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fJoporuve konneru!

BakHenwas 3agada — AnarHocTMpoBaTh Ha-
cneacTBeHHOE 3aboneBaHMe Ha CaMOM pPaHHEM
aTane, 4YToobl NaAUMEHTbI UMEN BO3MOXHOCTb
BOBpPEMY MONYy4YUTb Heobxognmoe nedyeHue.
KntoyeByto posb B AMarHoCcTUKe Hacnep-
CTBEHHbIX 60M1€3HeN NrpatoT MONEKYNAPHO-
reHeTVYecKme 1 BUOXUMMYECKE TECTbI Pa3HOro
YPOBHS CITOXHOCTW.

MeANKO-reHeTUYECKNIA HaYYHbIV LEHTP UMEHN
akagemuka H.l. BoykoBa aBngeTcs sefyLinm
denepanbHbIM Hay4YHbIM 1 ANArHOCTUYECKUM
yyYpexaeHnem cTpaHbl B 06/1aCTn MeguumH-
CKOWV reHeTuku, pedepeHc-LeHTpPOM AN
paclNPEHHOr0 HeEOHaTalbHOrO CKPWHWHIA.
Halw ueHTp genaet Bce BO3MOXXHOE, YTOObI
obecrneynTb JOCTYMHOCTb FEHETUYECKOro Te-
CTUPOBaHWNA O715 Ka)XA0W CEMbW N MOBbLICUTb
OCBE[IOMJIEHHOCTb Bpayer 0 n1abopaTopHbIX
NCCnefoBaHUsX.

[ToBblleHNE MHDOPMUPOBAHHOCTU Bpaden
PasINYHbIX CreLnanbHOCTeN 13 BCEX perno-

HOB Poccun 0 COBPEMEHHbBIX BO3MOXHOCTSX

Cepreun Kyues

onpektop PreHY «Meguko-
reHeTUYECKUN HayYHbIN LLeHTP

M. akageMuKa H.lN. BoykoBa»,
npesngeHT Accoumaumm MeguUuMHCKNX
reHeTUKOB, MMaBHbIN BHELTATHbIN
cneumanncT No MeguUUMHCKOW reHeTuKe
MuHMCTepCcTBa 34paBOOXPaHEHNS
Poccuiickon ®epepaumu,

akagpeMunk PAH

ANarHOCTUKK opdaHHbIX 3a6oneBaHuin — ogHa
M3 KKOYEBbIX Lenen atoro naganud. OT UH-
GOPMNPOBAHHOCTW B 3HAYNTENBHOM Mepe 3a-
BUCUT 3DDEKTUBHOCTb KaXXA0M NpOrpamMmsl:
Bpauu pas3nnyHbix Npodunen Ao/mMKHbl 3HaTb
O BO3MOXXHOCTAX AMArHOCTUKW OpdaHHbIX
3aboneBaHuin, MeTofax UccrnenoBaHumn, npa-
BW1ax 3abopa, XpaHeHUs 1 TPaHCMOPTUPOBKN
MaTepuarnos, pPeriaMeHTax B3aumMogencTeus
1 paboTbl C AOKYMeHTaumen. B koHe4YHOM cyeTe
OT 3TOr0 3aBUCUT UTOI Hallel obLLen paboTbl —
MOCTaBUTb MNPaBUIIbHbBIA ANArHO3 Kak MOXXHO
paHblUe, BOBPEMA Ha3HauYNTb 3QDEKTUBHYIO
Tepanuto, AaTb BO3MOXHOCTb NauyieHTaM 13-
BeXkaTb THKebIX MOCAeACTBII 3a60/1EBAHNI.
A CKpeHHe HafeCh, YTO n3faHve oyaeT no-
Ne3Ho AN BCero MeauLMHCKOro cCoobLecTBa,
CTaHET HaCTOJIbHOW KHWIOM Bpada 1 NoMOXeT
bonblue y3HaTb O PefKNX 3a60MeBaHNAX N CO-
BPEMEHHbIX BO3MOXHOCTAX VX ANArHOCTUKN.

Konnerw, Hageemcs Ha NPOLO/HKEHWE yCreLl-

HOro coTpygHmn4ecTBa Ha ©naro nauneHTos!
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Cepren Kyues
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JliogMunna HasapeHko

MpuknagHada HayKa nomoraert npeofosietb

OVarHoCTU4YeCKyto ogmncceto

Hayl-lele anarHoctn4yeckKue nporpamMmbl

PyKOBOp,VITeﬂVI Hay4HbIX
ANarHoCTn4yeCKux nporpamMmm

1.1

1.2

1.3

1.4

1.5

HacnepcTBeHHble 3a6oneBaHUs
C NPeuMyLLeCTBEHHbIM
nopaxeHneM HepBHOWM CUCTEMbI

lMporpamMmma reHeT4YeCcKom AMarHOCTUKN
CNnHanbHOM MblleyvyHor aTtpodun «MOVICK CMA.

P®» » CnuHanbHasa MbllleYyHas aTpodus

Mporpamma 6ecnnaTtHoOM MONeKynspHO-
reHeTUYeCKOon AMarHOCTUKM CMINHANBHOW
MblLLieYHOM aTpodun (CMA) ¢ BO3MOXKHOCTbIO
3abopa bromaTepurana nayeHTa B CTOPOHHUX
MeONUMHCKNX opucax nam Ha oMy

y nauveHTa (Aston)

[OHK-grnarHocTmKa cnnHanbHOW MbllLEYHOM

aTpodunm npu nogaepkke AO «brokag»

Mporpamma gnarHoCTUKN HEMPOHaNbHOO
uepoungHoro nunodycLmHo3a 2 Tmna
> HelipoHanbHbIN LLepONaHbIN

MNogpycLMHO3 2 Tnna

[MporpamMmma reHoTUNMPOBaHNSA 6OMbHbLIX
runepderunnanaHnHeMmen (OHK-grnarHocTrka
4aCTbIX MyTaUn Npu GeHUIKETOHYPUN

1 runepdeHnnanaHnuHeMn, req PAH)

> [unepdeHnnanaHa i GeHUIKETOHYpUd

10

1

12

15

17

18

22

1.6

1.7

1.8

1.9

1.10

21

2.2

2.3

3.1

MporpaMma AnarHOCTUKM HEQOCTAaTOYHOCTH
nekapbokcmnasbl L-apomMaTnyeckx aMMHOKNCNIOT
(AADCd) » HeocTaTo4HOCTb AekapboKcuassl

L-apOMaTI/NeCKI/IX AMWHOKNCNOT

MporpamMMa «/13y4yeHne reHeTn4ecKom
reTeporeHHOCTN NeNKOANCTPODUN»
» HacnepacTteeHHble nekoguctpodum/

nenkoaHuedanonaTun

MporpamMMma «/13y4eHmne reHeTn4ecKom

reTeporeHHoCTV cuHagpoma Jv» » CuHgpom Jn

MOﬂeKyﬂﬂpHO—l’eHeTW—{eCKaﬂ AnarHoCTuKa

Ty6epo3HOro ckneposa » Ty6epo3HbIi CKNepos3

MporpamMma TecTMpoBaHUa MyTaLuni B reHe NF1
npw HelpodubpomaTose 1 T1na
C HeonepabesbHbIMU MNeKCNHGOPMHbLIMU

HerpodurbpoMamn » HerpodrbpomaTtos 1 Tuna

HacnepcTtBeHHble 3aboneBaHus
C NpeuMyLLLeCTBEHHbIM
nopa)keHneM opraHa 3peHus

[MporpaMma gnarHOCTUKM HacNeqCTBEeHHbIX
3aboneBaH ceTyaTky » HacneacTBeHHble

3aboneBaHNa ceTyaTku

MporpamMmma «MonekynspHo-reHeTn4eckas
OVarHOCTMKa HaCNeACTBEHHOM BPOXKOAEHHOM
aHvnpuann n cuHgpoma WAGR» » BpoxaeHHas

aHnpuana u WAGR-cruHapom

Mporpamma «[rarHoCTKa HacneACTBEHHOM
onTuYeckol HeponaTtum Nebepa (HOHIT)»
» HacrnepacTBeHHas onTuyeckas

HelponaTus Jlebepa

HacnepcTBeHHble 3a6oneBaHus
C NPeuMyLLeCTBEHHbIM
nopaxeHneM MbiLuLy

MporpamMMa AnarHOCTUKK MuonaTtum drolweHHa/
Bekkepa » MbilweyHas guctpodus

[ioweHHa/Bekkepa

24

28

31

35

38

41

42

45

48

51

52

3.2

3.3

4.1

4.2

4.3

4.4

4.5

4.6

5.1

5.2

5.3

[MporpamMmma gnarHOCTUKM JIM30COMHbIX Bone3Hel
HakonneHusa: MIMC | Tuna, 6onesHb NMNomne, 6onesHb

HumanHa — Muika A/B (Momne) » BonesHb Momne

[MporpamMmma gnarHoCTUKIM IM30COMHbIX 6one3Hen
HakonneHua: MIC | Tuna n 6one3Hb lNoMne

ong rpaxgar Pecnybnukmn benapycb

HacnepctBeHHble 3a6oneBaHUs
C NPeuMyLLeCTBEHHbIM
nopaxeHMeM ckeneta

MporpamMma reHoTUNMPOBaHUs 60MbHbIX

axoHaponnasven » AxoHaponnasus

[MporpamMmma gnarHoCTUKM IM30COMHbIX 6OoNe3Hen
Hakonnenus: MIMC | Tuna, 6onesHb Nomne, 6o0ne3Hb

HumaHHa — Muka A/B » Mykononvcaxapugos | Tuna

[MporpamMmma gnarHoCTuKK 6onesHn Pabpwu, 6onesHn

lowe v MMMC Il Tnna » Mykononucaxapugos Il Tvna

Mporpamma guarHocTukm MMC 1V, VI

» Mykononucaxapugos IV un VI Tnnos

[MporpamMmma gnarHoCTuKK anbda-MaHHO3ML03a

» Anbda-MaHHO3ULO03

[MporpamMmma CceneKTUBHOTO CKPUHMHTa

runodocdartasum » f’mnodocodartasngd

HacnepctBeHHble 3a6oneBaHUs
C NPeuMyLLEeCTBEHHbIM
nopaxeHneM neyvyeHu

W YXeNyfao4YHO-KULIEYHOr o TpaKTa

MporpamMmma reHeT4eCcKoro TeCTUPOBAHUS
Ha HacnefACTBeHHble 60Me3HN C MopaXxeHnem
neyeHn » HacneacTBeHHble 601e3HN

C nopaxeHnem rneyvyeHn

[MporpamMmMa AnarHoCTUKM CUHAPOMa Ana)knning
(apTepuonevyeHoyHas ancnnasms)

» CUHAPOM Anaxkunns

[MporpamMmma gnarHOCTUKM TM30COMHbIX
oonesHen HakonneHus: MIC | Tnuna, 6one3Hb
Momne, 6one3Hb HuMaHHa — Muka A/B

» bonesHb HumaHHa — Muka Tnn A/B

55

58

59

60

62

65

68

72

74

77

78

80

84

5.4

5.5

5.6

5.7

6.1

6.2

6.3

71

7.2

Mporpamma grarHocTrku 6onesHn Padpwu,
6onesHu lowe 1 Mykononucaxapugo3sa ll tvna

» BonesHb lowe
[MporpamMmma grarHoCTUKM 6onesHu lNowe

MporpamMma AMarHoCTUKY fedulmTa IM30COMHOM
kucnon nunassl (OJ1KI) » JedbuumT nM30CoMHOM

KMcnow nunassbl

[MporpamMa anarHoCTUKM TUPO3nHeMUN T1n |

> TpO3UHeMns Tun |

HacnepctBeHHble 3a6oneBaHus
C npenMyLieCTBeHHbIM NMopa)xeHnem
I/IMMyHHOl‘/‘I CUCTEeMbl

MporpamMmma anarHoCTUKN NepuognyecKon

oonesHu » MNepurognyeckasa 6onesHb

MporpamMmma frarHOCTUKN HaCeACTBEHHbIX
ayToBOCManMTebHbIX 3aboneBaHnn

> AyTOBOCI'IaJ'IVITeJ'IbH ble 3aboneBaHusa

MporpamMma reHoTUNMPOBaHUs 60MbHbIX
HacneACTBEHHbIM aHIMIOHEBPOTUYECKIM

otekoM (HAQ) » HacnencTBeHHbI aHrMooTeK

Opyrue HacneacTBEeHHbIE
60ne3HU U CUHOPOMBI

Mporpamma grarHocTukm 6onesHn Padpwu,
6onesHu lowe 1 Mykononucaxapugo3sa ll tuna

» bonesHb Pabpu

MporpamMma reHoTUNMPOBaHUs 60MbHbIX
MYKOBUCLIMAO30M C FOMO3UIOTHON MyTaLuen
€.1521_1523delCTT (F508del; p.Phe508del)

» MykoBucUMao3

06 nsgaHuu

Hay4Hble

AnarHocTu4eckue
nporpammbl

87

90

92

96

929

100

103

107

109

110

13

116



#MrHuHayka

MHorve MeTofbl, KOTOpbIE MPUMEHSAIOTCH AN ANArHOCTUKU B paMKaX Hay4YHbIX
nporpamM, yHuKanbHbl. OHM 6blnn paspaboTaHbl B nabopatopusax @PrEHY «MIMTHL»:
OHK-gmMarHoCTUKKM, HacNeACTBEHHbIX 60Ne3HeN O6MeHa BELLECTB, ANUreHETUKM.
JTabopaTopum, BbIMOMHSIOWME 3TN TECTbI, UMEIOT OFPOMHBbIN OMbIT, U B JanbHENLLIEM
B CEMbSIX C YCTAHOBJ/IEHHbIM AMarHO30M BO3MOXXHbl MEANKO-FeHETUYECKOEe

KOHCYIbTUPOBaHUE N NpeHaTallbHad OMarHoCTUKa

[MpuknagHasa Hayka
noMoraeTt npeofoneTb
ANarHoCTU4YeCcKylo oguccelo

|_|yTb K NMpaBUIbHOMY OMarHo3y rnperpaxgarnT HeOCTaTOK HAaCTOPOXEeHHOCTH

nnn nHepopmaumu, a MHorga 1 HemsBecTHas 6onesHb

[Ba 6apbepa Ha NyTH

[rarHoCcTuKa peaKoro HacnegCcTBEHHOro 3a-

©oneBaHNgA — COXHbIV npouecc. Hay4yHoMy

COOOLLEeCTBY U3BECTHO Yxe nopsaka 6000—

8000 pepkunx 3aboneBaHUn, U KaXabln rof,

onucbiBaeTcs elle 250—280 HOBbIX 6ONe3HEN.

Bpems, koTopoe HeobxoaMMo A MOCTaHOB-

KM MauMeHTam NpaBuibHOMO AnarHo3a, O4eHb

BaXXHO A5 pelleHns nx npobnem. CornacHo

MexayHapOoAHbIM peKkoMeHLaunaM no yaoB-

NIeTBOPEHNIO CreundrnyecKnx noTpedbHocTen

nauneHTOB C HEBbISBEHHBIM PEAKMM 3abone-

BaHMeM, CyLLleCcTBYeT ABe rpynnbl HeguarHo-

CTUPOBAaHHbIX MaLMEHTOB:

- elle He AMarHOCTUPOBAHHbIN — OTHOCUTCH
K nauMeHTaM, CTpafatolyM OT N3BECTHbIX
COCTOSIHU, KOTOPbIE OO/MKHbI OblTh Ana-
FHOCTUPOBAaHbI, HO 3TOFO HE MPOW30LWLJIO,
MOCKOJIbKY CEMbIO He HampaBWIX K Bpa-
4yy-CcrneumanucTy Wiv B aKCNepTHbIN Meaun-

LMHCKUA LEeHTP;

JliogMuna HasapeHKo

3aMecTuTeNb AMpeKTopa

Nno Hay4YHoOW 1 ne4yebHoM paboTe

HUWM MeguuUMHCKOW reHeTUKun
Tomckoro HMU, PAH, pykoBoauTerb
nabopaTopun HacnegCcTBEHHOM
naTonorum, 4.m.H., npodeccop,

3acny»eHHbI Bpay PO

2 HeaMarHOCTUPOBAHHLIN («CUHAPOMbI 6e3
NMEHW») — OTHOCUTCS K MaumeHTaMm, ais Ko-
TOPbIX NarHOCTUYECKWI TeCT HEJOCTYNEH,
MOCKOJIbKY 60/1€3Hb HE OXapaKTepn30BaHa,

ee rNMpuynHbl He onpegeneHsbl.

XoxxgeHus
MeXay KabuHeTamu

CornacHo Black et al., pnarHoctnyeckas oamc-
ced NauneHToB C peaKnMy 3abonieBaHnaIMu
BKJIIOYaET TpW Nepuopa:

- B CEMbE He 3aMeTuNn NpobnemMbl Co 300P0-
BbEM Y KOrO-TO 13 Y/IeHOB CEMbW — He orpe-
OeneHbl CUMMTOMbI 3ab60/1eBaHNS;

- BpeMs, KOTOpOe 3aTpayeHOo Ha OKalaHue
NepBUYHON MeANLUMHCKON MOMOLLY;

= Nepunog XoXAeHUsd Mexay creymanmctami.
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nepBoOHa4YabHbIX
ONarHo30B OKa3aJiuCb
HEeBEPHbI

MpofoMKNTENBHOCTb NeprUoa NePBUYHON Me-
OVLUVHCKOM noMowy byaeT 3aBMCETb MOMU-
MO MPOYEro oT BPEMEHW, KOTopoe TpebyeTcs
Bpady 06Lel NpaKTVKY (MeduaTpy, TepanesTy
v ap.) ans auddepeHLmanbHol AnarHoCTUKN
PacnpOCTPaHEHHbIX 1 MPOCTbLIX 3a00NeBaHNN.
Nnwb nocne atoro 6yayT paccmaTpmBaTh 60-
nee COXHbIe N pefKe COCTOAHNA, ANS KOTO-
PbIX HEOBXOAMMO HamnpaBieHne K onpeaeneH-

HOMY CMeLnanuncTy.

ATUNUYHbIE, HEN3BECTHbIE
n HeHacnegcTBeHHble

Mpy NepBUYHON UK cneumnan3anpoBaHHOM
MOMOLLV AMarHoCTUYecKe 3aepXKKn, owmne-
KN MOTYT BOSHMKATb MO HECKOMIbKUM MPUYn-
HaM. Bo-mepBbiX, Bpay, BO3MOXHO, He 06/1a-
AaeT 3HAHVIAMU O KOHKPETHbIX MPOABIEHUSX
COCTOSAHUS UM He NPOBOAUT HEOB6XOoAUMbIe
1 COOTBETCTBYIOLLME ANArHOCTUYECKNE TECTHI.
Bo-BTOpbIX, Y NMauUmeHTa MoryT NMpucyTCTBOBaTb
aTUMUYHbIE A1 W3BECTHOMO pPacCcTpoliCcTBa
CUMMTOMbI U/UNU KNNHUYECKNE NPOABEHA
C coyeTaHneM cMMNTOMOB. Takasi cUMNTOMa-
TVIKa MOXET YKasblBaTb Ha MHOXECTBEHHbIE
paccTpoWCTBa UM Aa)ke HOBOe He3aperu-
CTPUPOBaAHHOE COCTOSIHME.

Kpome TOro, Bpay MOXeT UMeTb [e0 COo Chy-
YasgMu, Korfa HereHeTUYecKnin GakTop pucka
BOBJ/IEYEH, HO YETKO HEe NOEHTUDULIMPOBaH, Ha-
NpUMep PeKuii CUHOPOM, CBA3aHHbIA C yno-
TpebneHveM onpeaeneHHoro npenaparta um
C BO3[eCTBMEM MHOXECTBEHHbIX haKTOpOB

OKpYy»KatoLLen cpeapl.

i 5—-30"

OoXunpgaHune anarHosa 'y Kaxxgoro

4eTBepTOoro nauneHTa

HakoHel, Mexay naureHToM 1 Bpa4yoM nHorga
BO3HMKaET KOMMYHUKALMOHHbIA Bbapbep. 3TO
OCOBEHHO MpucyLLle Npy O6LLEHUN C MOZPOCT-
KaMu: UX BO3pacT UM MHBANUOHOCTb MHOM4a
NPEnSTCTBYIOT AeTalbHOMY OMUCAaHWUIO TaKuX,
Hanpumep, CUMMNTOMOB, KaK YyCTanoCTb Un
60/1b, OCOBEHHO KOrfa HeT O4YEBUAHOW Meaun-
LIMHCKOW MPUYMHBL. Takas cUTyaums Toxe Mo-
YKET BbITb MPUYNHOW 3aAEPXKN B OMArHOCTNKE
PeLKOoro paccTpoOMNCTBa, MpUYemM OHa PUCKyeT
OKa3aTbCs HeOMYCTUMO ONINTEbHOW.

B nccneposaHun, nposefeHHom EBponenckom
opraHmsaumen nNo peakuMm 3aboneBaHngM
(EURORDIS), No BOCbMW OTHOCUTENBHO pac-
MPOCTPaHEHHbIM PeaKUM 601e3HaM (6onesHb
KpoHa, MyKOBUCLINO03, MblLLeYHad OUCTPOPUA
[oweHHa, cnHApoM Jnepca — [JaHno, CUH-
opom MapdaHa, cuHgpom lMpapepa — Bun-
N, TYy6epOo3HbLIN CKNepo3, CUHOPOM JTIOMKON
X-XPOMOCOMBbI) 25% MaLMEHTOB COOBLLMN, YTO
MPaBWIbHOIO AnarHo3a OHW OXKuganu ot 5 oo
30 nert, a NnepBOHaYasbHbIN AMArHO3 OblT HE-
BepHbIM B 40% cnyyaes. BeposaTHo, 19 6onee
pefkunx 3aboneBaHnii aTa CTaTUCTUKa byaeT
elle bonee yapy4atoLen.

B utore 3agepxKn B AMarHOCTUKe He MO3BO-
NF0T NaUneHTam CBOeBPEMEHHO ObpallaTbCca
3a cneymannsnpoBaHHbIMU MeAUNLUHCKUMU
1 coumanbHbiMU ycryram. Bpadm He nmetot

BO3MOXHOCTW Ha4daTb MpaBW1bHYIO Teparnnto.

Xun3Hb 6€e3 guarHosa —
3MOLMOHaNbHasa TpaBMa

HeonpeneneHHoCTs UMEeeT 1 CepbesHble Nncu-
XONOrnyecKme, counarnbHble NocnecTBng.
YyBCTBO M30NALMM N Aaxe CTUrMmaTmsaLus
CaMoro naumeHTa v ero poauTenei MoryT oKa-
3blBaTb MNy60KOE 1 AINTENbHOE BO3OENCTBME
Ha NauyveHTa 1 ceMbto. KOHeYHo, criealyeT rnom-
HWTb 1 O MOCNEACTBUAX 419 PENPOAYKTUBHOMO
Bbi6Opa, OTCYTCTBME AMarHo3a He rnossosnsger

CeMbdAM MNMPUHMMaTb 060CHOBaHHbIe peweHn4d.



Haquble ANarHoCtmn4eCkKue rnporpamMmmMmbl

AKTYATNbHAA MHPOPMALINA MO BCEM NCCIEOOBAHUNAM

Haquble reHeTn4eckue nporpamMmsbl, C NOMOLLbHO KOTOPbIX U3YyHalOTCA

3ANMOEMUONOINA U FEHETUYECKME OCOBEHHOCTU HAaCNeLCTBEHHbIX 6ONe3Hew,

pa60Ta+0T He TOJIbKO Ha HayKy — OHU pacClWMp4aloT O54 naumeHToB BO3MOXHOCTH

ONarHOCTUKW. Bpa‘-l n3 noboro permoHa MoXeT OTrnpaBnTb 6V|0MaTep|/|an

Ha nccnepgoBaHue ¢epeparnbHbIM cneunanmcTam B Beayulee ydpexnoeHume Poccuun

no MeguUMHCKOM reHeTuke — ®IrBHY «MeguKo-reHeTUYeCKMIA HayYHbIA LEHTP

MMeHn akagemumka H.[. boykoBa»

Cobepute naket
OOKYMEHTOB

A HanpasneHune

Ha reHeTun4yeckoe uccnegoBsaHue

NHdopMumpoBaHHble

[o6poBosibHbIE cornacus:
3HAKOMUM C KJTtOYEBbIMU

< > Ha MelKO-reHeTn4yeckoe
TOYKaMN MapLUpPyTHOW KapThbl.

D,OI'IOJ'IHI/ITeﬂbHy}O UHbOPMALIMIO KOHCYIbTUPOBaHMe 1 reHeTn4eckoe

- - obcnenoBaHne
Bbl HallgeTe Ha calTe LeHTpa.

- N06pOBOJIbHOE cornacre Ha 06paboTKy
Co crneuvanmMcTamMmmy MOXHO

NnepCcoHabHbIX OaHHbIX
TaKXXe CBA3aTbCHd Mo TeJ'IeCDOHy

- O [o6aBbTe MeaAULIMHCKME BbIMUCKN
1 31EKTPOHHOM noyTe
U3 uctopumn 6onesHun, pesynbraThl
obcnepoBaHuin
= 4aCTO OHW HY>KHbI ANA HTepnpeTaymn
pesyneraToB
- NOMOryT NPOBECTU 1N APYrue TecTbl,

€Cn OHN HEOBXOANMBI

B

U3yuuTe npaBuna
3abopa U gocTaBKU
MaTepuana

Bpems n ycnosus 3a6opa 6Momatepuana
TexHuKa 3abopa:

> B NpOBUPKN

- Ha KapTOYKy-bUnbLTp

Mognuce Npo6bupok 1 Tabnuyek

KoHTponb KavyecTBa 6MOM3Tepuana

Ba)XHbl CKOPOCTb AOCTaBKM1
06pasLoB M NpaBua UX YNaKoBKMU.
B HEKOTOPbIX MPOrpaMMax MMerTCs
0COBEHHOCTW TPAHCMOPTUPOBKN —

YTOYHANTE

3 [(©)

Y3HanTe 0 cpoKax
uccnepoBaHus

OHM coBMapaloT co CpoKaMu
CTaHAapTHbIX UCCef0BaHUN,
HO A5l C/TOXHBIX TECTOB CPOKM MOFYT

6bITb 6onee npoaomHKuTenbHbIMU

.« |(8)

Kak coobuaTt
pes3ynbTaThl

3ak/lo4eHre oTNpaBsAT Ha agpeca
3/1eKTPOHHOM NOYTbl, KOTOPbIE YKa3aHbl

B UHPOPMUPOBAHHOM cornacumn

© 3aknoueHns He MOryT 6bITb
OoTnpasJ/ieHbl MO 3anpocy Bpaya unun
npepcTaBuUTeNs NaumMeHTa, ecnv naumneHT
WY ero npeacTaBUTeslb He YKasanu

B MHPOPMMPOBaAHHOM corfacum agpec

CBOEW 3/IEKTPOHHOM MOYThI

s [N

MoyeMy BaXkHO
OCTaBUTb CBOWU
KOHTaKTbI

C KaXkgbiM rogom B nabopaTtopuun
nodaBNAIOTCA HOBble BO3MOXXHOCTU
6ecnnaTHO NPOBOAUTbL UCCIEA0BaHUS

B paMKax Hayu4HbIX TeM. CneumanucTbl
coobLaT CeMbSM 0 TaKNX BO3MOXHOCTAX
TOYHble KOHTaKTbl /19 CBA3M

NMO3BONAT CBA3aTbCS C BaMU BbICTPO:

> TenedoH

- NMOYTOBbIV /UKW SNEKTPOHHBIN agpec

OcTanucb BonpochI?

+7 (495) 1M-03-03

10:00—16:00 no MOCKOBCKOMY BpEMEHM

registratura@med-gen.ru




KypaTopbl

Hay4HbIX

ANarHoOCTn4eCKmux nporpaMm

Ka)xpasa ns HaYy4HbIX NMPOrpaMM KypupyeTcd pykoBoOUTENTAMU I'IO,D,p83,D,€J'I€HVII7I,

BeaywnMn Hay4YHbIMU COTPYOHNKaMK LEeHTPa. B cno)HbIX cny4daax

C HNMU MOXXHO O6Cy,D,VITb pe3ynbraTbl aHaIM30B, NMoNy4YnTb peKoMeHOaunn

no ganbHeunwen guarHoctuke. B Hay4YHO-KOHCYJ/IbTaTUBHOM OTOENTEHN NMPOBOAUNTCH

MeOnKO-reHeTu4eCKoe KOHCYJIbTUpOBaHUE cemen

AnekcaHpp lNMonskoB
3aBefyoLLmii nabopaTopren
OHK-grnarHocTukm ®reHY «MIMHLU»,
npodeccop, YneH-KOPPECNOHAEHT
PAH, 0.6.H.

Onbra WaruHa

BeAYLNI HayYHbIV

COTPYAHUK NnabopaTopum
OHK-gnarHocTukn, 3asefytolas
nabopaTtopuei MoNeKyngpHoO-
reHeTNYeCKOWN ANarHOCTUKM
DreHY «MIMHL», K.M.H.

Butanun Kapgpbiwen
pykoBoamuTens Hay4Ho-
KIMHUYECKOTO LIeHTPa reHeTnKn
rnasHbix bonesHen, 3aBefyoLwnin
Kadenpon odTanbMoreHeTuKn
VIBnAMNO ®rbHY «MIMHLp», BegyLmia
Hay4HbI COTPYAHVIK NabopaTopumn
reHeTUYeCcKon annaemMmonorim,

npogeccop PAE, K.M.H.

Bnagumup CTpenbHUKOB

3aBefyoLmii nabopatopuen

anureHeTukn PreHY «MIMHL», 4.6.H.

EkaTepuHa 3axapoBa
3aBefytollias nabopaTopuen
HacneACTBEHHbIX 6one3Hen obMeHa
BellecTB PIBHY «MIMHL», 3aBeaytoLlas
Kadeapon BUOXMMNYECKON FEHETKN

1n HBEO VBUMNO ®dreHY «MrHUp», A.M.H.

TaTbsiHa KpbinioBa
Bpay-nabopaTopHbI FEHETUK,
Hayu4HbIn cOTPpyAHWK PIEHY
«MIMHL», K.M.H.

MN3BecTHO 6onee 10 Tbica4 MOHOIeHHbIX
HacneOCcTBEHHbIX 6ONEe3HEN YeNlOBEKa,
M3 HMX OKOMO 17% COCTaBNAIOT HEBPO-
normyeckue 3abonesaHus. OHM BKIOYa-
0T B CE6S1 HEPBHO-MbILLIEYHbIE 6ONE3HN
M HEBPOMAaTUK, ABUraTeNbHble PacCTPOM-
CTBa C BOBJ/IEYEHMEM 3KCTpanmpamma-
HOW, NMMPaMNOHON U/ MO3XKEYKOBOM
CUCTEM, ApYyrve nepBuYHble Heripoae-
reHepaunu (HacneacTBeHHble GOPMbl
6one3Hen MOTOHENPOHa, eMeHL I
W T. 4.), HacNeAcTBeHHble GOopPMbl 3MK-
nerncuu, 6onesHy obMeHa C npenmylle-
CTBEHHbIM MOPaXEHNEM HEPBHOW CUCTe-
Mbl 1 OBLLMPHYIO rpynny 3aboneBaHni
CO CMellaHHbIM GEeHOTUMNOM.

[N HEKOTOPLIX U3 3TUX 3aboneBaHUI
pa3paboTaHbl 3dpDEeKTUBHbIE METOAbI
KOPPEKLMM, B TOM YACTIE N FeHoTepanumu.
W pnsa Bcex 6onesHen Npn yCTaHOBNEH-
HOW FreHEeTUYEeCKOW NPUYNHE BO3MOXKHO
npoBefeHMe npeHaTanbHOW U NpenM-
MaHTaUMOHHOM AMarHOCTUKU B OTArO-

LLeHHbIX CEMbAX.

HacnencTtBeHHbIE
3aboneBaHus

C NpenMyLieCcTBEH-
HbIM MOpPaXXeHneMm
HEepPBHOWU CUCTEMDI

n



[TpoKcuManbHaa crnnHasibHas
MbilLleYyHaqa aTpodud 5q

MKB-10: G12.0, G12.1, MKB-11: 8B61.0-8B61.4, OMIM: 253300

HepBHO-MbIWeYHOe 3aboneBaHMe, KOTOpoe XapakKTepnsyeTcda nporpeccmpyrowinMmmn

CUMNTOMaMU BAMIOro napannya U Mbllle4YHoOM aTpodun N3-3a gereHepaumm

O.-MOTOHeI7IpOHOB nepegHmMx poros CrMMHHONoO Mo3ra. Camas yacTtas nMnEn4mMHa

reHeTn4eCKu ,D,eTepMMHMpOBaHHOVI paHHeﬁ OETCKOW CMEePTHOCTU, HO MOXeT

MaHWbecTUpoBaTb B Nt060M BO3pacTe

Ha py6exe XIX n XX Bexkos
Bepgrur n fodpdmaH Bnepsble
onmMcany NpPoKCUMasnbHYO
CMA kak 3aboneBaHue,
KOTOpOe XapaKTepunayeTcs
NPOrpeccunpyoLLer MbllLeYHOoM
cnabocTblo, MaHndecTupyeT

C AeTcTBa v NpuBOAUT

K paHHen cMepTu

KnnHun4veckue nposp/ieHnd
M OCHOBHble CUMMITTOMDI

CMA 0 Tuna

Ha 30—34-n Hegensx 6epeMeHHOCTN OTMeYa-
eTCe ManonoABMXHOCTL Niofa. locne poxae-
HUS OBVDKEHNS NPaKTUYECKN OTCYTCTBYIOT,
MMeTCH TPYAHOCTU C FNOTaHUEM U AblXaHUEM,
KOHTPaKTYpbl.

CMA I Tuna

Bo3HuMKaeT B BO3pacTe 40 6 MecsaLeB 1 Xxapak-
TEPU3YETCHA TAXKEON MbILLEYHON CaboCThbio,
OTCYTCTBMEM MOTOPHOIO Pa3BUTUSA U Mbllley-
HOW FMMOTOHUEN.

CMA Il Tuna

BosHukaeT B BO3pacTe 6—18 MecqaueB v Me-
eT MeHee THXKeNoe TeYeHre: coxpaHaeTcd
CMOCOBHOCTb CUAETb U YAEPXKMBATb FONOBY
caMocTosTeNbHO. Habnopatotes Gacumkynsa-
LW MbILLL, 93blKa, TOEMOP MasibLIEB BbITAHYThIX
PYK, dacuuKynspHble U GUO6PUNNISpHbIE Mo-

aeprmBaHnNA MblllL MPOKCKMalrbHbIX OTAENOB

KOHEeYHOCTeW. VIMetoTCs BblpaXKeHHbIN CKOMNO3,
CNaboCTb MeXpPebepHO MyCKynaTypsbl, Ana-
dparmarnbHoOe OblXxaHue.

CMAIll Tna

HauunHaeTca ¢ 18 MecdueB 1 A0 HOHOLWECKO-
ro Bo3pacTa. [auneHTbl COXpaHAoT CNocob-
HOCTb NepefBUraTbCsd CaMOCTOATENIbHO, HO
MOryT 4acTo nafaTb, UCMbITbIBATb TPYAHOCTA
npuv nogbeMe 1 Crycke no NecTHuLe, 6ere, Ha-
KJIOHe, NogbeME 13 NONOXEHNA CUad. HxHne
KOHEYHOCTW NOPaXkeHbl CUSbHEE, YeM BEPXHNE.
Mpwr Bcex Tunax CMA MOXeT BbISBNATLCH Kap-
Ononornyeckas natonorng — HapyLleHnsa puT-

Ma cepua, KapgruomuonaTtus 1 ap.

MnapgeHel, ¢ 5g CMA
1TMNa C TUNNYHON
MbILLIEYHON FMNOTOHUEN,
HabntogaeTcsa HebosblUoe

BTArMBaHne rpyanHobl

JlabopaTopHasa gnarHocTUKa

1-1 aTan

MOVCK FOMO3UTOTHOM Aeneumnmn aK3oHa 7-ro
reHa SMNT MeTOLOM aHanusa KpUBOW NnniaB.-
nexuns (HRM-aHanua).

2-i aTan (npy Heo6xoaUMOCTH)

Mpwv BbIABNEHUN OTCYTCTBUS CUTHaNa, cCooT-
BETCTBYIOLLETO 9K30HY 7-ro reHa SMNT, npoBo-
ONTCHA NOATBEPXAEHMNE HAaTUYMS TOMO3UIOTHOM
geneunn 7-ro n/vnmn 8-ro ak3oHoB reHa SMN1T
meTogom MUP-MOP®.

3-1 3tan

OnpefgeneHre TOYHOMO YMca KOMWN reHoB
SMNT1wn SMN2 meTogom MLPA ons HasHa4YeHWs
naToOreHeTUYeCcKor Tepannn, a TakXe NoBTOpP-
HOro MOATBEPXKAEHUS HANNYNA FOMO3UTOTHOW
geneunmn 7-ro u/vnm 8-ro sk3oHoB reHa SMNT.
4-1 3Ttan

Mpy YyBEPEHHOCTN B KITMHNYECKOM AnarHose
1 Hanuyuu 1 konun SMNT — noucK mManbix My-
Taumn SMN1

JleyeHue

[eHO3aMecTuUTeNbHaa Tepanua — npenapart
OHacemMHOreH atenapsoBek™. lNpenapaT
Ha OCHOBE aHTVCMbIC/TIOBOIO OJIUFOHYKNe0TU-
na— HycuHepcer™. lNpenapat — Manag mosne-
Kyna pucaunnam™.

CnMnTOoMaTn4YecKoe MeuKaMeHTO3HOe U XU~
pypruyeckoe neveHve, ouetotepaningd, pecrnm-
paTopHas NofgepXKa 1 nanamaTmeHas Megu-

LIMHCKaaA NMoMOLLb.

MporpaMma ANUarHoCTUKMU

npOKCMMaJ'IbHaFl CNMHanbHasg MblleYyHas atpopus 5q

@ bacUUKyNaLMM MbiLL
A3blKa, AblXaTebHas
HeJoCTaTOYHOCTb

@ MbllleYyHad r’mMnoTOHUA

@ TPeMop nanbLueB

BbITAHYTbIX KOHe4YHoCTel

@ BblpakeHHbIV

CKONnMo3

@ yTpaTa HaBblKOB

: X0Zb6bl NN TPYAHOCTM
B Poccuun npu xoap6e

oLeHKa YacTtoTtel CMA



Mporpamma guarHoCTUKU

CnuHanbHasa MblweYvHasa atpodusa — NONCK CMA.PO

®

KypaTopbl nporpaMmbl
MonsikoB

AnekcaHpgp BnagumMunposuy
3aBefyoLmnin nabopaTopuren
OHK-gnarHocTukn, npodeccop,
uneH-koppecnoHaeHT PAH, O.6.H.
polyakov@med-gen.ru
WarunHa

Onbra AHaTonbeBHa

B.H.C. NabopaTtopuun OHK-grarHocTunku,
3aBefytolllas nabopatopuen
MOJTEKYNAPHO-FEeHEeTUYECKOM
OMarHoCTUKN N2 1, K.M.H.

schagina@med-gen.ru

®

Tvn ANarHOCTUKu

OHK-anarHocTtuka

MeTop

AHann3 Hannyng aK3oHa 7 reHoB
SMN1/SMN2. Tlouck geneuuii B reHe SMNT
(Tonbko s 60MbHOMO). AHann3

Ha onpepgeneHune Yncna Konmin reHos
SMN1, SMN2 metogom MLPA.

MonCcK TOYKOBbLIX MyTaLui B reHe SMNT
(TonbKO NPV HANUYMW OAHO KOMUW FeHa)
KpuTepun BKIIIOYEHUSI B NPOrpaMmy

= rpaxxgaHcTtso PO

MaTepMan ang aHann3a

Cyxue NaTHa KpoBu (TOMbKO [/ NepBoro
3Tana aHanmsa — aHanusa Hanuumns
3K30Ha 7 reHoB SMNT1/SMN2).

LlenbHas HesaMopOoXKeHHas BeHOo3Has
KpOBb B Npobupke SATA (2 M)

CpOK gMarHocTuKu

OT5 po 21 gHa

[Jo6poBosibHble

MHPOPMMPOBAHHbIE cornacus

< Ha y4acTue B nporpamme
nabopaTopHOM ANarHOCTUKN,
06paboTKy M XpaHeHe NepCcoHasbHbIX
naHHbix (UC nauveHTa, VIC Bpaya)

> Ha MefnUMHCKOe BMelLaTenbCTBO
N reHeTn4YecKoe nccnegoBaHne

> Ha 06paboTKy NepCcoHanbHbIX faHHbIX

O Kaxgoe cornacue gomkHo

6bITb NOANMUCAHO

Mops4as nuHus

+7 (800) 350 06 96
WWW.MoOUCKCcMa.pdp
10.00-19.00

[NoHegenbHUK—NAaTHULa

3BOHOK No Poccum 6ecnnaTtHbln

Tsxenblh KUGockonmos y 6onsHoro 5g CMA

CBeTnaHa ApTeMbeBa
Bpa4-HEBPOSIOT, 3aBefytoLLan
OETCKUM MCUXOHEBPONOrNYECKUM
otgeneHvem — 2 HUKW negmnatpumn

1N OETCKOW XMPYPriv M. akadeMmuka
tO.E. Benbtuwesa, Praoy BO PHUMY

um. HW. lNMnporosa, K.M.H.

MporpamMma 6ecnyaTHON MOJEKYIAPHO-
reHeTU4YecKOoW AMarHOCTUKMU CNUHabHOWN
MbllleyHor aTpodun (CMA) BaxHa a9 CBO-
€BPEMEHHOW N paHHen AnarHOCTUKK naymn-
E€HTOB C npefnonaraemMbolmM anarHosom CMA.
OCOBEHHO LieHHa BO3MOXHOCTb 3abopa 6uo-
MaTepuana naymeHTa B CTOPOHHUX Mean-
LMHCKUX oducax Uam Ha oMy y naumeHTa
C y4eTOM Halllell OrPOMHOW CTpaHbl. PaHo no-
CTaBJ/IEHHbI AMArHO3 NO3BOANT Ha3HaYUTb
naToreHeTUYeCcKyo Teparm CBOEBPEMEHHO

1 0OBUTBCSH HaNNYy4LNX pe3y/ibTaToB.

Mporpamma guarHoCTUKU

CnuHanbHasg MblledyHasn aTpodusa (CMA) ¢ BO3MOXHOCTbIO

3abopa 6romaTepmana naumMeHTa B CTOPOHHNUX MeaULIMHCKNX

odurcax Uv Ha [oMy y naumeHTa

®

KypaTopbl nporpaMmbi
Monskos

AnekcaHpp BnagumupoBuy
3aBefytoLLmin nabopaTopuren
[OHK-gnarHocTukm, npodeccop,
YfieH-KoppecnoHaeHT PAH, 0.6.H.
polyakov@med-gen.ru
WWarunHa

Onbra AHaTo/IbeBHa

B.H.C. nabopatopun OHK-gnarHocTmnku,
3aBepytoLLas nabopaTtopmen
MOJEKYNSIPHO-TEeHETUYECKOW
anarHoCcTUKM N2 1, K.M.H.

schagina@med-gen.ru

®

Tun ANarHOCTUKHU

[OHK-anarHocTuka

MeTop

AHann3 Hann4yng aK3oHa 7 reHoBs
SMN1/SMNZ2. Mowck geneunin 8 reHe SMNT
(Tonbko Ana 60nbHOr). AHanua

Ha onpepgeneHne Yncna Konun reHos
SMN1, SMN2 metogom MLPA.

Movck TOYKOBbIX MyTauunin B reHe SMNT
(TOMbKO NPV HANUYM OHOW KOMUM reHa)
Kputepumn BknoyeHUs B nporpammy

- rpaxpgaHcTeo P®

©

OcHoBaHusa Ang nuccnepoBaHus
lMopo3speHvie Ha CrHanbHYyO

MblLLEYHYI0 aTPOdUIO

MaTepMan anga aHanm3a

Cyxue NaTHa KpoBM (TOMbKO A5 MepBoro
3Tana aHanvsa — aHanv3sa Hann4ns
3K30Ha 7 reHoB SMN1/SMN2).

LlenbHasa He3aMopOXXeHHas BeHo3Has
KpoBb B Npo6upke SATA (2 M)

CpOK oMarHoCTMKun

OT15 go 21 gHa

[oKyMeHTbI

HanpaeneHve Ha reHeTu4eckoe

nccnefoBaHme, NoAnMcaHHoe Bpayom

[Jo6poBosibHble

MHPOpPMUpPOBaHHbIE corfacus

- Ha 06paboTKy NepcoHanbHbIX
[OaHHbIX 1 Nepefayy
fronornyeckoro matepuana

O Kaxpoe cornacue gomkHo

6bITb NOAMNMUCAHO

Fopsa4as nuHu«a

+7 (800) 100 17 35

OnepaTop nporpammbl Aston Health
04.00-18.00
MoHeAeNnbHUK—NATHULA

3BOHOK Mo Poccumn 6ecnnaTHbIln

JvarHocTnkacma.pod




#MrHuHayka

MMNOTHBIN CKPUHKHI Ha CMA 5q, npoBegeHHbIn PIBHY «MHI L», cTan nepBbiM MacCOBbIM
CKPUHUHIOM B Poccuickon Pegepaumm ¢ ncrnonb3oBaHnem metogos [JHK-anarHoCTUKW.
OnbIT, KOTOPbLIV NOMyYEH B XOAEe €ro BHeApeHus, cTasrl OCHOBOW AN NIaHUPOBaHUA

CKpUHUHra 5q SMA, oxBaTbiBaloLLEero BClo Tepputopuio Poccuiickon depepaumn.

Bbinu nonyyeHsl nepBble gaHHble 0 YacTtoTe CMA B Poccum — 1:7801 XKMBbIX HOBOPOXXAEHHbIX.

Int. J. Neonatal Screen. 2023, 9(2), 29

Ba)>kHO NOMHUTDL

Ecnu nauuneHTy 6onee 210 gHeW
Bo3MOXHOCTb HamnpaBfeHWs MaTepuana,
Nnosy4YeHHoOro y nayneHTa B Bo3pacte oT 210
00 225 gHen, ¢ NoAo3peHneM Ha NPOoKCHMarb-
HYIO CTIHASbHYIO MblLLEYHYI0 aTpoduio 5q (Mpu
YC/I0BUM, YTO BO3PACT MOSBEHNS CUMMNTOMOB
NPOKCUMasbHOW CANHANBHOWM MblLLEYHOM aTpo-
®urn 59g y Takoro naumeHTa coctasngdet go 180
[IHE OT POXKAEHWS) COrNacoBbIBAETCS B UHAN-
BMOYaNbHOM MOPSIAKE.

N9 yToOYHEeHWs BO3MOXKHOCTU HamnpaBieHus
Takoro maTepuana ynosHOMOYEHHbIV Npef-
CTaBUTENb MEeONLMHCKOM OpraHu3aLmm MoxeT

06paTUTLCA MO TeNedoHy ropadeit NMMHNN.

MporpamMma gMarHoCTUKU

[OHK-gmarHocTmka crnimHanbHOM MbllEeYHOoM aTpodumn

npv Nogaep>xke komnaHmm «bnokag»

®

KypaTopbl nporpamMmbl
Monsikos

AnekcaHgp Bnagumumnposuy
3aBefytoLLmi nabopatopuen
OHK-gnarHocTuku, npodeccop,
yneH-koppecnoHgeHT PAH, O.6.H.
polyakov@med-gen.ru
WarunHa

Onbra AHaTonbeBHa

B.H.C. nabopatopun OHK-OnarHocTmnku,
3aBepytoLLas nabopaTtopmen
MOJEKYNSIPHO-TeHETUYECKOW
anarHoCcTUKM N 1, K.M.H.

schagina@med-gen.ru

Tun ANarHOCTUKHu
[OHK-anarHocTuka

MeTop

AHann3 Hann4ng aK30Ha 7 reHoB :
SMN1/SMNZ2. MovckK geneunin B reHe SMNI;
(Tonbko ans 60nbHOro). Monck BapraHTa :
€.859 G > C B 3k30He 7 reHa SMN2

(Tonbko Npu HaNUYUM BrannenbHbIX
naToreHHbIX BapuaHToB reHa SMN1

1 2 Konuii reHa SMN2)

KpuTepun BKNioYEHMS B NporpaMmmy

> rpaxpaHcTeo PP, Pecnybnunkum

Benapycb, Pecnybnunkin KasaxcrtaH,

Kuprusckon Pecny6nmnkm

- Bo3pacT go 210 gHen

©

Mops4as nuHus

+7 (800) 511 00 37

KomnaHusa «bunokapg»

09.30-18.00, noHeaenbHUK—NATHUL,A

3BOHOK N0 Poccum 6ecnnaTHbIn

©

OcHoBaHuA Ang nccnepoBaHus
MauneHT, BO3pacT KOTOPOro He
npesbiwaeT 210 AHeN OT POXAEHNS,

C MOJ03PEeHNeM Ha MPOKCKMAalIbHYIO
CAMHaNbHYIO MblleYHY0 aTpodurio 59
npwv yCnoBum, 4YTo BO3PacT NMOsBIEHNSA
CUMMTOMOB MPOKCUMasbHOM CNNHaNbHON
MblLLEYHOW aTpodun 5qy Takoro
nauueHTa coctasnget go 180 gHen

OT pOXAeHnA

MaTepMan Aansa aHanunsa

LlenbHas He3aMOpOXXeHHast KPOBb
B NPObUpKe € aHTrKoaryngHTom 30TA
CpOK [MarHoCTUKMn
OT 5 00 21 oHsa (@Hanms Yvcna Konu,

NouCK MyTauuii B reHe SMN)

[oKyMeHTbI

Hal'lpaBJ'IeHI/Ie Ha npoBegeHne
reHeTn4ecKoro nccriegoBaHma
[o6poBosibHbIe
MHPOPMUPOBaHHbIE cornacus

> Ha o6pa60TKy NnepCoHabHbIX OaHHbIX
- HareHeTn4yeckoe nccnegoBaHve

o Kaxpgoe cornacue gomxKHo

6bITb noanmcaHo

3agBKa Ha OpraHm3aunto nNepeBo3Kn




HenpoHanbHbIU LepougHbin
nunogpycumHos 2 Tuna

HLUJ12, Bone3Hb bunbluoBcKoro — AHCKoro

MKB-10-E75.4

Pepnkas AyTOCOMHO-peLlecCBHadA JIN3OCOMHadA ©01e3Hb HaKOMeHus, O6yCJ'IOBJ'IeHHaFI

geduumMToM dhepMeHTa TpunenTuaunnenTuaassl 1 (TMM1). Ha3saHWe cBA3aHO

C HaKkorieHnemMm ﬂVII'IOCI)yCLI,MH-I'IO,D,O6HbIX LueponaHbIX TMNONMMrMeHToOB B JIM3OCOMaX

B 1913—1914 rogax AH AHCKuUI

1 Makc BUnbLIOBCKWUIA onrcanmn
dopMy HLJT ¢ no3gHnm geTckum
Hadanom. dTa dopMma cTana
3BECTHa KakK KNlacCU4eCKnin
No3aHWA MNageHYecKni (No3aHniA
NHOAHTUNbHBIN) HEAPOHAabHbIN
LiepOUaHbIA NMNOdYCLNHO3,

NN 601e3Hb AHCKOro —

bunblwosckoro

KnuHu4yeckue nposaBiieHnd
n OCHOBHbIe CUMMITOMDI

MpUYMHOI 3a60MeBaHNA ABAFIOTCA My Tauum
B reHe CLNZ2, KoOoupytoLeMm NM30COMHbIN Gep-
MeHT TpunenTuavunnentuaaay 1 (TMNM1), koTopble
NPUBOLAT K ero HeJOCTaTOYHOCTM BO BCEX KNeT-
Kax. [eH kapTupoBaH Ha 11p15. [leTn pa3erBatoT-
Cc4 HOpMaJsbHO [0 BO3pacTa 2—4 feT, a 3aTem
Y HAX OTMeYaeTCs 3ajepKKa peyeBoro passuTig
1 MOSABNAOTCA NepBble Cyaoporu. B nocnegyto-
Lme 4—6 net NpoUCXodUT BbicTpad NoTeps ABU-
raTesbHbIX, S3bIKOBbIX, KOFHUTUBHbLIX HABbIKOB.
BblgenatoT aABe KanHuveckune ¢opmbl HUJ12 —
MO3MHIOK NHPAHTUIBHYIO, KOTOPas BCTPeYaeTCs
yalle 1 MaHudecTUpyeT B Bo3pacTe 2—4 fieT,
1 FOBEHW/TbHYO. [030HAA MHdaHTUIbHaA GopMa
MMeeT crefytoLe nposaBIeHs.
AnunenTU4eckue NPUCTYynbl
HecnpoBoLnpoBaHHble, BNEPBbIe pa3BrBLUMe-
ecd NpuUCTynbl y AeTen C 3afePXKOV pe4eBoro
Pa3BUTUSA SBNFKOTCH NEPBbLIM KIMHUYECKNM CUM-
NMTOMOM MO34HeN NHOaHTUIIbHOM GOopMbl. MoryT

BO3HUKaTb GebpunbHble MPUCTYMbI. Mo Mepe

nporpeccnpoBaHnsa 3ab60o1eBaHNsa MPUCTYMbI
y4alaloTCA N CTaHOBATCH PE3NCTEHTHLIMMN
K MPOTUBO3MUNENTUYECKOWN Tepanuu.
OBuratenbHble HapyLeHUs

MpeacTaBneHbl MHOXEeCTBEHHbIMN MUOKOHN-
AMU, BbIPAXXEHHbIMU ONCTOHUYECKUMU Hapy-
LIEHUAMU, TDEMOPOM, XOpeel, aTeTo30M, Crna-
CTNYHOCTBIO, LIATKOCTHIO MOXOAKM U aTaKCUei.
Oco6eHHOCTH NoBegeHUs

Y 4acTu 60SIbHbIX OTMEYaloTCa ay TUCTUYECKMe
NPOSABMIEHNS 1 Pa3HOOBPa3HbIe CTEPEOTUMUM.
YXypaLleHne KOrHMTUBHBIX GYHKLWIA

Bcnep 3a passButuem anunentuyecKmnx npu-
CTYMOB YXYALIATCA KOTHUTVBHbIE 1 MOTOP-
Hble PYHKLMN, YTO B Te4eHve 2-3 N1IeT NPUBoanT
K Pa3BUTUIO IeMeHLMW, MOSHON NnoTepe peyu,
perpeccy MOTOPHbIX HaBbIKOB, MOTepe NpPo-
N3BOJIbHbIX ABWKEHWNA. Ha No3aHMUX CTagnax
NPUCOeAMNHAOTCA CNacTUYECKNA TeTpanapes,
ncesnobynbbapHble HapyLWeHNs, aKUHEeTUKO-
PUTNOHBIA CUHOPOM, HapyLUEHWA 3acbinaHng
1 NPOBYXKAeHNS, NPobyXaeHVe BCeACcTBNe
MVOK/TOHWIA, HapYLLIEHWA ObIXaHWs BO BPEMS CHa.
HapyweHue 3peHus

MrMeHTHasa JereHepauysd CeTYaTKN 1 MaKys1o-
ANCTPOGUA MPONCXOAAT Mexay 4 1 6 rofamu,

ObICTPO nporpeccunpyet BrjioTb A0 C/EenoThbl.

NNabopaTopHas guarHocTuka

OcHoOBHble nNabopaTopHble MeToabl MOMA-
TBEPXOEHUS AMarHo3a BKIIOYAKOT ONpeaeneHme
akTuBHOCTU depmeHTa TN 1 Monexkynap-
HO-TeHeTVYecKne nccnenoBaHng reHa CLNZ2.
Takve nccnefoBaHys NMPOBOLATCH B creuma-

NN3NPOBaHHbIX F’EHETUYECKINX na6opaTop|/|ﬂx.

JleyeHune

depMeHTHas 3amMecTuUTeNbHaa Tepanus (Npe-
napart «Llepnnnorasa anbdan). NMokasaHa Bcem
nauyveHTaM Ha Ha4YarbHOW CTadmm BonesHn rno-

Cne yCTaHOBJ/1€HNA TOYHOIo AnarHo3a, 4TOObI

3aMeiNTb nporpeccrnpoBaHne 3abo51eBaHus.

Ba)kHO NOMHUTDb

3a6op maTtepuana

ﬁ B YTPeHHMe Yachl

>

@ yepes 40 MUHYT
nocne efpl

@ B HEKOTOPbIX
cny4adax HaTolak

B HEKOTOPbIX
Cydaax MOXeT

I'IOTpe6OBaTbCF| aneta

MporpamMma guarHOCTUKMU

HeripoHanbHbIN LiepongHbIr NMnodyCcUnHo3 2 Tmna

@ annnenTnyeckne

NPUCTYMbl, MUOKJTIOHUN

@ CHWMXeHune 3peHnd,

NMMrMeHTHaa aeredepauna
CeTHaTKu

@ perpecc
nPMoBpeTEeHHbIX
HaBbLIKOB, eMeHLUS

@ Tpemop,

MbllleYHaa

ONCTOHUA,

aTakcusd

6-8:100 000

YyacToTa 3aboneBaHud

B Mmpe*

TeTpanapes,
MUOKJOHMS,
HapyLeHns
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crnacTU4ecKumn

KoopAuHaLuu,

aTpoduns ronoBHoOro
MO3ra 1 MO3Xe4Ka

®

PacnpocTpaHeHHOCTb
HLUJ12 HepgocTaToYHO
1N3y4YeHa 1 BapbrpyeTcs

Mexnay CTpaHaMu



Mporpamma guarHoCTUKU

HelpoHanbHbIl LepouaHbin nunodycumHos 2 Tuna

: KypaTop nporpammel

. 3axaposa

. EKaTepuHa lOpbeBHa
3aBefytollas nabopaTopuen
HacnefACTBEHHbIX bone3Hen
O6MeHa BeLLEeCTB, A.M.H.
NCL_program@med-gen.ru

Tvin AUarHoCTUKM
OHK-gnarHocTrka

: Broxnmunyeckasa gnarHocTuka
MeTop

TaHOeMHas Macc-CcrnekTpomMeTpus
OHK-gnarHocTvka

Kputepuu BktoYeHUs B nporpaMmy
- rpaxpgaHcTtso PO

- BospacT go 10 net

© OcHoBaHus gnsi UccrieqoBaHNS
KnuHuyeckue cMmMnToMmsbl
i M nabopaTopHble NokasaTenum

1. BospacTt maHudecTaumm — ot 2 o 4 net

2. 3nunencus (NposouvpyemMblie

1 HEMPOBOLMPYEMbIE MPUCTYMbI),
B TOM YKCI1e BrepBble BO3HUKLUNIA
3NMNENTUYECKNA NPUCTYN

3. 3aieprKKa NcuxopeyeBoro/peyeBoro

pa3BnTAa 0O aNUNenTUYeCKNX NpucTynos

4. YTpaTa paHee NpnobpeTeHHbIX
HaBbIKOB W/1 OCTaHOBKa MNCUXOPEYeBOoro
1 ABUraTenlbHOro passuTUs

5. Mporpeccupytolme NogKopKOBO-
MO3)KEUKOBble HapyLueHus (TpemMop
FONOBbI M KOHEYHOCTEN, aTaKcus)

6. [lUrMmeHTHas JereHepauusa ceTyaTkum
B COYETaHWW C BbILLEOMNMUCaHHbIMU

© cuMnTOMamm
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- [OKYMeHTbI

HanpaBneHne Ha reHeTU4ecKoe

. MaTepuan gns aHanusa

KpoBb Ha kapTouke-dunsTpe N2 903
CpOK gMarHocTmkm

Broxnmumyekas guarHoctuka — 14 gHen

[OHK-gnarHocTtuka — 10-20 gHen

nccnegoBaHne 1 cornacue Ha o6paboTky
nepcoHasbHbIX AaHHbIX 1 nepegady :
B1oNornyeckoro maTepuana
[Oo6poBonbHbie
MHPOPMMPOBaHHbIE COornacus:

> Ha MeJuLNHCKOe BMellaTeNbCTBO

N reHeTn4eckoe nccnengoBsaHne

© > Hanepefa4qy 6VI0N0MMYECKOro

MaTepuana 1 06paboTky

nepcoHabHbIX OaHHbIX

i @ Kaxxpgoe cornacue fomKHoO

i 6bITb MOAMMUCAHO

Mops4as nuHus
+7 (800) 511 87 66

KomnaHus «Jlor Sup Oen»
10.00-18.00

NMoHe e/ IbHUK—MNATHWLa

3BOHOK Mo Poccum becnnaTHbIn

CseTnaHa Muxamnnosa
3aBefytollasi oTaeNeHnem
MeaVLVHCKOW reHeTnk Poccuinckom
[ETCKOW KINHNYECKOW BOMbHULLbI
®raoy BO PHMY um. H.W. Munporoea

MwuH3ppaBa Poccun, O.M.H.

KpaliHe BaxHO NoCcTaBUTb AvarHo3 «HLUJT tmn
2» KaK MOXXHO paHblLle — Npu NepBbIX Npu3Ha-
Kax Bone3Hun, NocKonbky depMeHTHada 3a-
MeCTUTesNIbHasa Tepanng BbICOKOIPhEKTVBHA
TOJIbKO Ha HavalbHbIX CTafMgax. STa nporpam-
Ma OMarHOCTUKW NO3BONSET NPOBOANTL bbi-
CTPbIV CENEKTUBHBIN CKPUHWHT. BCe nayyeHThl,
Yy KOTOPbIX B BO3pacTe 2—4 neT HabnogatoTcd
CYLOPOXHbIE MPUCTYMbl, OCOBEHHO B COYeTa-
HUW C OBUraTesIbHbIMU HapYLUEHNAMW, JOSK-
Hbl MPOWNTW 3TO UccnefoBaHme. BaxHo Haps-
Oy C Ha3HayYyeHMeM CEKBEHNPOBaHUS HOBOIO
MOKOMNeHUs y feTer C anuiencuen B nepsyto
ovepenb Uin napasiesbHO Ha3HavYaTb TeCTU-
poBaHwve Ha HUJT tmnn 2.

B KayecTBe TecTa NepBOWV NIMHUN NPUMEHSA-
eTcd onpefeneHne akTMBHOCTU pepMeHTa
Tpunentuaunnentugassl 1 (TMM1) B naTHax
BbICYLIEHHOW KPOBW METOAOM TaHOEMHOW
Macc-crnekTpomeTpun. Npu BbIABNEHWN CHU-
YKEHUSA aKTUBHOCTU depMeHTa NpoBOAUTCA

OHK-guarHocTuka.

#MrHuHayka

Yrny6neHHbI MONEKYNSAPHO-FreHETUYECKM aHann3 No3BONI BbISIBUTL Y NaLMeHTa

C MnageH4yeckon popmon 6onesHm NomMne pegkuim TUn NaToreHHbIX BapnaHTOB,
npeacTaBnsioLmii CO60M MHCEPLIMIO KOMIMTIEKCHOMO MOBWUITbHOIMO rEHETUYECKOro 3N1IEMEHTa,
COCTOSILLEr0 U3 TpaHCcNo30HOB Knacca SVA u L1 B MHTPOH 15 reHa GAA.

Int. J. Mol. Sci. 2021, 22, 10887
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Knaccunyeckas ¢peHUnKeToHypus
n ppyrue Bnabl

runepdeHunnanaHMHeMnm

MKB-10: E70, E70.1

Mpynna 3abonesaHni, KOTOPble OBYCOBEHbI HApYLLIEHMEM ObMeHa

He3aMeHMMOW aMUHOKUCIOTbI — deHnnanaHHa, I'IOCTyI'IaPOLlJ,eVI B OpraHn3m

yenoBeKa C 6eflKkoBON NnuLlem

Brnepsble peHnnkeToHypns
onucaHa B 1934 rogy
HOPBEXCKNM BPa4yoOM

1 BUOXMMUKOM VIBapom
PennvHrom.

OH ncnonb3oBan xao0pug
Kenesa Ang obHapy>eHus
GEeHUINMNPOBUHOTPaAHOM
KNCNOTbl B MOYe NauneHToB —
OpaTbeB 1 cecTep

C HapyLeHNAMUN NHTEeNIEeKTa

©

KnuHnyeckue nposiBneHus
n OCHOBHbIe CUMMITOMDI

FnepgpeHunanaHuHemus (FPA)
3aboneBaHne 0ObeANHAET HECKOMBKO MreHeTU-
YeCKW reTeporeHHbIX GopM HapyLLeHnst obmeHa
deHnnanaHnHa, KoTopble CXO4HbI MO KINHU-
YeCKUM Mpu3HakaM: Knaccuyeckas GeHuKe-
ToHypus (PKY), obycnosneHHas gebuuntom
beHnnanaHnH-4-rugpokcunassl (PAF), v runep-
deHnnanaHNMHeEMnN, CBS3aHHble C HapyLUeHeM
obMeHa TeTparuapobuonTtepyriHa (BHA4).
deHunkeToHypus (PKY)

HacnencTeBeHHOe 3aboneBaHve, XxapakTepusy-
folLleecs HapyLLeHneM obMeHa aMUHOKMCNOTbI
deHnnanaHvHa. ConpoBOXKaaeTcs YMCTBEHHOM
OTCTaNoCTbIO N MCUXMYECKUMU PaCCTPOVCTBA-
MU Yy OOMBHbIX, KOTOPbIE B PaHHEM BO3pacTe
He NoNy4Ynnn CBOEBPEMEHHOIO NIeYeHNS.
3aboneBaHne BbI3bIBAETCA MyTaUUAMY B reHe
deHvnanaHuHruapokcunassl (PAH). deHnnke-
TOHYPUSI BXOAUT B NPOrpamMMy HeoHaTalbHO-
rO CKPVHWHIa, MO3TOMY MauneHTbl MoyyatoT

afleKBaTHOe Jie4yeHne CBoeBpPEMEHHO.
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KnuHuyeckue nposiBneHus

M OCHOBHbl€ CUMITOMbI

Mpw OTCYTCTBUW ANeTOoTEPanun B BO3pacTe

2—6 mecaueB y 60MbHbIX OTMEYalTCs:

- BAJIOCTb;

- OTCYTCTBME/NoTeps HTepEeca K OKpYyato-
LLlemMy 1N, HaObOPOT, MOBbILLEHHasA pa3fpa-
XNTENbHOCTb, TMMEePTOHYC MbILLILY;

- «MbILWWHbBIA» 3amnax NoTa 1 MoYu;

- perpecc B MOTOPHOM 1 MCUXOPEYEeBOM
pPas3BUTNN;

- HapyLUeHUs HTe1eKTa BMIOTb 40 M1yOoKOon

yMCTBeHHOVI OTCTanocTn.

HeKoTopbIM MauneHTam npucyua

rmnonmrMeHTaund: CeeT/lad Koxa,

CBeT/1ble BOJTOChI

®

JlabopaTopHas guarHocTuKa

MponsBoanTCSH NOUCK 25 YacTbiXx MyTauni
B reHe deHuUnanaHnHrungpokcunassl (PAH
(NM_000277)).

JleyeHue

AneToTtepanus

HasHavatoTca greTa 1 cneumanbHble NPoayKThl
1e4eBHOro NMUTaHUg ¢ OrpaHnNYeHnem nocTy-
nneHns GeHnnanaHnHa.

JlekapcTBeHHbIe npenapaTbl

B nocnepHwe rofbl 661710 MOKa3aHo, 4To feye-
Hue «CanponTepuHoM» (hpapMaKoIoryecKnii
aHanor BH4) abdeKTUBHO Yy 60/1bHbIX C MyTa-
umamu B reHe PAH nNpu Hannymm oCcTaTOYHOWN
aKTUBHOCTU dpepmeHTa DA NokasaHo go-
CTOBEPHOE CHWKeHUE YPOBHSA GeHunanaHuHa
B KPOBU 60/bHbIX PKY, KOTOpbIE NCMOMb3YIOT
npenapartbl CUHTETUYECKMX aHanoros Kogpak-

TOpa (DeHI/IJ'IaﬂaHI/IHFI/IJJ,pOKCI/Iﬂa?:bI.

6,2

14,6

TAXeCTb

MyTauum reHa PAH

Y POCCUNCKUX

naumeHToB, %

Mporpamma gnarHoCTUKU

leHOTMMNMpPOBaHMeE 60MbHbIX FMNepbeHnnanaHMHeMmen

®

KypaTopbl nporpamMmsl
Monsikos

AnekcaHgp BnagumupoBuy
3aBeytoLWwmnn nabopatopuei
OHK-gnarHocTukun, npodeccop,
4YneH-koppecnoHaeHT PAH, 4.6.H.
polyakov@med-gen.ru
LLaruHa

Onbra AHaToNbeBHa
BeAYLMIN HaYYHbI COTPYAHNK
nabopatopuun OHK-gnarHocTmnku,
3aBefytoLas nabopatopuei
MOSIEKYNAPHO-TEHETNYECKON
OMarHOCTUKN N2 1, K.M.H.

schagina@med-gen.ru

- TN AUarHoCTMKM

[OHK-gnarHocTvka

MeTop

Mounck 25 yacTbix MyTauunr B reHe

CDeHVIJ'IaJ'IaHVIHI'VI,D,pOKCVIJ'IaSbI

PAH (NM_000277)

KpuTepuu BKlOYEHUs B NporpaMmMy

- rpaxpgaHcTteo PO

: > BO3pacT Ha MOMEHT nocTynneHnd

MaTepuana B nabopatopuio
ot 0O po 2 net 11 mec.not12 go 16 net

(nns BCex YneHoB cemb)

{ > Hanuune VHdOopMaLUK O nauneHTe

B Pernctpe MpA n ®KY

audit-orfan.clin-reg.ru/contacts.html

. TAXKeSible BapUnaHTbl

MArKne BapuaHTbl

OCTaTO4YHadA aKTUBHOCTb Hen3BeCTHa

. BapuMaHTOB He OBHapyXeHo

MaTtepunan gnsa aHanusa

2 M cBeXel (He3aMopOoXKeHHO)
BEHO3HOW KPOBM B Npobupke ¢ DOTA
CpoOK ANarHoCTUKMU

[o 21 gHa

[loKyMeHTbI

HanpasneHue Ha reHeTn4eckoe

nccnepoBaHve

[Oo6poBonbHble

MHbOPMUPOBaHHbIE cornacus

> nauWeHTa NUan ero 3aKOHHOro
npefcTaBUTeNs Ha NPOBefeHVe
nccnenoBaHus

- cornacume Ha 06paboTKy
nepCcoHasbHbIX AaHHbIX

O Kaxxpgoe cornacue gOMKHO

6bITb NOANUCaHO

Fopsa4yasa nuHusa

8 (800) 100 29 56

OnepaTtop nporpammbl Aston Health
09.00—-18.00

MoHeaenbHNK—NATHULA

3BOHOK Mo Poccum 6ecnnaTHbIv

aston-health.com
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Nednumnt pekapbokcunasol
apoMaTtundyeckux L-ammHokucnot | AADCd

MKB-10: E70.0; MIM 608643

Pepkoe ayTOCOMHO-peLlecCnBHOE 3abonesaHue 13 rpynnbl HapyLueHMVI obMeHa

HerpoTpaHCMUTTepPOB. HegocTtatouyHoCcTb depMeHTa AADC NpUBOAUT K TSHXKENOMY

KOM6I/IHVIpOBaHHOMy ,D,e(bl/ILLVITy nodaMmHa, CepoTOHMHa U OPYyrmx KatexolaMmHoB —

HOpafpeHalsinHa 1 afpeHallMHa

MbiweyHasa
r’MNOTOHMUSA ABMSAETCSH
CaMbIM 4acCTbIM,

HO HecneunPUYHbIM
nposiBNeHnemM
3abonesaHus.
XapaKTepHbIn
CUMNTOM —

OKYINOrmpHbie Kpus3bl

KnuHu4yeckue nposaBiieHnd
M OCHOBHblI€ CMMIMNTOMBbI

MpUYMHON BONE3HU ABNATCS My TaLUn B FreHe
DDC, kogupytollem depMeHT fekapbokcuia-
3y apomMaTuU4ecKnx L-aMMHOKINCIIOT, KOTopad
y4acTByeT B B1OCHHTE3e HelipoMeanaTopos —
CepOTOHMHa 1 fodaMmHa. 3a60/1eBaHNE MOXET
MaHUPECTVPOBAaThL B MePBble MeCALLbI 1 FOfbl.

MbiweyHas runoToHus

ABnaeTCcs YacTbIM NMposeneHnem. ViIHorga rmno-
TOHWS TY/IOBULLE COYETAETCH C TUMNEPTOHYCOM
KOHEYHOCTEN.

McuxoMoTopHbIe U BereTaTUBHbIe PYHKLUM

[MepBbIMK CMMNTOMaMM MOTYT BblTb 3afepPXKKa
NCUXOMOTOPHOIO Pa3BUTUS, BEreTaTUBHbIE Ha-
pyLUEHNs — MOTAMBOCTb, 3a/10XKEHHOCTb HOCa.
YacTo oTMeYaloT CyTOYHble KONebaHns Knn-
HNYECKUX CUMMATOMOB, Yy4LleHVe Noce CHa.
HapyweHus B nosegeHuun

B peTckoM Bo3pacTe — pasgpaxKmnTenbHOCTb,
4Ype3MepHbI Nnad, Aucdopurs, HapyLLEHNS CHa:
©ecCoHHNLa, TMNEePCOMHUS, CUHAPOM 06CTPYK-

TBHOIO arHoO3 BO CHe.
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Apyruve nposiBneHus

Hab6ntogatoTca HapyLleHUa BCKapMIMBaHWS
W FAOTaHNUS, TMNOrNNKEMNS, ABUraTEeNbHbIE Ha-
PYLUEHNS — OKYNOrMPHBIE KPU3bI, FTUMOKUHESNS,
ONCTOHUS, XOpes.

OKynorvpHble Kpr3bl — COAPYXXECTBEHHbIE
3aBefeHNd rna3HbIxX S6/10K BBEPX, B CTOPOHY
1 BHU3. [IMTENbHOCTb TaKNX 3NMN3040B MOXKET
ObITb OT HECKOJIbKUX MUHYT [JO HECKOJbKO YacoB.
3TO He COMPOBOXAAETCS NOoTepenl CO3HaAHNS.
I3MeHeHnn Npu KOMMNbIOTEPHOW 3/1EKTPO3H-

Ledanorpadunm He HabNKOOAKOTCA.

OKyﬂOFVIprIe KPpU3bl MOTYT OMNTbCA

OT HECKOJIbKNX MUHYT 0O HECKOJIbKMX YaCOB

JlabopaTopHasa gnarHocTUKa

Ona nooreBepXXOeHUA OuarHo3a npoBOAAT
ornpeferneHne B KDOBW KOHLEHTpaLMn 3-MeTus
OOMA mMeTonoM BOYKX-MC/MC. Ha BTopoMm aTa-

ne AVarHOCTUKM — MOWCK MyTauui B reHe DDC.

JleyeHue

JledyeHvie NaLmeHTa HanpaBIeHo Ha KOMMeHca-
umMto geduumnta HEMPOTPAHCMUTTePOB. Kpome
TOro, paspaboTaHa reHoTepanus, KoTopas Npo-
XOOUT 3aK/KUUTENbHbIE 3Tamnbl KITMHUYECKUX

MccnegoBaHun.

[ToBbILLEHHOE MOTOOTAENEHNE

MporpamMma guarHOCTUKU

Jednunt gpekapbokcmnasbl apoMaTU4eCcKnx L-aMMHOKMUCAOT

@ MbllLleYHaa rmnoToHNA
N TMNOKNHEe3nA — NMOoHWXXeHHasd
OoBuratenbHaa akTUBHOCTb

@ ONCTOHNS,

OKynorunpHblie

Kpu3bl

@ CyTO4HOE KonebaHune
cMMnTomMoB

24

@ HapyLUeHUS MOBEAEHNS —
pasfpaXnTenbHOCTb, Nay,
6eccoHHMLa

4

@ BereTatMBHble HapyLlleHna —
3aJI0XKeHHOCTb HOCa,
NOTSINBOCTb

1990 ron

BMepBble onucaH gedunumT

AeKapboKCUIasbl apoMaTUYECKNX

L-aMMHOKMCNOT
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Mporpamma guarHoCTUKU

HepocTtaToyHOCTb fiekapboKcunasbl L-apoMaTuyecKkux

aMuHokucnot | AADCd

®

KypaTop nporpamMmsi
3axapoBa

EkaTepuHa lOpbeBHa
3aBefytolllan nabopatopuren
HacnenCcTBEHHbIX 6ONe3HeN
obMeHa BelLeCTB, 4.M.H.

AADC_program@med-gen.ru

®

Tun gQMarHoCTUKK
Bbuoxummnyeckas u MOJNEeKynsapHo-
reHeTnyeckaa guarHocTuKa
MeTop

TaHOeMHasi Macc-CrnekTpoMeTpus,
OHK-anarHocTtuka

KpuTepun BKNIOYEHUS B NporpaMmy

- rpaxxgaHcTeo PO

- BO3pacT Jo 18 net

©

OcHoBaHusa and nccnegoBaHusd
KnunHu4yeckmne CUMNTOMbI
/nabopaTopHble NoKasaTenu

1. BuratenbHble pacCTPONCTBa B BUae
MbILLEYHORN MMNOTOHNN/IUNEPTOHUN.

2. OKynormpHble KpU3bl.

3. [porpeccupytollas 3afgepxKa
NCUXOMOTOPHOIO Pa3BUTUS.

4. CynibHOE NOTOOTAENEeHNe, KoebaHna
TemnepaTypsbl, 3a/10XXEHHOCTb HOCa.

O Oco6oe BHUMaHUe

MayneHTbl y HEBPOJIOrOB C 3aePXKOM
NMCUXOMOTOPHOIr0/MOTOPHOMO Pa3BUTUS,
MbILEYHOM rmnoToHunen, AL,
3NNNENTUYECKMIY MPUCTyNnamu, 6e3
M3MEHEHNN Ha 331, TUMOKUHE3USIMN,

C HEOBBACHUMBIMU MPOrPECCUPYIOLLMU
HEeBPONOrMYECKMMN PacCTPOCTBaMu

N OKYNOrMpHbIMU Kpr3aMu.
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MaTepMan angd aHanusa

LlenbHasa He3amMopoXeHHasd KpoBb ¢ I TA
(2 M) /vnn KpoBb Ha KapToYke-buIbTpe
N2 903/moya (10—15 mn)

CpoK gnarHoCcTmKun

Broxmmmyeckasn gnarHocTtuka — 10 gHen

OHK-anarHocTuka — 28 gHen

[ OoKyMeHTbI

HanpasneHue Ha reHeTn4yeckoe

nccnefloBaHme 1 cornacre Ha o6paboTky

nepcoHasbHbIX AaHHbIX 1 nepefady

puonornyeckoro matepmana

Oo6poBobHble

MH$OPMMpPOBaHHbIE cornacus

- Ha Me[VLMHCKOe BMeLlaTeIbCTBO
N reHeTn4eckoe nccnefosaHve

- Ha nepepayy 61oNOrn4ecKoro
mMaTepuana n oopaboTky
nepcoHanbHbIX AaHHbIX

O Kaxkgoe cornacue gomkHo

6bITb NOAgNUCaHo

Fopsa4vas nuHus

+7 (800) 100 17 60
KomnaHus Aston Health
09.00-18.00

noHeaenbHUK—NATHULLa
3BOHOK Mo Poccum 6ecnnaTHbIv

aston-health.com

CseTnaHa Muxamnnosa
3aBefyollas oTAeneHnem
Me[ULIMHCKON FreHeTUKN
Poccwuiickon geTckom KNMHNYECKOMN
6onbHULbl PFAQCY BO PHUMY

um. H.W. Muporosa, A.M.H.

[na Bpada-HeBPOIora KpaliHe BaXHO He Npo-
NyCTWTb Te 3a60/eBaHWs, KOTOPbIE MOXHO KOP-
PEKTMPOBATb, TOSIbKO KOrAa AMarHo3 yCTaHOB-
neH TouHo. JednunT aekapboKcunasbl apo-
MaTUYECKNX aMUHOKUCIOT — OAHO 13 TaKmnx
3abonesaHuii. TOUHbIN AnarHo3 KapanHansHo
MeHseT TaKTUKY JIeYeHUs, 1 eCn NepBblid No-
CTynaT B MefL1He 3BYYUT «He HaBpedm», TO

BTOpOI7I N HE MEHEeEe BaXKHblI — «He NMponycTn».



HacnepgcteeHHble nenkogucTpodpuwn,
nemkosaHuedanonatum

MKB-10: G31.8

[eTeporeHHasd rpynra HacneaocTtBeHHbIX 3aboneBaHunn, KOTOpPble NMPOTEKaKOT

C Nnopa>xeHnem ©enoro BewecTsa rosIoBHOro Mo3ra u ONarHoCTUpPYIOTCH

npuv nomMoLun MaFHVITHO-pe3OHaHCHOl7I TOMOrpadum

VcTopuryeckn TepmMuH
«lenKogucTpodum»
1ncnonb3ogasncs Ans sabone-
BaHWI, XapaKTepuayoLLnXCs
1ICYE3HOBEHVEM, AereHepaLnein
(amcTpoduelt) 6enoro sellecTsa.
A TepMUH «1eKoaHLedanonaTnm»
Yallle ynoTpebnsancs B KOHTEKCTe
TOKCUYECKOrO UMM COCYANCTOro
reHesa naMeHeHnn 6enoro
BellecTBa. Ceyac C y4eToM
CNOXXHOCTU AnddepeHLmanbHOM
OVNArHOCTUKN 3TN TEPMUHbI

MCMNob3yrT BMECTe

KnuHu4eckue nposB/ieHnd
M OCHOBHblIe CMMITTOMDbI

Moynna HacneacTBEHHbIX NelikoagucTpodnii/
neriKosHuedanonatui — COTHU HacCNeaCcTBeH-
HbIX 3a60M1eBaHUI, B TOM Y1Ce 13 rpynnbl Nn-
30COMHbIX 6O/1e3HEN HAaKOMIEHUS, MEPOKCU-
COMHbIX, MUTOXOHAPVanNbHbIX 3a60neBaHum.

Hayano cMnToOMOB YacTo NPUXOAUTCS Ha nep-
Bble FOfbl XKN3HW, HO MPaKTUYECKM 19 KaXa0-
ro 3aboneBaHVs onrcaHbl OpPMbl C 4eOOTOM

B NOAPOCTKOBOM M B3POC/IOM BO3pacTe.

MnapeHubl,

et paHHero so3pacTa
3agepKKa NCUXOMOTOPHOIro Pa3BUTUS, yTpaTa
NPUOBPETEHHbBIX HABLIKOB, HUCTarM (MPU HEKO-
TOpPbIX GOPMaX), YCKOPEHHbI POCT rofoss (Mpn
HEeKOTOPbIX GopMax). MaLneHTsl 06bIYHO NMEOT
aKCUanbHY0 MMMOTOHMIO, KOTOPasi CO BPEMEHEM

rnepepacTeT B CMacTUYECKUI TeTparapes.

JeTtu u nogpocTku
nCMXOMOTOprIe HapyuweHus
K Taknm HapylleHNAaM 06bIYHO OTHOCSATCS Ha-

pyweHna noxoakm, MOTopHad HEJTOBKOCTb.
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HapyLueHne BbICLINX KOPKOBbIX QYHKLWM: CHI-
YKeHve MaMATN U BHUMaHUS, CH/XKEHUE LLKOSIb-
HOW yCNeBaeMOCTU, NCUXMYECKME HapyLLIEHUS
(HapyLleHVs noBeaeHNs).

YTpaTa npuobpeTeHHbIX paHee HaBblKOB
PebeHOK nepecTasn Xxo4uTb 6e3 NoaaepPX KN,
YXYOLWNINCE KOTHUTUBHbIE QYHKLUMN: Mepe-
CTan pasroBapyBaTb, MOSBUIOCH MOBEAEHNE,
He COOTBETCTBYIOLLee BO3pacTy. Hapywmnnce
HaBbIKU OMPATHOCTW.

Mopa)keHune LeHTpaibHOW HEPBHOM CUCTEMBI
MposaBnseTcs B BUAE N3MEHEHUS MbILLEYHOrO
TOHYCa, Yalle B CTOPOHY CNacTUYeCKOoro rn-
NepTOHYCa, HapyLIEeHUd rMoTaHnsg, NOABIEHUS
napesoB 1 napannyen KOHeYHOCTeN, HapyLle-
HWA KoopAMHaLUUN OBMKEHNA, aTaKCUN.
OKcTpaHeBpasibHble MPosiBIEHUS

[Mpw HEKOTOPbIX 3ab0NEBaAHNAX B NaTofornye-
CKNIA MpoLecc MOryT ObITb BOB/IEYEHbI Apyrue
OpraHbl U CUCTEMbI: HAaAMOYEYHVIKL NPy agpe-
HONerKogMCTPOdUN, OpraH 3peHKns, NeyYeHs —
NMpW NEPOKCUCOMHbIX 3a601eBaHNAX U AP.
N3meHeHUs B oTAenax rofioBHOro

M CNIMHHOro Mo3ra

MPT rosioBHOro 1 CrrHHOro MO3ra BbIABNAET,
KaK npaBWio, CAMMETPUYHbIE N3MEHEeHNS B be-
JIOM BellecTBe MnoyLwapuii roJoBHOroO MO3-
ra, HepefKo B MOCTe, NPOAO/IrOBaTOM MO3re,

CMMHHOM MO3re, B Noylwapmnax Mo3xe4dKa.

®

JlabopaTopHasa gnarHocTUKa

OnpepeneHne opraHUYeCKUX KUCIOT

Mpr HEKOTOPbIX 3a60/1EBAHNAX N3MEHAETCH
CMEeKTP OpraHNYecKnx KUCIoT Moy (6onesHb
KanaBaHa, L2 rmgpokcuriyTaposas aunaypus).
MopTBep)XaeHUe anarHosa

B ceMbe NpoBOAAT MOUCK NMaToOreHHbIX Bapyi-
aHTOB B reHax, HauynHasa ¢ Havubonee 4YacTbIX,
NPV MOMOLLM PasfINYHbIX METOLOB MOMEKYSp-

HO-reHeTNYeCKon ONarHOCTUKW.

JleyeHue

[ng HekoTopbIX 3a60neBaHU N3 daHHOW rpyr-
Mbl pa3pabdboTaHbl 3QPEKTVIBHbIE METObI Nleye-
HWA, MPUMEHAETCS TpaHCMIaHTaL g reMmonoa-

TUHECKNX CTBOJTOBbLIX KJTETOK.

A Ba>XHO NOMHUTb

Mo)xHo nu genatb 3a60p KpoBM
O4HOpPa30BbIM LI.II'IpMLI,OM?

MoxHo. Ho ee Hafjo HemeIeHHO NepennTb
B MPOBUPKY C aHTUKoarynaHTom SOTA.

Mpun nepenusBaHnn B NPOBUPKY 1rna co
LUINPULA [OIMKHA BbITb CHATA BO N3bexaHune
pa3pyLleHNs KNeToYHbIX MeMbBpaH

Kak npousBoguTtcsa 3a6op

13 KaTeTepa?

PekoMeHA0BaHO NOAOXAaTb HEe MeHee Yaca
nocre yCTaHOBKM HOBOIO KaTeTepa, TOJIbKO

Torga NpoBOAUTL 3a60p.

MporpamMma guarHOCTUKU

HacnepncTteeHHble neikoancTpodumn/nenkoaHLedpanonatTmm

@ nopa>xeHne CcTeona
MO3ra C HapylweHnamu

YyepenHoi MHHepBaLmmn
1 rnasofBuraTenbHbIMU

cMMnToOMaMum

@ KJIOHYCbl CTON

C NaTosIorN4eCcKUMU
nMpaMnaHbIMU
pednekcamm

@ HapylweHuna

HYyBCTBUTEJIbHOCTU

Nno NPoOBOOHNKOBOMY

TNy @ nowaTbiBaHMe Npu
xoabbe, cTaTnyeckas

M OMHaMMYecKas aTakcus,
CKaHOMpoOBaHHasA peyb

1:20 000—200 000

YacToTa NenKogmUCTPOdMMN MO PasHbIM

3aboneBaHUaM
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Mporpamma guarHoCTUKU

N3y4yeHre reHeTUYeCKon reTeporeHHoOCTU JIeMKOAUCTPODUIA

®

KypaTop nporpamMmsbi
3axaposa

EkaTepuHa lOpbeBHa
3aBepfytollas nabopaTopuen
Hac/efCTBEHHbIX bone3Hen
0bMeHa BeLLEeCTB, [4.M.H.
labnbo@med-gen.ru

leukodystrophy@med-gen.ru

®

Tvin ANarHoCTmKu
MoneKynspHoO-reHeTnyeckas

MeTop

CeKkBeHvipoBaHue (TapreTHas naHesb)
KpuTepun BKNIOYEHUS B NporpaMmy
> rpaxpgaHcTso PP

- Bo3pacT o7 0 go 50 net

©

OcHoBaHusa pna uccnegoBaHuda
KnuHun4yeckne cMMNTOMbI

M nabopaTopHble NoKasaTenu

1. MaHndecTauma bonesHu nocne
OTHOCUTENbHO HOPMaJbHOIro Nepmoaa
pasBUTUS

2. YTpaTta paHHUX NMcuxopeyeBbIxX

1 ABUraTeNbHbIX HAaBbIKOB

3. [porpeccupytoLnin CnacTU4ecKni
TeTpanapes/napanapes

4. BynbbapHblii/nceBnobyns6apHbilii
CUHOPOM

5. [porpeccupytouive
VNHTEeNNeKTyanbHble HapyLUeHns

6. /lenkopereHepaTnBHbIE N3MEHEHMA

Ha MPT ronosBHoro moara

30

MaTtepunan gpnsa aHanusa

LlenbHas He3aMopoXeHHas KpoBb ¢ IOTA
(3—5 mn kpoBM)

CpoOK ANarHoCTUKMU

Ot 25 0o 45 gHen

[loKyMeHTbI

HanpaBneHue Ha reHeTuM4eckoe
uccneposaHue

YKkaxuTe npefnonaraemslin AUarHos,
KOHTaKTbl HanNpaBKBLLEro Bpaya

1 caenanTe oTMeTKyY «/lccnepoBaHne

B paMKax Hay4HoW TemaTtuku "M3yyeHve
reHeTUYecKol reTeporeHHoCTr
nenkogncTpoduin'»

MeanunHCKMe AOKYMEHTbI NaLueHTa
KpaTkas BbINMCKa C yKa3aHWeM OCHOBHbIX
KNMHUYECKMX CUMMTOMOB/NabopaTopHbIX
[aHHbIX, BKJTIIOYEHHbIX B KPUTEPUU

AN y4acTus B nporpamme.

MPT ronosHoro mosra (o6s3atensHo
CCbINKY Ha $alnn ¢ N306paKeHNsIMN

1 CaMo 3aK/o4eHne)

[Oo6poBosbHbie

MH$OPMUpPOBaHHbIE cornacus:

- Ha y4yacTue B Hay4YHOM McCneoBaHnn
- Ha reHeTu4eckoe nccnefgoBanue

- Ha 06paboTKy NepCcOHabHbIX JaHHbIX
O Kaxxpgoe cornacue gomKHO

6bITb NOANUCaHO

EneHa CandynnmHa
Bpay-HEeBPOSION, FEHETUK

FBY3 «PecnybnmnkaHCcKnin Meanko-
reHeTudecknin LeHTp» (. Yoa),
npodeccop Kadenpbl HEBPONOTrUN
dre0y BO balwknpcKkoro
rocyfapCTBEHHOro MeguLMHCKOro

yHnBepcuTeTa, A.M.H.

NekogncTpodun — Taxenble Nporpeccupy-
olmMe 3aboneBaHns, U 60MbLIVHCTBO U3 HUX
MMeeT CXOAHble KNMHUYEeCKNe NposaBAeHNs:
CHUKEHWNE KOMHUTUBHbIX OYHKLWIA, MpaMua-
Hble 1 KCTPanMpamMngHble HapylleHWs, aTak-
cus. Cneunduryeckmne HempoBM3yanmaaumoH-
Hble MaTTepPHbl MO3BONAOT YTOYHUTL AMarHo3,
O[JHAKO CeKBEHUPOBaHME TapreTHOW naHenu
reHoB ABMFeTCsA ONTMasibHbIM METOAOM MOf-
TBEpPXKJaloLel anarHocTukn. MiccnegosaHue
CNoco6CTBYET BbIGOPY TaKTUKW BEAEHWS Mauum-
€HTa U NOBbILLIEHNIO 3GHEKTUBHOCTY MEAMKO-

FreHeTN4YeCKOro KOHCYJIbTUpPOBaHMA CeEMbN.

©

Fops4yas nuHus
+7 (800) 511 87 66

KoMnaHus «Jlor 9HA Oden»
09.00—18.00, noHeaAeNbHUK—NATHMLIA

3BOHOK No Poccum 6ecnnatHbIn

CuHgpoM Jiun

MopocTpas HeKpoTU3MpyioLas aHuedanommenonaTus

MKB-10: G31.8; MKB-11: 5C53.24

CaMoe pacnpocTpaHeHHOe OeTCKoe HacneacTBeHHoe 3abonesaHne 13 rpynnbl

MUTOXOHOPUaNbHbIX 60Me3HEeN. XapaKTepHbl paHHee Havyasno 1 NporpeccupyoLme

HeBPOJIorn4eckme paCCTpOIZCTBa C rnpodBneHnamm o4aroBbiX OBYCTOPOHHNX

NopaXkeHn ogHoM Unn 6onee obnacTten LeHTpaibHOW HEPBHOM CUCTEMbI

©

KnuHun4yeckue nposBieHnd
M OCHOBHblIe CUMMITTOMBDI

Hayano cMnTOMOB YacTo NpUXoaUTCS Ha nep-
Bbl€ oAbl YXU3HW, MOCNe NHPEKLINN.
Mpo6nembl co BCKapMiIMBaHUEM

PoauTenu obpallatoTcst € anobamMm Ha nioxoe
COoCaHue, pBOTY, OTKa3 OT efibl, Ancdaruio.
Mopa)keHue LeHTpanbHoOM

HEepPBHOW CUCTEMBbI

MposenseTca B BUAE yTpaTbl paHee nproodpe-
TEHHbIX MCMXOMOTOPHbIX HABLIKOB, COHIMBOCTY
WX MOBBILLEHHONV BO3OYANMOCTW, MblLLEYHOW
rMNOTOHUK, cydopor (reHepannsoBaHHble
1 dOKaNbHbIe, MUOK/IOHNYECKNE, TOHVKO-KO-
HUYECKMe, MHdaHTUbHbIE Crasmbl), ABUraTe lb-
HbIX PACCTPOWCTB (Xopes, ANCTOHUSA, TPEMOP,
XopeoaTeTos), aTakCuu.
Od¢Tanbmorsnoruyeckme HapyLieHus
BkntoyatoT NTo3, rnasofsuratesibHble Hapylue-
HUA (HUCTarM, MeasieHHble cakkagbl, odTanb-
Morapes, CTpabusMm), aTpPoGUIo 3PUTENBHOTO

HepBa n MUrMEHTHbIN PEeTNHWT.

AbixaTenbHble HapyLieHUs

Y pgeter MoryT HabnofgaTbCs anHoa, rmno-
W TUNEPBEHTUNALNSA, HePEerynapHoe OblXxaHue.
MopaxeHue cepaua

B ocHOBHOM runeptpoduyeckas Kapamommo-
naTus, HO TakXke oTMeYdanuch annaTtalMoHHas
KapanomuonaTua, apuTmMnmn/gedexTsbl NpoBo-
OUMOCTU, TakMe Kak cuHapom Bonbda — lMap-
KnHCOHa — YanTa.

MinepTpuxos

136bITOYHBIN POCT BOSTOC MOXET MPOABMATLCH
Ha KOHEe4YHOoCTAX, Nbe.

U3MeHeHusa B oTaenax

rOJIOBHOIO U CMIMHHOIO MO3ra

MPT ronoBHOIro 1 CMHHOMO MO3ra No3BosngeT
BbIIBUTb CUIMMETPUYHbIE N3MEHEHNHA B MOAKOP-
KOBbIX iipax rofIoBHOro Mo3ra, MocTe, Mpo-
JONroBaTOM MO3re, CMMHHOM MO3re, BO3MOXHO

ropaxeHne ©enoro BellecTsa I'IOﬂyLIJapI/IVI.

CuvHapoM Jn BnepBble

onncan B 1951 rogy
OpUTaHCKNM HEBPOSION

Apumbanbg OaHuc In

>80 >15

A0EPHbIX TeHOB NCCJieoBaHbl

Ha rnaTtoreHHble BapmaHThbl
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BapuaHToB B MTOHK



®

NNabopaTopHas guarHocTukKa

OnpepeneHne ypoBHSA MONOYHOM

KUCNOTbl B KPOBU (nakTaTa)

Mpwn CJ1 HabntogaeTcs NOBbILLEHME KOHLEH-
Tpauwun nakTaTta.

OnpepeneHue opraHU4YECKUX KUCNOT B MoYe
MoryT 3Ha4YuUTeIbHO MOBLILLATLCH KOHLEeH-
Tpauyn MPOMEXYTOYHbIX MeTaboNNTOB LKKa
Kpebca (3-rvapoKcmbyTvpaT, 2-0KCcuUrnyTapar,
CYKLMHaT, pymapar, nakTaT v manar).
UccneposaHue aKkTUBHOCTU HepMeHTOB
KOMIMJIEKCOB AbiXaTeNbHOM’ Lilen MUTOXOHAPUIA
OHO BbISIBMISET HAPYLUEHWS NPOLEeCCOB OKUC-
NNTENBHOIO GOCHOPUNNPOBAHUS.

Mouck naToreHHbIX BapuaHTOB

B NPUYMUHHbIX FreHax

[NpoBoaANTCS B CeMbe AN MOATBEPKAEHUSA
AnarHosa rnpuy nomMoLy MeTooB MOMEKYNap-
HO-reHeTU4YeCKoW AnarHoCTUKW. MaeT nouck
MaToOreHHbIX BapMaHTOB B MPUYUHHBIX FreHax,
Ha4MHaga ¢ Hanbonee YacTeix (SURF1, SCO2,
PDHAT, MTOHK).

JleyeHue

MoKa cneundguryecKkoro nedeHns cuHapoma S
He pa3paboTaHo, NMPUMEHAIDTCA MeTabonuye-

CKaa 1 cmMnToMaTun4ecKad Teparina.

1:40 000

YyacToTa 3abofieBaHUsA

B MUpe
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MporpamMma guarHOCTUKMU

CuHgpoM Jln

@ BO3pacT NauueHTa —
oT 8 MecsueB go 5 net

@ 3afepxKa u/mnu

perpecc ncMxoMoTOPHOro

pPa3BnTnNA

@ CMMMEeTpPUYHbIe

oyYaru nopa)keHus
B 6a3asibHbIX
raHrnMax n/unm

B CTBOJIE MO3ra,
cpegHeM Mo3re,
MO3)KeyKe

MblLLlEeYHas
TMNOTOHUA U/nnn
ONCTOHNS

rMNepTpmxos

-~

P

iy

EkaTepuHa Hukonaesa

pyKoBOOUTE b OTAE1a KN HUYeCKomn

k

reHeTuKn Hay4yHo-nccnenoBaTesibCKoro
KJIMHUYECKOrO MHCTUTYTa Neguatpum

1 OETCKOWN XMPYPr UIMeHn akagemMuKa
tO.E. BenbTuuiera ®raoy BO PHMY
um. HW. MNMuporosa MmnHsgpaea

Poccun, g.m.H.

CunHppom Jln — reTeporeHHoe 3aboneBaHue,
KOTOpOEe MOXET BbITb CBA3aHO C MaTOreHHbI-
MW BapriaHTaMm Kak 9aepHbIX, TaK U MUTOXOH-
OpuasbHbIX FeHOB. TOYHO YCTAHOBUTb AMArHO3
KpaliHe BaXKHO N9 CEMbU, MOCKOJIbKY OT 3TOr0
HaNPSMYKO 3aBUCAT MOCeAYIoLNe BO3MOXK-
HOCTW NMpeHaTanbHOW ANarHOCTUKMK, NPOrHo3
1 pacyeT PUCKOB AN BCEX Y/IEHOB CEMbMU.
MporpaMma MO3BOANT NPOBECTU UCCNeaoBa-
HMEe BCeX YacTblX, XOPOLLIO M3BECTHbLIX Ha ce-
roAHSALHWIA OeHb reHOB cnHApoma J1n. Kpome
TOro, OHa HanpaBeHa Ha MOWCK CaMbIX PeaKMX
reHeTYeCKMX BapnaHTOB METOOOM 3K30MHOIo
CEeKBEHMPOBaHKS. Mbl XOTUM BbISIBUTb FEHETU-
YeCKyo NpUYMHY 6one3Hn y BCex naumneHTos,
4TOGbI ObITb FOTOBLIMU B OYyAYLLIEM K HOBbIM

npenapaTam 454 TapreTHom Tepanuu.

Mporpamma guarHoCTUKU

CuHpgpom Jn

®

KypaTopbl nporpaMmsl
3axaposa

ExkaTepuHa lOpbeBHa
3aBepgytolliad nabopaTopuren
Hac/efACTBEHHbIX bONe3Hen
obMeHa BeLLEeCTB, [.M.H.
LibiraHkoBa

MonuHa NeoprueBHa

BeAYLMIN HayYHbIN COTPYAHNUK

nabopaTtopun HaCcNeACTBEHHbIX GonesHel
obMmeHa BelectB PrEHY «MIMHL», K.6.H.
leigh_program@med-gen.ru

Tvin AUarHoCTUKMK

TecT Ha YacTble NaToreHHble BapuaHThbl
MTOHK 1 apepHbIX reHOB, CBA3aHHbIX
C pa3BuUTMEM crHAPOMa Jn.

AHann3 opraHNYecKmnx KUCNoT B MOYe.
ViccnepoBaHne MeTofoM MacCOBOIO
napannenbHoro CEKBeHNpoBaHUA

C NpVIMeHeHeM TapreTHoM

naHenu, BKYaloLLer YacTble reHbl
MUTOXOHAPWANbHBIX 3a60NeBaHui,

a Takxe cekBeHupoBaHue MTOHK

1 3K30Ma (MpY HEOBXOAMMOCTW)
MeTop

MLPA-aHanus, cekBeHnpoBaHve

no CeHrepy, MaccoBOe napasensHoe
CeKBeHNpoBaHne

Kputepun BkIloYeHUs B NporpamMmmy
- rpaxgaHcTtso PO

- BO3pacT oT 8 MecqLeB 0o 5 net

©

Fopsa4as nuHusa

+7 (495) 111 03 03
®rBHY «MrrHL», peructpatypa
10.00-16.00, NoHeaeNbHUK—NATHNLLA

©

OcHoBaHuga angd nccnepgosaHusd
KnuHun4yeckne cUMnNTOMbI

n na60paToprle NnoKa3aTenu:

1. 3afeprkKa/perpecc NCUXoMOTOPHOIO
pasBUTUA

2. MbilieyHas TnmnoToHUS U/Unn ANCTOHUS
3. CYMMETPUYHbIE 0Yaru MopaeHus

B 6a3aslbHbIX FaHrIVEX /UM B CTBOME

MO3ra, cpelHeM M0O3re, MO3)XXe4Ke

MaTtepuan pns aHanusa

LlenbHas He3aMOpOXXeHHas BeHO3Has
KpoBb ¢ TA (2—4 mn)

YTpeHHss nopums Moun (20—200 mn)
CpoK ANarHoCTUKKU

[OHK-gnarHoctuka — 25—45 gHen
DK30MHOEe CeKBeHnpoBaHue — 60 aHen

[loKyMeHTbI

HanpaBneHue Ha reHeTMYeckoe

ncecnefoBaHne ¢ OTMETKON «M3yYveHne

reHeTUYeCcKow reTeporeHHoCTr

cuHgpoma Jln»

Oo6poBonbHble

MH$OPMUpPOBaHHbIE cornacus:

- Ha MefVLMHCKOe BMelLaTeNbCTBO
1 reHeTn4ecKoe nccnegosanHune

- Ha nepepfavy 61Monorn4yecKoro
MaTepuana 1 06paboTky
nepcoHanbHbIX faHHbIX

O Kaxkpgoe cornacue foMXHO

6bITb NOANUCAHO
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#MrHUHaykKa

[ns onarHoCTUKM HacneacTBEHHbIX 60N1e3HeN C NnopaXXeHMemM HEPBHOW CUCTEMBI
MCNONb3YIOTCA pa3findHble reHeTuyeckme Mmetoabl: MLPA, MNLP B peanbHOM BpeMeHu,
cekBeHMpoBaHMe o CeHrepy M MaccoBoe NapanienbHoe CeBeHMpoBaHue (TapreTHoe

N MONIHO3K30MHOE), TaHAEMHasi MacC-CrNeKTPOMeTpUs O/19 aHanmM3a akTMBHOCTN GEepPMEHTOB,
onpepeneHnsa KoHUeHTpaumm metabonntoB 1 gpyrve. C noMoLbio 3TUX METOLOB Bpayiu

MOryT ObICTPO M TOYHO AMarHoCTUpoBaTb 6OMe3Hb U B page CllydaeB Ha4aTb Teparinio
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Ty6epo3HbIXA CKNepos3

MKB-10: Q85.1, MKB-11: LD2D.2

PepnKoe reHeTn4yeckoe 3aboneBaHue, Npy KOTOPOM BO MHOXECTBE OPraHOB U TKaHel

06pa3y}OTCﬂ AobpoKavyecTBEHHbIE onyxonwu. STMoNorn4ecknm GakTopoM ABNseTCs

nospexpaeHue reHa TSC1unn TSC2

Bnepsble 60ne3Hb onvcaHa

B 1835 ropy, korga P.F. O.Rayer
B CBOEM aTfniace nomecTun
n3o06parkeHne nmua Monogoro
4YenoBeKa C XxapaKTepHbIM
Nopa)eHNeM KOXM.
HacnepcTBeHHyto nprpoay
60Me3HM OTKPbIIV B Havane
1900-x, a reHbl TSC1

n TSC2 kapTnpoBaHsbl B 1987
11992 rogax

CMOHTaHHasg MyTauus
de novo

KnuHunyeckue nposaBieHnd
M OCHOBHbIe CUMITTOMDI

TybeposHbI CKIepo3 — 3TO 3aboneBaHne C Ba-
pUabenbHOM 3KCMPEeCCUBHOCTLIO, MNPV KOTOPOM
[06pOKaYeCcTBEHHbIE OMyXonu (FraMmapToMbl)
BbIABMIAOTCHA B PA3/IMYHbIX OpraHax.

Ko)kHble nposiBneHusi

MMNOMNMIrMEHTHbIE NATHA Ha KOXe, aHrModnopo-
Mbl NLLE, OKOJTOHOT TeBble GUBPOMBI.
LleHTpanbHas HepBHas cucteMa
Cy6aneHanMasibHble y3nbl, Ty6epbl/onyxonm
rO/IOBHOIO MO3ra.

HeBponoruyeckume u KOrHUTUBHbIE
nposiBrieHUs

Snunencus, 3agepkka NCUXoOMOTOPHOIo pas-
BUTWA, ayTN3M, HapyLLIeHne 0byYeHus.
Od¢TanbMonornyeckme NposiBlIeHUN
[aMapTOMbl CETHaTON 0BONTOYKN Na3.
CepaeuHo-cocygucTas cucteMa
Pabpopomnoma ceppua, cuHaopom Bonbda-
[MapK1UHCOHa-YawTa.

Moukn

AHFMOMUONUMOMBI 1 KACTbI.

JNerkune

JInMbaHrrnonernomMmmomaTtos, MHEBMOTOPAKC,

ObiXxaTesibHad HeOCTaTO4YHOCTb.

AyTOCOMHO-D,OMVIHaHTH bI

TN HacnenoBaHMA

g @

oTel| maTb

. 6oneH

% 3p0poB .

g @ o @

CblH 004b CblIH 0o4b

50% — puvCK HacnegoBaHUs pebeHKoM,
ecnuv 6oneeT OAWNH U3 poauTenen
75% — pUCK HacnegoBaHUsS PebeHKoM,

ecnu bonewT oba
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NNabopaTopHas guarHocTukKa

Pa3paboTaH KOMMIEKCHbIV MOOXOMA, KOTOPbIN
obecneyrBaET BbISBNEHWE NOBPEXOEHNN re-
HoB TSCTunu TSC2.

1-1 saTan. CekBeHupoBaHue AAHK
BbicokonNpoun3BoanTenbHOE MapannenbHoe
cekBeHnpoBaHue [OHK no3BongeT BbISBUTb
Haunbonee YyacTbli TUM MyTauuii — TOYKOBbIE
MyTaLuUn 1 KOPOTKMUE UHCepUMn/aeneymnn.
2-i4 aTan. NMouck NPoTSHKEHHbIX Aeneuuin
[MpoBoguTca metogoM MLPA, Takxke Ha MaTe-
pvane OHK nayveHTa.

BbIIBNEHHOrO MaToreHHOro BapmaHTa B reHe
TSClunn TSC2 gocTaTo4YHO A1 HECOMHEHHOIro

OvarHo3a 3aboneBaHus.

JleyeHune

Ty6epo3HbIl CKNepO3 O/INTESbHbIE TOAbl CHN-
Tancsa NporpeccunpyoiM HEBPOMOrYeCKUM
3ab0/1eBaHMEM, MNPV KOTOPOM MNaLMEHT He MOor
HafeATbCS Ha yNy4lleHe CBOero COCTOAHNS.
3a nocnegHvie 20 NeT AOCTUMHYTbl 3HAYUTEb-
Hble ycrnexu B Ne4YeHUn anunencum y naymeH-
TOB C TY6EpO3HbIM CKJIEPO30M.

MpodunakTyeckoe nevyeHne anuiencum Bu-
rabaTpuHoOM, NpPUMeHeHne nHrnomntopa mroOR
y AeTeln 119 KoppeKumn dapmMakope3ncTeHT-
HOW aNNNENnCcUn N HENPOXNPyprmnyeckoe ne-
YeHVe MOryT NpefoTBPaTUTb HeraTuBHoOe
BNIUGHWE 3MUNENCUUN Ha UHTENNEKTYallbHble
DYHKLMM 1 NOBeeHMe NaLnNeHTOB C Tybepos-

HbIM CKJ1epO30M.
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MporpamMma guarHOCTUKMU

Ty6epOo3HbIli CKNepos

@ aHrModn6POMBI

nvua

@ rMnonmMrMeHTHble

NMATHa Ha KOXXe

@ OKOJIOHOrTeBble

pnbpOMBI

1:10 000

YyacToTa 3aboneBaHus

B MUpe

MapuHa [lopodeeBa
Bpa4-HEeBPOOr, BeAYLLM HayYHbIN
COTPYAHWK OTAeNa NCUXOHEBPONOr NN
v anunentonorun HNKW negmnatpun

1 OETCKOW XMPYPriv MMeHn akageMmka
tO.E. BenbTuuiera ®raoy BO PHMY
nMeHn H.W. Muporosa MunHagpasa PO,
pykosoauTens PefepansHoOro LeHTpa

GaKomMaTo30B, K.M.H.

Ty6eposHbii cknepos (TC) — aTo 3abosesa-
HUe 13 rpynnbl GakoMaTo30B C LUMPOKUM
CMEKTPOM KITMHUYECKNX NPOABIEHWIA, COMPO-
BOXAalollleecsd pasBUTMEM MHOXECTBEHHbIX
00BPOKaYeCTBEHHbIX OMYyXOmer B Pas3nyHbIX
opraHax. TC ABN9eTCA XPOHUYECKUM Nporpec-
CUPYIOLLMM XXU3HEYr POXKAIOLLMM 3a00n1eBaH-
eM, KOTopoe MPUBOAUT K COKpaLLEeHUIo Npo-
OOMKNTENBHOCTN XU3HU U NHBaNUAN3aunu.
Mpnbnn3nTensHO TPeTb cryvaes TC 0byCoB-
neHa Mytaumamu B reHe TSCI, a iBe TPETbUX —
MyTaumamun B reHe TSC2. benkoBble NpoayK-
Tbl FEHOB (FraMapTuH U Ty6epurH) SBAA0TCS
cyrnpeccopaMu onyxofieBoro pocTa. 3aborne-
BaHWe QNarHoCTNPYeTCsH Ha OCHOBaHWN KIIVIHN-
YeCKOoW KapTWHbl. MONeKyngpHO-reHeTuyecKoe
nccnefosaHve HeobxooMMO A9 MeOUKOo-
reHeTYeCKOro KOHCYNbTUPOBaHWS, paHHeN
OMarHOCTVKY 3a00NeBaHNS U Ha3Ha4YeHusa Tap-

reTHou Tepanuun.

MporpamMma gMarHoCTUKU

Ty6epo3HbI CkNepos

®

KypaTop nporpamMmbi
CTpenbHUKOB
Bnagumunp Buktoposuy
3aBefyoLLmiA nabopaTopuen

SMUreHETUKU, 0.0.H.

© Tun QMarHoCTUKM

[OHK-anarHocTuka

MeTop

i TapreTHoe napannesnsHoe

CeKBeHMpoBaHue, metog MLPA

KpuTepuu BKNoYeHus B IporpamMMy

> rpaxpaHcTtso PO
-> BO3pacT OoT 8 mecques 0 18 neT

OcHoBaHusa Aang nccnepgosaHumsd
KnuHun4yeckmne cUMnNTOMbI

n na60paToprle NnoKa3aTtenun

1. MaumeHTy nokasaH nHrueutop mrOR
ONS nevYeHns Tybepo3Horo ckneposa.
2. [eHeTn4eckoe TeCcTUpoBaHmne

Ha Hann4ve MmyTauuin nayneHTy paHee
He nposoaniocs (Npv obpatleHnn
naumeHTa c paHee NpPoBeAeHHbIM

mnccnegoBaHmem MeTogoM CeKBeHN-

POBaHNA N OTPULLATENIbHbIM PE3Y/IbTaTOM,

no cneuyanbHoMy 3anpocy éyneTt
pelaTbCs BOMPOC NepeTecTnpoBaHng

B paMKax 3TOM Nporpammbi).

3. ECnv naumeHT npollen TecTupoBaHue
TSC1/2 MeTo0M CeKBEHUPOBaHUS

1 pe3ynbTaT 6blN OTPULLATENBHbIM,
nauyeHT MOXeT NPOoMTN TeCTUPOBaHMEe

MeTogoM MLPA.

MaTepMan and aHannsa
Mepudepunyeckas (BeHO3Has) KPOBb
nauueHTa B Nnpobupkax SOTA K3/K2
(c cvpeHeBOW KPbILLKO).

CpoK gnarHoCcTuKkm

[o 45 gHen

MeTogom MLPA — go 30 gHeln.
OBLWM MaKCUManbHbIA CPOK
nNpoBefeHNs TeCTUPOBaHNS —

~ 2,5 Mecqaua

[oKyMeHTbI

HanpaBneHue Ha reHeT4Yeckoe

vccnegoBaHme

[o6poBonbHbie

MHPOPMMPOBaAHHbIE COrNacus:

- Ha MeAULMHCKOe BMeLLaTeNbCTBO
1 reHeTn4yecKoe nccnefoBaHmne

- Ha nepefady 61Monorn4yecKoro
MaTepnana n o6paboTky
nepcoHasbHbIX JaHHbIX

O Ka)kgoe cornacue gomkHO

6bITb NOANMUCaHO

Fopsa4vas nuHus

+7 (800) 100 31 87
04:00-19.00

3BOHOK Mo Poccum 6ecnnaTHbIn
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HenpooumnbpomaTtos 1 Tuna

MKB-10: Q85.0, MKB-11: LD2D.10

MyﬂbTI/ICI/ICTeMHoe 3abonesaHue, KOTOpOe aAB1deTCcA OgHNM U3 Hanbonee

pacnpoCTpaHEHHbIX TEHETUYECKNX 3aboneBaHnmn onyxonesbiM CMHOPOMOM

HelipodurbpomaTtos 1 Tnna
onncaH BO BTOPOW

rnonosuHe XIX Beka psgom
1nccrnepoBaTenen, B ToM

4ucne B 1882 rogy Ppuaprixom
POH PeKnnHrxayseHoMm.

PaHee 3aboneBaHue
Ha3blBa/IOCb 60/1€3HbIO

PeKnVlerayseHa

ATNONOMrNYECKUM
$paKTopOM gaBnseTcs
noBpexpgeHue reHa
NF1, pacnono»eHHoro
Ha OJIMHHOM rnneye

17- XpOMOCOMB

KnuHu4yeckue nposaBiieHnd
n OCHOBHbIe CUMMITTOMDI

BonesHb accounmpyeTcst B OCHOBHOM C OMyXO-
NEBLIMU KOXXHbIMU, HEBPOOIMYECKMU 1 OP-
ToneanYecKUMm NposiBneHnamn. Bctpeyatotes
9HOOKPUHHbIE Y COCYAUCTbIE HAPYLLUEHUS, He-
KOTOPbIE N3 HNX NPOrpeccupytoT U NpUBOOAT
K 3a60N1eBaeMOCTU NN CMEPTHOCTW.
Ko>kHble 1 onyxoneBsblie NposiB/ieHUs
[MNepnrMeHTNPOBaHHbIE MaKyJibl LIBETa Kode
C MOJTOKOM (KaK MpaBusio, GopMUPYIOTCS B paH-
HEeM BO3pacTe), BECHYLIKW B MOLMbILIEYHbIX
1 MaxoBblX 06/1aCTAX.

Onyxonu o6on04eK NnepndepryecKx HepBOB:
KOXXHble U MOAKOXHble HEMPODUBPOMbI, MNEK-
crdopMHble Helpodubpomsl (IMH), aTunuyHas
HenpodmnbpoMaTosHas OMnyxosb C HEU3BECT-
HbIM BYONOrMYeCKM NoTeHmanom (AHOHBT),
310Ka4yeCcTBEHHas OMyXoslb 13 060104eK Nepu-
depuryecknx Hepeos (3OO0MH).
HeBponoruyeckue

M KOTHUTUBHbIE NPOSIB/IEHUS

Anunencug, rmnepTeH3NoHHO-rngpoLedanb-
HbI CUHOPOM, LiepebpanbHas apTepuonaTtus,
VHTENNEKTYabHO-MHECTUYECKNE HapyLUEHUS,

roONoBHble 60NN, HEMponaTMYecKme bonu.
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Od¢TanbMonornyeckme NposiBNeHUs
FfamMapToMbl pagy>XHon o060104KN (y3enKku
Nuwa) bopmMmpytoTCs ¢ BO3PacToM, Kak rnpa-
BWJIO B LLIKOSIbHOM BO3pAacTe, Y NOAPOCTKOB; He
BNNSIOT Ha 3peHue.

OpTonegunyeckue NposiBIEHUs

[rcnnasum KocTel, NporpeccupyroLLmnii cKo-
NN03, NCeBO0apTPO3bI (TOXKHbIE CYyCTaBbl), Ae-
dopMaLum KOCTEN.

BHAOKPUHHbIE NPOSIBIIEHUS

3apepxKa Unu nNpexneBpeMeHHoe NosioBoe

co3peBaHune.

Mpw HenpodmnbpomaTo3e MOryT BO3HMKATb

NnceBLOapTPO3bl — JTIOXHbIE CYyCTaBbl

JlabopaTopHasa gnarHocTUKa

KoMmneKCcHbI nogxon obecneymBaeT BbIAB-
NeHne y NauneHToB noBpexaeHuin reHa NF1
pasHbIX TUMOB.

3rtan 1. CekseHupoBaHue AHK
BbicokonpounssoguTenibHoOe napaniefbHoe
cekBeHUpoBaHve [HK, koTopoe nossongdeTt
BbISIBUTb HaMbOee YacTbIi TUM MyTaLui — TOY-
KOBblE MyTaLUW 1 KOPOTKNE UHCEPLUW/Oeneumni.
dTtan 2. MLPA

[MOVCK NPOTSKEHHBIX Aeneunn metogom MLPA
(Ha maTepuane OHK naumveHTa).

91an 3. AHanu3 PHK nauueHTa

[MpoBOOMUTCSH, eC/ ABa aTana He No3BOJSININ
BbISBNTL NPUYNHY 3a00M1eBaHNS, MPUMEHSAETCS
019 NovcKa amcbanaHca annenbHoM akcnpec-

cun reHa NFT.

JleyeHue

MaumeHTam cTaplle 3 1eT C CMMNTOMaTUYeCKN-
MU HeornepabebHbIMU MIEKCUPOPMHBIMU HE-
podropomMaMm peKoMeHAYeTCH Ha3HavyeHne
natoreHeTnyeckomnm tepanum MEK-UHrnbunTo-
POM CenyMeTUHNOOM. [INTeNbHOCTE Tepaninm
onpependeTca MHAMBNAYanbHO B 3aBNCUMOCTU
OT OTBETa M NePEHOCUMOCTW Tepanuu.

Mo paHHbIM nccnegoBanua SPRINT-II, megna-
Ha BpeMeHW 0O Havaa OTBeTa Ha Tepanuio —
7.2 Mmecqua (oT 3,3 mecdua go 1,6 roga). Megu-
aHa BPEMeHW [0 HaunyYllero oTBeTa Ha Tepa-

nuo — 14,6 mecaua (ot 3,3 Mecaua oo 2,7 roga).

MporpamMma guarHOCTUKU

HenpodunbpomaTos 1 Tuna

ndaTHa LuBeTa Kode C MOJIOKOM,
BECHYLIKWN B NOOMbILLEYHbIX

M NaxoBblX 06nacTax

@ raMapToOMblI

pagy»Hol o6onouku/

y3enku Iinwa

anunencusa,
MHTEeNNeKTyallbHO-

MHeCTUYEeCKMne HapyLlleHud,

ronoBHble 601K

B MUpe

@ MneKcnPopMHble

HenpodnbpoMbI

1:3000

YyacToTa 3aboneBaHud
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Mporpamma guarHoCTUKU

lMporpaMma TeCcTUPOBaHUs MyTauni B reHe NF1

npu HenpoodunbpomaTose 1 TMna ¢ HeornepabenbHbIMU

nIekcuPopMHbIMU HEMpodnbpomamMm

®

KypaTop nporpamMmsi
CTpenbHUKOB
Bnagumup Buktoposuy
3aBefyoLmii nabopatopuen

ANUreHeTnKy, 4.6.H.

Tvun gMarHoCTmnKn
[OHK-gnarHocTrka gaa noncka
MyTauum n geneuynn reHa NFI1.
PHK-grnarHocTnka ons novcka
ancbanaHca annenbHom akcnpeccumn
reHa NF1
Kputepun BknoyeHns B nporpamMmmy
> KAVNHUYECKN YCTaHOBEHHBIN
nnarHos «HenpodumnbpomaTos | Tmna
C NNeKcudOpPMHbLIMUN :
HeonepabenbHbIMU HellipodbpoMamMm»
- rpaxpaHcTteo PO :

- BO3pacT oT 2 fo 18 net

OcHoBaHus gnsa nccrnepoBaHus
KnnHuyeckme cUMNTOMbI

M nabopaTopHble NoKasaTenu

1. KnHn4eckn ycTaHOBNEHHbI
anarHos «Hempodubpomatos 1 Tmna

C NNekcndopMHbIMU HeonepabebHbIMU
HerpodrbpomMamm».

2. MayneHT HyxpaeTcs

B MaTOreHeTn4YeCcKom Tepanunm

40

MaTtepuan gnsa aHanusa

Ona OHK-gnarHocTrkm: obpaset,
nepndepnyecKon (BeHO3HOM) KPoBY
naumeHTa B npobupkax SATA K3/K2
(c cvpeHeBOW KPbILWKOA).

[na PHK-aHanun3a: obpaszel,
nepuidepmnyeckor (BEHO3HOM)
KpPOBU NauneHTa B NpobrpKax

¢ PHK-KkOHCepBaHTOM.

CpoK ANarHoCTUKM

| 25-45 preii

[loKyMeHTbI

HanpaBneHue Ha reHeTn4eckoe

ncecnenosaHve

[o6poBonbHble

MHbOPMUPOBaHHbIE Cornacus:

- Ha MeAMUMHCKOe BMeLLaTeNbCTBO
N reHeTn4ecKkoe nccnefoBaHune

- Ha nepepfady 61MONOrM4YecKoro
MaTepuana n obpaboTky
nepCcoHasbHbIX faHHbIX

O Kaxkgoe cornacue fomkHO

6bITb NOANMUCaHO

Mopsyasa nuHus

+7 (800) 707 08 67
®rBHY «MrrHL», peructpaTypa

09.00—19.00, noHeaeNnbHUK—NATHMLA

MapuHa [JopodeeBa
BpaY-HEBPOOT, BEAYLLMIA HayYHbIN
COTPYQHVK OTAeNa NCUXOHEBPOTOT N
n anunentonorun HWKW negmnatpun

1 OETCKOWN XNPYPri MMeHn akageMmka
tO.E. BenbTtuuesa ®raoy BO PHMY
mmeHu H.M. NMuporoesa MuHsgpasa PO,
pykosoauTens PefepansHoOro LeHTpa

GaKoMaTo308B, K.M.H.

HelipodurbpomaTtos 1 Tuna (HP1) — 3abone-
BaHWe 13 rpynnel dakomaTtoszosB. OHO xapak-
TepunsyeTcyd pa3BUTUEM MHOXECTBEHHbIX [O-
OPOKaYeCTBEHHBIX U peXe 3/T0Ka4eCTBEHHbIX
onyxonew UeHTpanbHOW 1 nepudeprnyecKkomn
HEePBHOW CUCTEMBI.

[NoBpexpaeHud B reHe NFT1 nNpuvBOOAT K CHU-
YKEHUIO NN NOMHOM yTpaTe GyHKLMK Benka
HenpodnbPOMMHa MOLaBASATb POCT OMYyXO-
NEBbIX KNETOK B opraHmame. H®1 — nonucu-
CTEMHOE 3abofeBaHmne 1 ANarHoCTUpyeTcs Ha
OCHOBaHWW KIMHWNYECKMX NPU3HaKOoB. nek-
CNPOPMHbIEe HEMPOPUOBPOMBI BCTPEYAOT-
cay 30—50% naumeHToB, C POCTOM MNpPU-
BOOAT K pPa3HOOBpPas3HbIM KAMHUYECKUM
cvMnTOMaM, cBA3aHbl ¢ 10-NPOLEHTHBIM py-
CKOM TpaHchopMaLnK B 3N10Ka4YeCTBEHHbIE
OnNyXxonu 060/104KK NeprdepnyecKx HePBOB.
MoneKynapHO-reHeT4YeCcKoe UccnegoBaHme
HeobxoAMMO ANt MeAVKO-FeHEeTUYECKOrO KOH-
CYNbTUPOBaHWS, paHHen AnarHocTuk HP1

1 HasHaYeHWs TapreTHOM Tepanuu.

MoeHTnduumposaHo yxe 6onee 280
reHOB, aCCOLMMPOBAaHHbIX C Pa3INYHbIMU
dopMaMm HacneOCTBEHHbIX 3a60/1EBaHNI
C MPeENMYLLIECTBEHHbBIM NMOPaXeHneM op-
raHa 3peHus. OTKpbITUE FEHOB, KOTOPbIE
0BYyCNOBNMBAaIOT Pas3BUTME HaCIeACTBEH-
HbIX ANCTPOdUIN CeTHaTKK, MO3BONUIIO
pacwmpuTb NOHMMaHWe naToreHesa 3a-
©oneBaHUI 1 C onpeaeneHHon aonen
OMNTUMM3Ma B3MIAHYTb HA BO3MOXHOCTU
MPOPUNAKTUKM N NIEYEHUS, B TOM YMCIe
rMpoBeAeHNs FeHoTepanmm 1 HEKOTOPbLIX
papMakoTepaneBTUYECKUX MepOonpusi-
TvI. Moareepxpatollas JHK-guarHocTn-
Ka npoBoanTcs B nabopaTtopuax GPreHY
«MIHU». crnonb3yoTca MeToabl MO-
NeKynapHo-reHeTUYeCKoro aHanusaa:
npamMoe cekseHMpoBaHue no CeHrepy,
MLPA, AFLP, MOP®»-aHanms, noaHO3K-

30MHO€E CeKBeHnpoBaHMe.

CTaTbs «9nNnaeMmnonorns
HacnefACTBEHHbIX
6onesHenm opraHa 3peHus

B nonynsaumax Poccuinckom

depepauynmn»

HacnencTtBeHHbIE
3aboneBaHuUA
C NpenMyLLeCTBEH-
HbIM NMOpPaXXeHNeM

opraHa 3peHud
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HacnepcTBeHHas
aucTpodua ceTyaTKu

prrlna reTeporeHHbIX reHeTn4eCKmnx 3ab60n1eBaHNIN, MHOXXECTBO COCTOSAAHUN,

KOTOpPbIE pa3M4aloTCA No BO3pacTy OebtoTa 3aboneBaHns, CKOPOCTU

nporpeccmpoBaHnd, NepBNYHOMY NOPaXKEeHNo CeTHaTKN, No TNy HacnenoBaHUA

MepBble yNOMUHaHNS
O MaToNOrNn CeTHaTKN YyXOaaT
B IX BEK, KOrga B OfHOM

113 MPOBUHLMIA fepMaHnn

BbISIBW/IV NOAOOHOI0 naumeHTa.

B XIX Beke bblin yCTaHOB/IEHbI
nepBble JTIOKYCbl XPOMOCOMBI,
npu KOTOPbLIX OTMeYanach

KnnHrka HOC

KnuHu4yeckue nposaBiieHnd
n OCHOBHbI€ CMMIMNTOMBbI

13BeCTHO y»ke 6onee 280 reHoB, BbI3bIBaOLLIMX
HecrHOpoManbHOE 1 CUHOPOMalbHOe rnopa-
weHuve ceTtyaTky (HOC)*. XoTa 60/bWNHCTBO
13 3TUX 3ab0J1IeBaHUIN OYeHb pefKue, B COBO-
KYTMHOCTW OHW SBMSIOTCA YaCTOW MPUYNHOWN
CNenoTbl 1 CNaboBUAEHUS Y AeTel N B3POCbIX
TPYZOCNOCOBHOro Bo3pacTa.

C y4yeTOoM OBLIVPHOTO KonMu4yecTBa Hacnlen-
CTBEHHbIX 3ab60/1€BaHNN CeTHYATKM HEOBXOAN-
MO 3HaTb OCHOBHbIE KJIMHUYECKME MPOSIBIIEHUS
Hanbonee YyacTbiXx GOpPM.

MUrMeHTHbIA PETUHUT

Tpraga CMMNTOMOB: OT/IOXKEHWE MUIMEeHTa Ha
ceTyaTKe B BUE KOCTHbIX TefleLl, BOCKOB/OHbIN
AVCK 3pUTENbHOIO HEPBA, CY)XKeHne apTepuil
ceTyaTKu. Kpome Toro, oTMe4aroTCcs OTHOCK-
TeNbHO BbICOKME MoKa3aTenu LeHTpalibHOMN
OCTPOTbI 3PEHVIA MPU PE3KOM CYXKEHWNW NOoen
3peHus. HukTanonus.

Makynopguctpodus

VI3MeHeHUs ceTyaTKW B LeHTparbHOW 30He
ceTyaTKM 0O aTPOdUN BCEX C/TI0EB, CH/XEHME
LleHTpasibHOM OCTPOTbI 3PEHUA, MOCTEMNEHHOE

CyXeHune nonew 3apeHuns.
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AmaBpos3 Jle6epa

CHWKeHMe nokasaTenein GyHKUMOHaIbHOro
COCTOSIHUA M1a3 C paHHero Bo3pacTa, Bblpa-
YKEHHblE N3MEHEHWS Ha 3N1eKTPOPETUHOrpaM-
Max. [Npn aTOM fonroe BpemMs opTanbMOCKO-
nnyeckmne NPU3HaKmM N3MeHeHUs CeTHaTKU He
PErucTpUpyHOTCH, YacTo Hanye cUMnToMa
dpaHyecKkeTTH.

BpoxkaeHHbIh amaBpo3 Jlebepa — camas paH-
HS9 1 Hanbonee Tshkenas GopMa HacneACTBEH-
HOW ANCTPOdUM CETHATKM, KOTOpPasd COCTaBNseT
okono 5% ot Bcex HOC. MNMpenapat gas reHHomn
Tepanuy ofobpeH A9 NeYeHns ayToOCOMHO-
peLeccnBHOM ANCTPODUN CETHATKN, BbI3BaH-
HOW BrannenbHbIMY NaTOreHHbIMY BapyaHTaMm
B reHe RPE65, NO3TOMY TOYHbI MOMEKYNAPHBIN
OMarHo3 MMeeT peLlatolliee 3HaveHve AN ogo-
OpeHVa TapreTHOM Tepanuin.

BrannenbHble NaToreHHble BapuaHTbl reHa
RPE65 aBnatoTCs NMPUYUHON BPOXKLAEHHOTO
amaBpo3a Jlebepa (OMIM 204100) u Taxe-
NoW ANCTPODUN CETHATKM C PaHHIM Havaiom
(RP20; OMIM 613794). B pasnunyHbIx NonyisaLm-
ax mupa (0,6—16%) npuinHoit HOC asnqaioTca

rnaToreHHbole BapunaHTbl RPE6GS5.

* o paHHbIM RetNet

JlabopaTopHasa gnarHocTUKa

1-# aTan

CeKBeHMpoOBaHMe TapreTHOW NnaHenn reHos
(6onee 200), OTBETCTBEHHbIX 3@ HAC/IEACTBEH-
Hble MaToMIOrnnN CeTHaTKW.

2-i aTan

CeKBeHI/IpOBaHI/Ie no CeHrepy 0na ceMbu.

JleyeHue

B Poccuun 3aperucTpnpoBaH reHo3aMecTu-
TenbHbI NpenapaT Ang nedyeHus Hacnep-
CTBEHHbIX MATONOrNM ceT4yaTKW, CBA3aHHbIX
Cc myTaunamm B reHe RPEGE5. MpopomkaeTcd

pa3pa60TKa FEeHHbIX N KJTeTOYHbIX MNnpenapaTtoB

A5 Tepanun Apyrnx KIMHUKO-reHETUYECKIX
dopm HOC (6onee 50).

MporpamMmma guarHoCTUKU

HacnepncteeHHas gereHepaumsa cetyatku (HAC)

»

®

®

HUKTanonum4, @ CHUXXeHue OCTPOThbI

U1 cBeTob0s3Hb 3peHna

CTPYKTYpPHbIE
N3MeHeHUS
Ha OKT

7

7

dYHKUMOHa bHbIE @ pebiot
n3meHeHus npm IO 3aboneBaHus —
M nepuMeTpumn c O po 42 net

1:4500/9000

cpepHsasa Yactota HOC

B Mupe / B Poccun
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Mporpamma guarHoCTUKU

HacnepcTBeHHble 3ab60neBaHUNA ceTYaTKU

®

KypaTopbl nporpaMmbl
Kapbiwes

Butanuin BuktopoBuy
pyKoBOAMTENb HayYHO-KIMHNYECKOro
LleHTpa reHeTVKM rnasHbix 6onesHen,
B.H.C. TabopaTopun reHEeTUYECKON
anugemmonorum, npodeccop PAE, K.M.H.
vvh.kad@gmail.com

Monskos

AnekcaHpgp BnagumMunpoBuy
3aBefyoLmnin nabopaTopuren
OHK-gnarHocTuku, npodeccop,
UeH-KoppecrnoHAeHT PAH, 4.6.H.
polyakov@med-gen.ru

WarunHa

Onbra AHaToNbeBHa

BeyLUNI HAaYYHbIV COTPYAHMK
nabopatopun JHK-grnarHoCcTmKy,
3aBefytolLiagd nabopatopuen
MONEKYNAPHO-FeHETUYECKOW
OnarHoCTUKN N2 1, K.M.H.

schagina@med-gen.ru

. Tun gUarHoCTUKK
OHK-gnarHocTvka

: MeTop

CeKkBeHVpOBaHVe TapreTHoOM NaHem
reHoB (6onee 200), OTBETCTBEHHbIX
3a HacNeACTBEHHbIE NaTONOr K

{ ceT4yaTKu, cekBeHupoBaHue no CeHrepy

()J,OI'IOJ'IHVITeJ'IbHOE mccnegoBaHue TOJIbKO

L7151 BapUaHTOB B reHax RPE65 v RIbpl).
: KpuTepun BKNIOYEHUS B NporpaMmy

- rpaxgaHcTteo PO

- COOTBETCTBUE KITNHNKO-
NHCTPYMEHTasbHbIM AUarHoCTL-

HEeCKUM KpnTtepunam

44

©

OcHoBaHuUga angd nccnepgosaHud

1. HacnepncteeHHas oucTpodus ceTyaTKm
2. TaneTopeTuHanbHas abnoTpodus/
aucTpoodus

3. Mano4YKoBO-KOI604YKOBasA ANCTPODUA
ceTyaTKu

4. [TNrMEHTHbI PETUHUT

5. MurMeHTHaa gereHepaumsa/
ONCTPOdUA CeTHaTKMU

6. AMaBpo3 Jlebepa

7. PaHHaa Makynoguctpodusa n gp.

MaTtepunan gnsa aHanusa
He3aMopo>+<eHHa9| BEHO3HadA KPOBb
B Npobupke ¢ SOTA.

CpOK ANarHoOCTuUKu

1-2 Mecdua

[loKyMeHTbI

Bpay 3anonHaeT aHkeTy

Ha irdregistry.ru/register

rocne 3anosiHEHNS aHKeTbI C BaMu

CBAXEeTCHd crneunanuncTt

©

Fops4yasa nuHus
+7 (800) 707 2194

10:00—-19:00
lMoHeOenbHUK—MATHWLA
3BOHOK No Poccum 6ecnnatHbin

retinagene@mdconnect.ru

Butanun Kagbiwwes
pykoBoguTenb Hay4yHO-KIMHNUYECKOrO
LeHTpa reHeTUKM rnasHbIX

bonesHel, 3aBefylowni kKabegpom
odTanbmoreHeTuku MBuAMo

ProHY «MIMHL», BegyLWwmin Hay4HbIn
COTPYAHMK NabopaTopmmn reHeTUYeCKoMn

anmgemMuonorumn, npodeccop PAE, K.M.H.

HacnefncreeHHble OUCTPODUM CETHATKN — re-
HETUYECKU reTeporeHHble, KNMHUYECKM NONn-
MOpdHble 3ab01eBaHNA, MPUBOAALLNE K CTOW-
KOv 6e3B0O3BpaTHON NoTepe 3peHNs. I3BECTHO
6onee 280 reHoB, MyTaLMM B KOTOPbIX MPUBO-
OAT K U3O/IMPOBAHHBLIM U CUHAPOMAaSIbHbBIM
ONCTPODUAM ceTHaTKN. PaHHAA OnarHoCTrKa
C NCMNOb30BaHNEM reHeTUYECKNX TEXHOMO-
TNiA MO3BONAET YCTAHOBUTb KOPPEKTHbIV Bapu-
aHT 3ab0/1eBaHNA C YHETOM 3TUNONOMMYEeCKOro
daKTopa, 4YTO B CBOK o4epedb npeponpene-
NFeT CyAbbYy TaknxX NaLneHTOoB. Y)ke BO3MOXHa
Tepanug HEKOTOPbIX GOPM HaceLCTBEHHOMN
naToNOrnK CETHATKM C UCMOMb30BaHWEM MeHO-
3aMecTuUTeSbHbIX ekapcTs (amaBpos Jlebepa
2 TUNa, MUrMeHTHbIR peTuHUT 20 Tna).

Ha 3akntounTenbHbIX CTaguax KINHNYECKNX
MCCeAoBaHUN HaXo4ATCH npenapaTbl 44
©ONbLIOKW rpynnbl HAaCNeACTBEHHOM MaTono-
rAn ceT4yaTKy (axpomaToncus, X-cuenieHHbi
MUTMEHTHbIV PETUHNT, XOPOUAEPEMUA, OONE3Hb
LUTaprapaTta, cuHapom Allepa 1 ap.). Ycnex
NnPUMeHeHNA NOO0OHbIX Te4ebHbIX METOAVK
HanNpPsMYyHo KOPPENMpPYeT ¢ BO3PacTOM MocTa-

HOBKW OMarHo3a.

BpoxxgeHHada aHnpugus
n WAGR-cuHgpom

MKB-10:Q44.7, MKB-11:LAN1.3 | MKB-10:Q44.7, MKB-11:LD21.Y

Bpo»(,quHaﬂ aHnpmngmna — aTo BpO)K,D,eHHbIVI MOHOIEeHHbIN MOPOK pPa3BUTUA.

CuHppom WAGR — 31O pegkui HacneacTBEHHbIV CUHAPOM, KOTOPbIN

XapaKTepnsyerTcqa codeTaHneM ornyxomnm Bunbmca, aHpUOnKn, yporeHnTasibHbIX

aHOManMn m 3a0EepPXXKN MCMXOMOTOPHOIo pa3BnNTUA

©

KnuHunyeckue nposiBneHus
n OCHOBHbIe CUMITTOMDI

BpO)'KJJ,eHHaﬂ aHNpunaua

B 25% cnyyaeB BpOXXgeHHad aHUPUANS ABJIS-
eTCs CUMMNTOMOM Hac/eACTBEHHOW CUHOPO-
ManbHOW NaTonorny. B 60nblWMHCTBE ClyvaeB
aHUPUOMS BO3HUKAET B BUAE CMOPaANYecKmnx
cnydaes. B nogasnstolem vyucne ciyyaes faH-
Hbl BDOXKOEHHbI MOPOK r1a3 06YyCNOBMEH N3-
MeHeHUsMU B reHe PAX6.

KnuHu4yeckue npusHakm

CHWKeHne OCTPOTbl 3pEHUSI, CBETODBONA3Hb, HAC-
Tarm, amonmonung, Kocornasme, 4yacTu4Hoe Nam
MOJIHOE OTCYTCTBME PafyXKKU, KepaTtonaTug,
NOMYTHEHWE XPYCTanvKa, rnaykoMa, BpOXXaeH-
Hble MOPOKW Pa3BUTUA CETHATKW, BPOXAEHHbIE

MOPOKW Pa3BUTUSA 3pUTENBLHOMO HepBa.

CuHpgpom WAGR

MoxeT oTMeuaTbcsa oxumpeHne (WAGRO-cuH-
apom). Ecnn y pebeHka 3aaeT reH BDNF, Bo3-
MOXHa YMCTBEHHas oTCTanocTb. Y 50% oTme-

HYeHbl HapylleHa BOCNpuATA oonu.

KnuHuyeckmne npusHaku

Onyxonb Bunbmca (48—50%), aHupuaus,
ypOoreHnTasnbHble aHoManmm 1u/unm roHago6-
nactombl (50%), 3afep)KKa NCUXOMOTOPHOIO
pa3suTus (50—60%), XpoHYecKas nodyedHas
HefgocTaTo4YHOCTb (25—30%), oxupeHue (45—
55%), OTMEYaloTCs HapyLIeHne BOCNPUATUS

60 (50%), cHKeHre cryxa (5%).

UHCcTpyMeHTanbHas
AWarHocTuKa

BpoxxaeHHas aHupuausa

PYTUHHbIE 1 CrielpasbHble obTanbMonorude-
ckve metoabl (OKT, Y3W rnas, 3dW n gp.).
WAGR-cuHgpom

OdTanbmosiornyeckne Metofbl (pyTUHHbIE

n CﬂeLI,I/IaJ'IbeIE).

1:40000-100000

4YacToTa BPOXOEHHOM aHNPUANN B MUpe
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BpoxaeHHas aHpuama



JononHuTenbHble MeTofbl: Y3/ noyek, 3abpto-
LLIMHHOIO MPOCTPAHCTBA, LWNTOBUOHOW ene-
3bl, HeMpocoHorpadusa, MPT ronoBHOro Mosra
(no nokasaHnsaM), KoHCynbTauMn CMEXHbIX
CreumnannucToB: neamnatp (TepanesT), opTansmMo-
NOT, HEBPOJIOT, Bpay-3HOOKPUHOMOT, Bpay-Hed-

ponor, reHeTnk.

®

NNabopaTopHas guarHocTukKa

PyTuHHaqa

OBWKMI 1 BUOXMMUYECKUIA aHaNM3 MOYN U KPO-
BW. ViccnegoBaHme ropMoHanbHOro cratyca.
OnpepeneHre YypPOBHA MTHOKO3bl KPOBW U YPOB-
HA TONEPaHTHOCTW K HE.
MonekynsipHo-reHeTHYecKas

Heobxoguma ng Bcex naumeHToB C KIVHN-
YeCKNM OUarHO30M «BPOXAEHHAA aHUPUONSA».
HeobxogmmocTs OHK-AnarHocTnkm obycnos-
NleHa B MepBylo o4Yepefb PYCKOM Pa3BUTUA
onyxonu BunbMca y nayMeHToB C fgeneuns-
My reHa WTI. JHK-nccnepoBaHme No3Bonaer
onpepennTb, 3aTPOHYT N reH LMO2, ycyry-
ONAOLLNIA PUCK PA3BUTUA OMYXONN MOYKU.
MonekyndapHas QUarHOCTUKa TakKux COCTOSA-
HWIA MPOBOAMUTCS COrMacHoO pa3paboTaHHOMY
B ®IrBHY «MIMHL» npoTokony.

JleyeHune

KepaTonpoTekTopHoe, odTalbMOrnnoTeH-
31BHOE (N0 NOoKasaHWsAM), 04KOBasi KOPPEKLNS
1 Xpyprmyeckoe (Mo nokasaHuam).

Tepanusi CMeXHbIX crelmanbHOCTel Ha3Hava-

eTCH MO CTPOrmMM rNoKazaHnAM.
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MporpamMma guarHOCTUKMU

BpoxpeHHas aHnpugma n WAGR-cuHgpom

Bpo)kaeHHasa aHupuaus

N
e
—
- L]
o
-
f

"fun\

TN

@ KepaTtonaTtumd

@ CHUXXEHMNe OCTPOThI
3peHus

@ rnaykoma

CuHpgpom WAGR

Yol =
@ aHMpMamns
onyxonb Bunbmca %

@ yporeHutalibHble 3aepXxKa
aHoOManunun NMCUXOMOTOPHOI 0 pas3BnUTUA

1:500000-1000 000

yacTtoTta cuHgpoma WAGR B Mupe

Butanun Kagbiwues

pykoBoguTesnb Hay4Ho-
KNIMHNYECKOTr o LLEeHTPa reHeTUKU
rnasHblX 6onesHeNn, 3aBeayoLmii
Kadbeapon opTanbMOreHeTUKN
MBuOMNO ®reHyY «MIrHU», BegyLnia
Hay4HbIl COTPYOHUK nabopaTopumn
reHeTU4YeCcKOoW aNnngeMmonorum,

npodeccop PAE, K.M.H.

CuHpgpom WAGR — opdaHHOe 3aboneBaHue
C NOpa)eHNeM HECKObKNX CTRYKTYP (aHu-
puang, onyxonb Bunbmca, yporeHntanb-
Hble aHOMasnKU, 3afePXKKa NCUXOMOTOPHOIO
Pa3BUTVA N HEBPOJIOrUYecKas NaTonorns).
OdTanbMonornyecKuin NpU3HaK 9BadaeTcs nep-
BbIM BEYLLVM NPU3HAKOM, KOTOPbIV Bpayn MO-
ryT 3aperncTpmpoBaTb. C y4eTOM Ma)KOpPHOIro
npu3HaKka — aHMPUAUN — 3a4acTyto oPTanbMo-
NOr ABNATCS NEPBbLIMU CreLManncTamm, Kop-
PEKTHO CrIaHUPOBaBLLUVIMU MMaH OUarHOCTUKN
C NPVIMeHeHNeM MOJIEKYNAPHO-TEHETNYECKINX
MeTOAVK. VI30nMpoBaHHag aHUpUOnNG Takxe
TpebyeT 0643aTe/IbHOr0 NPYUMEHEHNS reHe-
TWUYECKOW OMarHOCTUKN BBUAY OOKa3aHHOMN

reHo-GbeHOTUMNNYECKON KoppensaLmnn.

MporpamMma gMarHoCTUKU

HacnepncTtBeHHas BpoxaeHHas aHnpungmsa u WAGR-cuHOpom

®

KypaTop nporpamMmbi

KapgbiweB

Butanuii Buktoposuy
pykoBoamuTenb Hay4YHO-KAMHUYECKOro
LeHTpa reHeTUKM rNasHbIX

bonesHew, 3aBefytoLLnin Kadenpom
odTanbmoreHeTuku VIBuirno

OrEHY «MIMHL», BegyLwmnm HayYHbI

COTPYAHWK NabopaTopum reHeTnYecKoi

anngemuonornm, npodeccop PAE, K.M.H.

vvh.kad@gmail.com

© Tun gruarHocTukm

MoneKkynapHo-reHeTn4yeckas

MeTop

MLPA-aHann3 konm4yecTBa KOMuii reHoB
B XPOMOCOMHOW o06nacTtu 11p13 n ceke-
HupoBaHue no CeHrepy reHa PAX6

KpuTepum BKOYEHUs B TporpamMMy

{ > rpaxpaHcto PO
i > 6e3 orpaHVYeHuin No BospacTy

MaTtepuan gpnga aHanusa
LlenbHasa kposb ¢ ATA (4—9 mn)
CpOK oMarHoCTUKun

Ot 25 0o 45 pHen

Mops4asa nuHus
+7 (495) 111 03 03

®rBHY «MIrHL», peructparypa
10.00-16.00
noHeAeNbHUK—MATHULLA

registratura@med-gen.ru

[loKkyMeHTbI
HanpaeneHune Ha reHeTU4eckoe
nccnegoBaHne 1 cornacune Ha obpaboTKy
nepcoHasbHbIX AaHHbIX 1 Nepefavy
ouonornyeckoro Mmatepmana
MeanunHCKMe AOKYMEHTbI
Boinvcka odTansmonora (nogpo6Has);
3aKntoYeHns neguaTtpa, HeBpoora
N 3HOOKPUWHOSOra; CKaH-KoMnn
pe3ynbTaToB UCCNe[0BaHNA
(Y3W rnas — nokasatesb nepegHe-
3afHero pasmMepa rnasHoro 9670Ka);
$OTO pafyKu (C MCToNb3oBaHNeM
wenesorn namnsl). 109 naumeHToB
cTapuwe 3 neT NpefoCcTaBnUTb
pesynstaThl OKT rnasHoro gHa,
3Pl v 3Bl 3puTenbHbIX HEPBOB
[Oo6poBosibHble
MHpOpPMMpPOBaHHbIE cornacus
O Kaxkgoe cornacue go/mkHO
6bITb MOANMCaHO
- Ha MefVKO-reHeTmnyeckoe
KOHCYNbTUPOBaHVe N reHeTUYecKoe
obcnegoBaHme
- Ha 06paboTKy NepcoHasbHbIX AaHHbIX

- Hay4acTne B Hay4YHOM UccnefoBaHunm
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HacnepcTBeHHad onTu4yeckas
HenponaTusa Jlebepa

MKB-10: H47.2, MKB-11: 8C73

Pepkoe reHeTnyeckoe 3aboneBaHue, KOTOpoe XapaKTepunsyetcad I'IO,D,OCTpOVI,

OHOBPEMEHHOMN NN NnociegoBaTeNibHOW 6e360/1e3HEHHON NMOTEepPen LEHTPaNbHOro

3peHunA oboux rnas sBcnencTeue jgeredHepaunm raHrmMoHapHbIX KJIETOK CeTHaTKN

M nx akcoHoB. B 2021 rogy 6bina onncaHa ayTocoMHo-peLleccmBHad ¢opma HOHIJ,

KoTopas Bbi3biBaeTCcs MyTaLmsamMm B reHe DNAJC30 (OMIM619382)

BonesHb BnepBble onvcaHa

B 1971 rofy. HassaHa

no GamMunnm HeMeLKoro
odTanbmonora Teogopa Jlebepa,
KOTOPbIV BNEpBble onucan
cnyyauv BHe3anHom notepu

3peHnda y naumeHToB

Ba)kHbIM
KIIMHNYECKUM
KpuTepuemM saBnseTcs
COXPaHHOCTb
3PaYKOoBbIX peaKLui
Ha CBeT NPW HU3KKUX

3pUTENbHBIX GYHKLMAX

KnuHu4eckue nposB/ieHnd
M OCHOBHblIe CMMITTOMDbI

MaHudecTtauusa

KnnHnyeckasa kapTtnHa HOHJT xapakTepnayeT-
CS OCTPbIM UV NOAOCTPbLIM 6e3001Ee3HEHHbIM
CHWKEHVEM 3pEHNA Ha OOHOM rfa3y. 3atem
B TeYeHue OT OHOW Heenu OO rofa B npoLecc
BOBNleKaeTCcs BTOpow rnas. OQHOBpPeEMEHHOE
[BYCTOPOHHEE CHKEHE 3PEHNS BCTPEYaeTCH
B 25% Crly4aeB, OfJHaKO HeKOTOopble NauneH-
Thl 3aTPYLAHSIOTCA YETKO OTBETUTHL Ha BOMPOC
O BUHOKYNSPHOM NN OOHOCTOPOHHEM XapakK-
Tepe Havana CHUXeHNdA 3pEHNS.

Bo3pacT pa3Butusa 3aboneBaHus
3aboneBaHvie pa3BMBaeTCa OObIYHO B BO3pacTe
18—30 neT, HO MOXeT BapbnpoOBaTbCH OT 3 A0
80 net. CpefjH1e nokasaTtenu 4ebtoTa y My»x-
YH — 25—26 NET, Y XeHLWNH — 27-29 nerT.
MporpeccupoBaHue 3pUTeNbHbIX HapyLUEeHWUIA
OcCTpoTa 3peHus bonee BbipaXXeHHO CHMXa-
eTcs B TeveHne 4—6 mecauyes 0o 0,1 U HMxe

(nopocTpada dasa 3abonesaHus). PopMupyeTcs
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LleHTpannbHas CKOTOMa, yXyaLaeTCcs LIBETOBOE
3peHVe, 1 ganee, Kak Npasuio 4O OAHOMO rofa,
CHWDKEHME 3peHNns NMporpeccupyeT, Ho bonee
MeaneHHo. COXpaHHOCTb 3pPaYKoBbIX PeaKLnii
Ha CBET MNPU HU3KNX 3PUTENBHBIX QYHKLMAX AB-
NSAETCS BaXHbIM KNTVHUYECKUM KpUuTepueM ais
onoddepeHLanbHOM ONarHOCTUKN C noparxe-
HUAMW 3PUTENBHOIO HepPBa YO 3TUOMOMUN.
OcTtpasi ctapusi

OdTaneMocKonmyeckasa KapTrHa B 00JIbLLINH-
CTBe C/ly4YaeB AOCTaToqHO creunpunyHa. OHa
XapaKTepusyeTca runepemMment, ymepeHHbiM
OTEKOM [UCKa 3pUTENIbHOIO HepBa 1 nepuna-
MANNAPHOIO COS HEPBHbIX BONTOKOH, U3BW-
TOCTbIO PETUHANbHbIX COCYA0B, Nepunanmn-
NISPHBIMW TENIEaHTUIKTa3NAMMK, OTCYTCTBUEM
NMKeOXKa nNpu GIIOOPECLIEHTHOW aHrmorpadun.
XpoHuueckas ctagus

YacTunyHaa atpoduda 3pUTENbHOro HepBa
C 611eHOCTbIO BUCOYHOW MOMOBWHbLI ANCKa 3pN-
TEeNIbHOr0 HepBa U3-3a NPENMYLLECTBEHHON
noTepn NanuIIoMaKyIapHOro ny4yxka. B gans-
HENLLIEM B CBA3V C MPOAOIKAOLLENCSA NOTEePEN
akcoHOoB 'KC moxeT popMmnpoBaThCca Andoy3-
Has 6NeHOCTb OUCKa 3PUTENbHOIMO HepBa

C pPa3BUTMEM MATOMOMMYECKOM SKCKaBaLnN.

JlabopaTopHasa gnarHocTUKa

Ona mMonekynagpHO-reHeTU4YeCcKoro nop-
TBepxaeHnd HOHJT ¢ yyeToM HacnefoBaHUA
NpoBOAAT Nouck myTauui B MTOHK v aHK.
Monck Tpex MyTaumin MTOHK: m.11778G>A
B reHe MT-ND4, m.3460 G>A B reHe MT-ND1
1 m.14484T>C B reHe MT-ND6 ¢ nocnefytoLmm
NMOMUCKOM 16 bonee pedKux MmyTauuii, KoTopble
npusHaHbl NepsuYHbIMK ans HOHIT (Mitomap).
Monck 19 NepBUYHbIX MyTauui Ha base MIMHL,
npoeoguTca metogamm MLPA n npgmoro aB-
TOMaTUYECKOrO CEKBEHNPOBaHMA. Heobxoan-
MO Takxke nccnepgosaTb reH DNAJC30 Hapapy
¢ 19 yactbeimn myTaumamy MTOHK npy HOHJI.
Ecnn He 6binn BbigBNEeHb! 19 MepBUYHbBIX My Ta-
umn MTOHK n MyTaumm B reHe DNAJC30, He-
06X0AMMO NPOAOMKUTE NCCedoBaHNe BCEN
rnocnepoBaTenbHoCcTV MTOHK MeToOM cekBe-

HNPOBaHMA HOBOIO NMOKOJTIEHNA.

JleyeHue

[Moka He cyLecTBYET JIeKapCTB C OfHO3HaYHO
[OKa3aHHOW 9DOEKTUBHOCTLIO MO COXPaHEHA
3pEeHVIA Y BOCCTaHOBIIEHUS 3PUTENbHBIX QYHK-
umin npy HOHJ. Hapexkabl CBSA3bIBaKOT C FeHHOMN
Tepanuein: reH MTOHK MOXeT 6bITb NepeHeceH
B A0EePHbIV KOMMapTMEHT C MOMOLLIbIO BEKTOPA
Ha OCHOBEe afjleH0aCCOLNNPOBAHHOIO BMpYyCa
(AAV). NMpoBoaATCA UCCNeO0oBaHNA C y4acTu-
eM nayyneHToB ¢ myTaumen m.11778G>A, n nog-
TBEPXOEHO KIIMHNYECKM 3Ha4YMMOe yiy4lleHne
ocTpoTbl 3peHna — 0,30 logMAR rno cpaBHeHWo
C eCTeCTBEHHbIM TEYEHMEM Ha NPOTSXKEHNN

3,9 roga nocne Havana ne4yeHus.

I'IporpaMMa ANarHOCTUKu

HacnepcrtBeHHas onTuyeckas HeliponaTus Jlebepa

CHWM)XeHUe 3peHnda oOHOro rna3a —

OCTpoOe 11 nogocTpoe,

6e36051e3HeHHOe

@ MeXxfayHapopgHas 6asa
MyTauui MUTOXOHOPWaNbHOMN

OHK Mitomap

@ nocnepywouiee CHmxeHne

3peHuns BTOpOro rnasa —
Ha MPOTSXEHWM OT Hefenu

Jo ropga

rmnepemMusd, yMep9HHbII7I OoTeK
OUCKa 3pUTesIbHOIro Hepea
M nepmnanunnapHoOro cnod

HEepPBHbIX BOJTOKOH

-+, 1:39000—70 000

x JacToTta BcTpeyvaemocTtn HOHJ1

* p K

B cTpaHax CeBepHou EBponebl



MporpamMma gMarHoCTUKU

HacnepcTteeHHas onTuyeckas HelponaTtua Nle6epa (HOHI)

®

KypaTop nporpamMmsi
KpbinoBsa

TaTbsiHa JMUTPpUEBHa
Bpay-1abopaTopHbI FEHETUK,
H.c. DIBHY «MIHL», K.M.H.
Ihon@med-gen.ru

Tvn gMarHoCTUKM

TecT Ha 19 YacTbix MyTaunin MTOHK,

xapakTepHbix anga HOHJI, a Takxe

YacTtou myTauum B reHe DNAJC30.

: Mpwv OTCYTCTBUN YaCTbIX MyTaLWi

NPOBOAUTCS aHan3 NoHOM

nocnegosaTensHoCcTN MTOHK

. Mertop

OHK-gnarHocTrka

KpuTepuu BKloYeHUS B NporpaMmmy

> rpaxpgaHcteo PO

- BO3pacT — oT 6 o 50 net

> Hanuune 3akayeHns opTanbMonNora,
B KOTOPOM K/IMHMYECKW NOCTaBeH

: anarHos HOHJI

@ Hanuuue yacTU4HOM aTpoPpUM

3putenbHoro Hepsa (HA3H)

He gBNndeTcd OCHOBaHMEM BKIOYeHUd

B Mporpammy
i > paHee He yCTaHOBNEeHHbIN

MOJTIEKYNAPHO-TeHETUYECKMIN

MeTodamm gnarHos HOHJI

MaTtepunan gns aHanusa
LlenbHasa He3aMOpOXeHHas KPOBb
c 3OTA (2—-5 mn)

CpoK AnarHocTuKu

| 25-45 pueii
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OcHoBaHuMA Anga uccnepoBaHus
KnuHu4yeckue CUMNTOMBI:

1. CHWKeHMe 3peHnsd ogHoro rnasa —
oCTpoe 1nm nofdocTpoe, 6esbonesHeHHoe,
nocnefyloLlee CH/KEHNe 3peHNst BTOPOro
rnasa Ha NPoTHKEHUN OT Hefenn 4o rofa
2. [Mnepemusd, OTeK AnCKa 3pUTeNIbHOro
HepBa V1 NepunanuIgpHOro cnos
HEePBHbIX BOIOKOH, NepunanuiispHble
TefleaHrnaKTasnm B OCTPON CTaanmn

3. HapylueHne LeHTpanbHOro 3peHns —
LleHTpanbHas CKOTOMa; CHUXKeHne
TONWMHBI C/IOA TaHTTNO3HbIX

KNEeTOK CeTHaTKn

[loKyMeHTbI
HanpaBneHue Ha reHeTU4Yeckoe
uccneposaHue
C otmeTKoW «[porpamma “dnarHocTuka
HacnenCcTBeHHOWM ONTNUYECKOoM
HeponaTum Ne6epa (HOHST) »
[Oo6poBonbHbie
MHPOPMUPOBaHHbIE cornacus
- Ha MefVKo-reHeTnyeckoe
KOHCYNbTUPOBaHNE 1 FreHeTn4eckKoe
obcnenoBaHne
- Ha 06paboTKy NepcoHanbHbIX aHHbIX
- Ha y4yacTue B Hay4YHOM 1CCieoBaHNN
© Kaxxgoe cornacue gomKHO
6bITb NOANMCAHO
MeanUMHCKMe AOKYMEHTbI NaLueHTa
JlabopaTtopusa BNpase 3anpocuTb
OOMONHUTENbHbIE MEAULIMHCKNE

OOKYMEHTbI 419 YyTOYHEeHNA nHdopmaLumm

Hatanua LepemeT
Bpay-odTanbMOJOr, MaBHbIA HayYHbIN
COTPYOHWMK OTAENEeHMS NaToNornm ceT4aTKu
N 3pUTENbHOIO HepBa

®OreHY «<HUUIB nm. M.M. KpacHoBa»,

akcnepT PAH, o.M.H.

HacnepcTBeHHble ONTUYECKME HenponaTum
(HOH) — rpynna reHeTu4ecKn reTeporeHHbIx
3ab0M1eBaHNn 3pUTENIBHOIO HEPBA, NPOABIA-
IOLLIMXCS BbIP@XKEHHBIM CHXEHMEM OCTPOTHI
3peHUS, LIBETOBOIO 3peHus, GopmMrpoBaHIeM
LLeHTpanbHbIX CKOTOM. [ToVCK 19 NepBUYHbIX
MyTauuin MTOHK, accounmmpoBaHHbIX C Ha-
CNefCcTBEHHOW OMTUYECKOW HelponaTuen
Ne6epa (HOHM), n MyTauuii B rene DNAJC30,
BbI3bIBAOLLIMX 8y TOCOMHO-PELLECCUBHYIO HOp-
My HOHJT, aBnaeTcd onTrMasibHbIM METOLOM
nogTeep>patowen AnarHoCTUKMU. ITO Cro-
COBCTBYET BbIOOPY TaKTUKM BEAEHNA NaLMEH-
Ta U 9OOEKTUBHOCTN MEAUKO-TEHETUYECKOrO

KOHCYNbTNPOBaHWA.

©

Fopsa4yas nuHus
+7 (495) 111 03 03

®rBHY «MI'HL», peructpatypa
10.00-16.00
[ToHegenbHUK—MAaTHULA

registratura@med-gen.ru

Mporpeccupytowmre 3abonesaHns Mbl-
LWEeYHOW CUCTEMbI BO3HUKAIOT N3-3a
nedeKToB B reHax, KOTopble Heobxo-
OUMbl ONS HOPManbHOW CTPYKTYpPHbI
MbILWL, U X GYHKLMOHUPOBaHUA. Haun-
bonee pacnpocTpaHeHHas rpynna Mo-
HOreHHbIX 60/1e3HEN HEPBHOW CUCTEMBI
C PasNMUYHbIMU TUMaMKN HacnegoBaHUA
(ayTOCOMHO-A,OMMHAHTHBIM, 8y TOCOMHO-
peLeCcCUBHBIM, X-CLIEMNNEHHbIM, MUTOXOH-
ApvanbHbIM) COCTaB/ISET CYLLECTBEHHYIO
OO0 B CTPYKTYpPE HO30/10MMYeCcKoro
CreKTpa HacneacTBEeHHbIX 6bonesHen
HEepPBHOW CUCTEMBI. [J/19 HEKOTOpPbIX 3a-
6oneBaHUn U3 3TOW rpynnbl CO30aHbl

npenapatsl ANa apHeKTUBHON Tepanuun.

HacnencTtBeHHbIE
3aboneBaHuUA

C NpenMyLLeCTBEH-
HbIM NMOpPaXXeHNeM
MbILLL,
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MbiWle4yHass gucTpodpus
[ioweHHa/bekkepa

MKB-10: G71.0 (MA4E) / 8C70.1 (MAL) / MKB-11: 8C70.0 (MAE)

Pepkoe reHeTn4YecKoe HepPBHO-MbILLEYHOE 3aboneBaHne, KoTopoe XapaKTepunsyetcad

nporpeccupytoLen cnabocTblo n aTpoduren Mol 1, Kak CreacTBume,

cepaedHo-cocyanucCTbiMU, ObIXaTe/lbHbIMN N OpTONnegn4eCKMMN HapyLueHNAMN

Muoguctpoduna [dioleHHa
(MOO) sneps.ble 6bia onucaHa

PPaHLYy3CKMM HEBPOSIOTOM

fmnomom [ioweHHom B 1853 rofy.

CnycTs1 100 neT repmaHcKuin
HEeBPOSOr, MCUXMATP U FEHETVIK
[NeTep bekKkep BnepBble onucarn
BapuaHT c bosee nerkum

TedyeHnem

KnuHu4eckue nposB/ieHnd
M OCHOBHblIe CMMITTOMDbI

BonesHb nepepaercd no X-cuenieHHoMy pe-
LlecCUBHOMY TWUMYy HacriefoBaHWb, bonetoT
B OCHOBHOM Mafbyuku. MyTaumm B reHe DMD
HapyLlatoT BblpaboTKy 6efika gucTpoduHa,
KOMM4YeCTBO KOTOPOro y nauveHtos ¢ MO[
PE3KO CHUMXEHO, BMIOTb A0 MOJSIHOrO OTCYT-
CTBUA. JUCTPODUH — «aMOpPTN3aTOP», KOTOPIN
3alUMLLEaeT MUOLUTBI OT paspyLleHNd Npu co-
KpaLLEHUSAX MbILLILL.

MbiweyHas guctpodus fOioweHHa

OB6bI4YHO NPOABAETCH B NMepBble TP Frofa XKn3-
HW. XapaKTepHbl 3aepXKka pasBUTUa MOTOP-
HbIX QYHKUMIA N NCUXopeyeBble HapyLleHUs.
[BrxeHna Henoskmne, NaLMeHTbl Ha4YHatoT
XOOUTb Ha HOCOYKax, YacTo nafatoT, BbICTPO
yCTaloT, C TPYOOM MPbIratoT U NpUCeatoT.

B panbHerwem nposasngdoTcd npmem fosepca
(naumeHT BCTaeT ¢ nosa, onupasch pyKamu Ha
KOMEHW), yTUHas NMOXo[Ka C LMPOKO paccTas-
JIEHHbIMW CTOMaMK, NCeBOOMUMNEPTPOPUA UKPO-
HOXHbBIX U AFOONYHbIX MbILLIL,

[Mo3aHee naumeHTbl TeEPADT CMOCOBHOCTb XO-

anTb (B 8—12 neT 60/bLUNHCTBO NepeaBuralTcs
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B KPEC/Ie-KOMACKE), yTpadYnBaoTCs GYyHKUUN
BEPXHWNX KOHEYHOCTeN, nocne 15 net HacTynaeT
nporpeccupytollas cepaedHas 1 apixatesbHas
HeJoCTaTOYHOCTb.

MbiweyHas auctpoodus Bekkepa

OBbI4YHO NPOSBASETCH B NepBble TPU FOfa XIn3-
HW. XapaKTepHbl 3adePXKKN PasBUTUS MOTOpP-
HbIX QYHKLWI 1 NCUXOpeYeBble HapyLUeHWs.
[BVKEHNS HENOBKME, MaLNEHTbl HauMHaoT
XOOWNTb Ha HOCOYKax, pebeHoK YacTo najaeT,
ObICTPO yCTaeT, C TPYAOM MpbiraeT 1 npuce-
naeT. B ganbHenwem nposBngaoTCs NpueMmsl
foBepca (nauneHT BCTaeT ¢ nona, onupasch
PYKaMu Ha KOSIeHW), yTUHasA MOXOKa C LUNPOKO
pacCTaBEHHbIMY CTOMaMK, NCEBAOMMNepPTPO-

CDVIH MKPOHOXHbIX N ArOANYHbIX MbILLILL.

Ha nosgHux cTtagusx 3aboneBaHng TepseTcs

CMNOCOBHOCTb CaMOCTOATESNIbHO XOo04aunTb

C Y,

.

JlabopaTopHasa gnarHocTUKa

OnpepeneHune akTMBHOCcTU KDK
XapaKTepPHbLIM ABASETCH MOBbILLEHNE KPEaTUH-
dochokmHaszbl (KPK) B 100—1000 pas (He MeHee
2000 Ea/n).

MonekynsapHo-reHeTuyeckoe uccnegosaHue
ViccneposaHve reHa DMD: KpynHble MyTauum
(meneunn 1 gynankauumn) onpeaenaioTcs Ha
rnepBOM aTarne metofom MLPA 1 BCTpeyatoTcs
B 60% cny4aeB; Mmasble MyTaLny, B TOM Ynucne
HOHCEHC-MYyTaLunK, BbIABNAIOTCA Ha BTOPOM

aTane nccnenosaHuns (NGS) y 40% naumeHToB.

JleyeHue

CuMnTOoMaTUYeCKas Tepanus

BepneHve aBngetca MynsTUANCUANIVIHAPHbLIM.
Ba3oBbIM KOMMNOHEHTOM MeAVKaMEHTO3HOM
Tepanuun 9BAsSeTCS NPUMEHEHKE MIIOKOKOPTU-
KOCTEPOWAOB.

MaToreHeTn4yeckKas Tepanus

Pa3paboTaHO HECKO/MBKO NpenapaToB 4/15 na-
TOreHeTNYeCKoW Tepanmnm. «AtanypeH» nokasaH
nawyeHTaM ¢ HoHCeHC-MyTaumsaMm B reHe DMD
(3aMeHa aMUHOKMCIIOThI Ha MPEX AEBPEMEHHbII
CTOM-KOAOH BCTpeYvaeTcs npuMepHo y 20% na-
LMEHTOB).

Takke B Poccum npuMeHaAOTCA Apyrve npe-
napatbl MaTOreHeTNYeCKOW Tepanunu, KoTopble
rnokasaHbl npu geneymax B8 DMD-reHe, nof-
JatoLyxca Tepanmmn nponyckoMm 51-ro v 53-ro
3K30HOB (3K30H-CKUMMUHT), — «TEnMpCeH»,

«[onogmnpceH» U «BuntonapceH».

MporpaMma ANUarHoCTUKMU

MwonaTus OioweHHa/bekkepa

@ BO3pacT NPOosBeHNS
6onesHn

@ 3afepxKa

MOTOPHOIO Pa3BUTUS

@ HeyBepeHHada noxonka,
Xofbba Ha HOCOoYKax

o

@ npuemsl [oBepca

npu nogbeme C nona

@ ceppgedvyHasa n abiXatellbHada
HeOOCTaTO4YHOCTb

1:5000/1:20 000

yacToTa MmmogmucTpodum [oweHHa/bekkepa

cpen HOBOPOXAEHHbIX MaJibYMNKOB
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Mporpamma guarHoCTUKU

Muonatusa [JioweHHa/Bekkepa

®

KypaTopbl nporpaMmbl
MonsikoB

AnekcaHpgp BnagumMunposuy
3aBefyoLmnin nabopaTopuren
OHK-gnarHocTukn, npodeccop,
uneH-koppecnoHaeHT PAH, O.6.H.
polyakov@med-gen.ru
WarunHa

Onbra AHaTonbeBHa

B.H.C. NabopaTtopuun OHK-grarHocTunku,
3aBefytolllas nabopatopuen
MOJTEKYNAPHO-FEeHEeTUYECKOM
OMarHoCTUKN N2 1, K.M.H.

schagina@med-gen.ru

®

Tvn ANarHOCTUKu
OHK-anarHocTtuka
MeTop
KonnyecTseHHad MybTUNNEKCHasA
nurasHas peakumsa ans noncka KpyrnHbix
aeneunin/pynnnkaunii reda DMD (MLPA),
MacCcOBOe napasnnenibHoe CeEKBEHUPOBa-
HVe ansa novcka mManeix myTauuii (NGS),
cexkBeHnpoBaHue no CeHrepy (TonbKo
A5t HOHCeHC-MyTauuii reHa DMD)
Kputepuu BKoYeHUs B NporpamMmy
= rpaxxgaHcTBo P® n ctpaH CHI
> MYXCKOW Nnon, 6e3 orpaHn4eHnin

no BO3pacTy
- YpPOBEHb KpeaTnHPOCPHOKMHa3bI

B CbIBOPOTKE KPOBW HE MeHee

2000 Eg/n.

©

Fopsa4as nuHus

+7 (800) 100 17 60

OnepaTtop nporpammbl Aston Health
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OcHoBaHu1sa gNg uccnegoBaHUs
KnuHunyeckue cMMnToMmbl

M nabopaTopHbie NoKasaTenu
[Mofo3peHne Ha MblleYHY ANCTPOGUIO

OioweHHHa/Bekkepa

MaTepuan gns aHanusa
LlenbHas He3aMopOXKeHHas BeHO3Has
KpOoBb B Npobupke 3ATA (2 mn)

CpOK AMarHocTuku

no 60 gHen

[ OKyMeHTbI

HanpaBneHue Ha NnpoBefeHve

reHeTNYeCKOoro NCCnefoBaHus, aHkeTa

LNo6poBobHbie

MHPOPMUPOBaHHbIE COrnacus:

> Ha MefMKO-reHeTnyeckoe
KOHCYNbTUPOBaHMe 1 obcnefoBaHme

<> Ha nepepgayy 61oNorn4yeckoro
maTepuana n oopaboTky
nepcoHanbHbIX AaHHbIX

O Kaxxgoe cornacue gomKHO

6bITb NOQNMUCAHO

09.00—-18.00, noHeaeNbHUK—AATHNULA
3BOHOK Mo Poccum 6ecnnaTHbIv

aston-health.com

CBeTnaHa ApTeMbeBa
BpaY-HEBPOJSIOT, 3aBefytoLLan
OETCKUM MCUXOHEBPONOrNYECKUM
otgenerHnem — 2 HWKW negmnatpunmn

1N OETCKOWN XMPYPriv M. akadeMuka
tO.E. Benbtuwesa, Praoy BO PHUMY

um. HW. lNMnporosa, K.M.H.

[Mporpamma AnarHoCTUKKM Muonatuy droul-
eHHa/BekKepa BK/loYaeT B cebd noaTanHoe
ncecnegoBaHne geneunin n oynnnkaumin B reHe
ONCTPOdVHA U NP HEOBXOOMMOCTU BbIBIIEHME
TOYEYHbIX MyTauWii MyTEM CEKBEHNPOBAHUS.
CBOeBpeMeHHas NMoCTaHOBKa MOMEKYISPHO-
reHeTUYeCKoro guarHosa gaeT BO3MOXHOCTb
CeMEeNHOro NPOrHo3a, a B HEeKOTOPbIX Crlydasix
MO3BOJSET HAa3HAYNTb MaTOreHeTNYeCcKoe ne-
YeHue. PacllmpeHHas naHes b CEKBEHVPOBaHUS
MOXET MOMOYb B ANbdEPEHLanbHOM AnarHo-

CTUKE CXOXMX GOPM APYrX MUOANCTPODWIA.

bone3Hb [loMne

MukoreHo3 |l TMna

MKB-10: E74.0; MKB-11: 5C51.3

HacnepncTteeHHoe 3aboneBaHue 13 rpynnbl IM30OCOMHbIX 6onesHen HaKonneHus,

CBA3aHHOE C HeJOCTAaTOYHOCTbLIO pepMeHTa KWUCMON a-rnioKo3maasbl B IM30COMaXx,

YTO NPMBOAOUT K HAKOIMJIEHNIO IMNMKOIreHa B CKeJ1IeETHbIX U CGp,D,G'-IHOPI MbILILLaX

©

KnuHunyeckue npodaBiieHnA
n OCHOBHbIe CUMITTOMDI

BeigenstoT aBe popmbl 60n1e3HM NomMne B 3aBU-

CMMOCTWM OT BO3pacTa MaHI/Iq)eCTaLI,I/II/I.

MnapeH4yeckas ¢opmMa
MaHudecTtauua n TeyeHue

MpogaBnseTcsd B HeoHaTaNbHOM nepuoae nnu
MaeHYeCTBE, XapaKTePU3yeTCsa THKENbIM MPO-
rpeccupyloLM TeYeHeM: Npobnemsl ¢ Npu-
baBfeHEM B BeCe, HapyLUeHne rnoTaHus.
CUMNTOMOKOMIJIEKC «BSANOro pe6eHka»
MaumeHT ManomnoABWKeH, ObICTPO yCTaeT.
B nonoxeHuu nexa npuHrMMaeT o3y NaryLu-
KW: MpW NOMbITKE MOAHATb ero 3a PyKu rofoea
OTKMApIBaeTCS Hasag.

Makpornoccus

Y Kaykoro TpeTbero MmnafeHua HabnogaeTcs
yBENMYEHME A3bIKa.

Mopa)keHue cepaua

[lo roga 4acTo BbIIBNAETCA rMnepTpoduyeckas
KapavoMmonaTus, MprBoadLlas B AanbHeNLWeM

K CepaeyHon HeloCTaTOYHOCTH.

I'Iopa)KeHMe AbIXaTesIbHOA CUCTEMDI
YacTo gbixaTesibHag HEAOCTAaTOYHOCTb pas3-
BMBaETCA B pe3yribrate cnabocTu anagparmsl

N MexKpebepPHbIX MbILLLL.

Bones3Hb NoMne
C NO3AHMM Ha4yanoMm

MaHudecTtauusa n TeyeHue

3aboneBaHme MOXET NMPOABUTLCS B AETCTBE,
IOHOLLIECKOM 1 B3pOC/IOM Bo3pacTe. [115 aTow
GOpPMbI XapaKTEPHO 6oee MArkoe KnnHmu4e-
CKoe TeuyeHue.

MbiweyHasa cnabocTb

MpoKkcuManbHas MruonaTus, MbllevyHasa cna-
BOCTb, BbICTPAN YTOMNAEMOCTb, USMEHEHMEe
noxogdku (yTrHaa noxoaka). MauneHT UCrbli-
TbiIBaeT TPYOHOCTW NpY MObeME MO NeCTHULE,
HapyLlaeTcs ocaHKa.

HapylweHus nuueBoi MycKynaTypbl

YacTo HabntogatoTes cnabocTb NLEBON My-
CKynaTypbl, NTO3, U3MEHEeHKe ronoca.
KocTHag cuctema

MocTeneHHO NOABNAOTCS HapyLLIEHMS CO CTOPO-
HOHbl KOCTHOW U AblXaTeNbHOW CUCTEM, FNep-
NOPA03, CKOMMO3, Pa3BMBAETCS AblXxaTeNbHada
HEe[OCTaTOYHOCTb MPWY OTCYTCTBUN KIVHNYECKM

BbIPAXXEHHOr 0 MopaXkeHns cepaLla.
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Briepsble 3aboneBaHmne
OMMCcCaHo NaTosIorom

V.K. Momne B 1932 rogy,

a B 1963 rofy 6enbrnncknm
GU3MOoNOor 1 BUOXMMUK
A.-XK. Xepc ycTaHoBUN
OCHOBY NaToreHesa —
He[lOCTaTOYHOCTb
NIN30COMHOIro pepMeHTa

aﬂbCDa-rﬂFOKO3Mﬂ.a3bl



®

NNabopaTopHas guarHocTukKa

NHpukaTopbI

HabntopaeTtcs NoBbILEHNE YPOBHA KpeaTWH-
docodokmHashl (B AranasoHe 600—2000 E/n),
nakTatgervgporeHassl, AnAT, ACAT B KpoBW.
CHM)XeHWe aKTUBHOCTU a-rnioKo3npasbl
MaTOrHOMOHWYHbBIV MPU3HaK 3aboneBaHus.
MopTBepxpalolLas AMarHocTuKa

[nsa noaTBepAeHNsa AMarHosa 1 npeHatans-
HOW AMarHOCTUKN B CEMbE MPOBOAAT MOUCK
MaTOreHHbIX BApMaHTOB B reHe GAA MeTo[0oM

MOﬂeKyﬂﬂpHO-reHeTl/l‘-IeCKOVI OVNarHOCTUKN.

JleyeHune

MaToreHeTn4yeckas Tepanusi

MoXW3HEeHHas depMeHTHad 3aMecTUTe bHas
Tepanusa PeKoMBUHaAHTHOW YeTOBEYECKON
a-rAnKo3naason.

CuMnToMaTU4YeCKoe neYyeHue

Mpwn cepaevYHor HegoCTaTOYHOCTU PEKO-
MeHOOBaHO MPVMEHEeHVe rpynn npenapa-
TOB — CepAeYHbIX MMNKO3UA0B, ANYPETNKOB,
beTa-6/10KaTOPOB, UHIMBUTOPOB aHMNOTEH-
3UH-TIpeBpaLlatollero gepmeHTa. [Npun gbixa-
TeIbHOW HeJOCTAaTOYHOCTU peKoMeH0BaHa

HenHBa3BHadA KNCIopOoOHadA nogaepxka.

1:40 000-300 000

YyacToTa 3aboneBaHud

@ CnabocTb NMLEBOM

MporpamMma guarHOCTUKMU

MMC | Tnn, 6onesHb Nomne, 6onesHb HumMaHHa — lNuka A/B

@ MaKpornoccua

@ MpoKCcMMalibHada

MYCKynaTypbl

@ runepropaos

B 3aBNCUMOCTWM OT CTpPaHbl M 3THOCa
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MbllLieYHasa cnabocTb

N3MeHeHns MblLuL
npu 6onesHn Nomne

HakonneHwve rnnkoreHa

[1o maTepuranam cTaTbmn
«bonesHb Nomne: 0630p

nnTEpaTypbl 1 cepun

cny4yaeB»

MporpamMma gnarHocTuku. Poccus

MIMC | Tun, 6onesHb lNomne, 6one3Hb HMMaHHa — MNuka A/B

®

KypaTop nporpamMmbi
3axapoBa

ExkaTepuHa lOpbeBHa
3aBepytolllasd nabopaTopuen
HacnefACTBEHHbIX b0ne3Hen
0bMeHa BEeLLEeCTB, [.M.H.

pompe@med-gen.ru

- TN guarHocTUKK

Broxmmunyeckaq

OHK-gnarHocTtumka

KpuTepum BKOYEHUS B MPOrpamMmmy

- rpaxgaHcTtso PO

i > 6e3 orpaHMyeHunin No BospacTy

OcHoBaHug anga nccnepgoBaHusd
Bonee 1 cumntToMa/uaMeHeHUsA
nabopaTopHbIX NOKa3aTenemn

1. 3apeprkka GU3n4ecKoro passuTna

2. CYMMTOMbI MUOMATUN (MOSIOKNTESbHbIE
npviemMbl foBepca, HapyLleHre NOXOAKMN,
TPYAHOCTU NPW NogbemMe No NeCTHULE).

3. MpenMyLLeCcTBEHHO NPOKCKMarbHas
MbllleYHasa cnabocTb.

4. HapyuleHve ocaHku (CKonvmos u/vinm
KNGHO3, N10PA03, «KPbITOBUOHBIE TONaTKM).
5. MosblleHre KOK (He 6onee 3000 en/n).
6. [MnepTpoduyeckas kapagnoMmonaTms
(metv oo 1ropa).

7. Makpornoccus (aetn).

8. CMNTOMOKOMMEKC BANOro pebeHka
9. Npu3HaKM NOACHO-KOHEYHOCTHOM

MmnonaTtnn.

MaTtepwan gnga aHanusa

KpoBb Ha kapTouke-punsTpe N2 903
CpOK ANarHoCTUKM
Broxumumyeckaa — 14 gHen

OHK-gnarHocTuka — 25—45 gHen

[lOKyMeHTbI

HanpasneHue Ha reHeTn4eckoe

ncenepoBaHne

[o6poBonbHble

MHbOPMUPOBaHHbIE cornacus:

> Ha MeAVUMHCKOe BMeLLaTeNbCTBO
N reHeTnYecKoe nccnefoBaHmne

- Ha nepepfady 61MONoOrM4ecKoro
MaTepuana n o6paboTky
nepCcoHasbHbIX faHHbIX

O Kaxxgoe cornacue fomxHO
6HTbH0nnMCEHO

MeAuLUMHCKME AOKYMEHTbI NaLMeHTa

KpaTkas BbinncKa C yKasaHnem

OCHOBHbIX KJTMHNYECKNX CMMIMNTOMOB

1 NabopaTOPHbIX AaHHbIX, BKTFOYEHHbBIX

B KPUTEPUN A5 y4acTusa B NporpaMme

«BbonesHb Momne»

Mopsyasa nuHus
+7 (800) 100 24 94

Aston Health — onepaTop nporpammsl

06.00—19.00, noHeaeNbHUK—NATHUL,A
3BOHOK Mo Poccumn 6ecnnaTHbIv

aston-health.com
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Mporpamma gMarHOCTUKMU.
Pecny6nuka Benapycb

MIMC | Tna, 6one3Hb Nomne, 6one3Hb HuMMmaHHa — MNMuka A/B

®

KypaTop nporpamMmsi
3axapoBa

ExkaTepuHa lOpbeBHa
3aBefytolllagd nabopaTopuen
HacnefACTBEHHbIX bone3Hen
obMeHa BellecTB, [1.M.H.

pompe@med-gen.ru

Tun gQMarHoCTUKK

Bruoxnmmnyeckasn

OHK-gnarHocTvka

MeTop

TaHOeMHasa Macc-CneKkTpoMeTpus
OHK-gnarHocTvka

KpuTepuu BKNloYeHUs B nporpaMmmy

- rpaxgaHcTso Pecny6nukn Benapycb

i > 6e3 orpaHUYeHNii No Bo3pacTy

OcHoBaHusa pna uccnegoBaHuda
Bonee 1 cumnToMa/u3aMeHeHNs
nabopaTopHbIX NoKasaTenen

1. 3agepxka GU3N4ecKoro pasBuTnA

2. CYMNTOMbI MUOMNaTUK (MONOXKUTENbHbIEe
npremsl foBepca, HapyLleHre NMOXOAKY,
TPYAHOCTU MPY NOAbEME M0 NECTHULE)

3. MNpenmyLecTBEHHO NPOKCKManbHas
MbllleYHasa cnabocTb

4. HapyuieHune ocaHku (ckonvos n/unm
KNGO3, NOPA03, «KPbINOBMAHBIE TONATKY)
5. MoB.blweHne KOK (He 6onee 3000 en/n)
6. [MnepTpoduryeckas KapgnoMmonaTms
(metn po 1ropga)

7. Makpornoccus (oetn)

8. CMMMNTOMOKOMIM/IEKC BASIOrO pebeHKa

9. MNOACHO-KOHEYHOCTHadA MronaTus.
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MaTtepwan pnga aHanusa
KpoBb Ha KapTouke-odunstpe (DBS)
CpOK AnarHoCTUKm
Broxnmmyeckasa — 14 gHewn

OHK-gnarHocTtuka — 25—45 gHen

[oKyMeHTbI
HanpaeneHve Ha reHeTnyeckoe
nccnegoBaHme
[o6poBosbHbIe
MHPOPMMpPOBaHHbIE Cornacus:
- Ha MefVLMHCKOe BMellaTeNbCTBO
N reHeTnyeckoe nccnegoBaHmne
- Ha nepepfavy 61Moorn4yecKoro
MaTepuana n o6paboTky
nepcoHanbHbIX JaHHbIX
1 Apyrve cornacus
O Kaxxgoe cornacue fomKHO
6bITb MOANMCAHO
MeauunHCKMe [OKYMEHTbI NauneHTa
KpaTkas BbiMMCKa C yKasaHnem
OCHOBHBbIX KIIMHUYECKMX CMMTOMOB
N NabopaTOPHbIX [aHHbIX, BKTFOYEHHbIX
B KpUTEPUW 4N yHacTUs B NporpamMmme

«bonesHb MNomne». Pecynybnuka benapycb

Mopsyasa nuHus
Ibnsng@raredisease.ru

Ha 3TY MOYTY OTNPaB/IAKOTCAH:

- 06pasLibl CyXMX NATEH KPOBU

> 3a4BKa, 3arno/IHeHHada no LLIa6J'IOHy

Cepret HUKUTHH
3aBepyoLmin kKapegpon
HeBponornyeckmnx 6onesHemn MBum
OMNO ®IrEHY «MefmKo-reHeTUYecKui
HayYHbIN LLEeHTP MMEHW aKafleMmnKa
H.M. BoykoBa», Npegcepatens

POO «O6uecTBa creymanmcToB

MO HEPBHO-MbILLEYHBIM BONE3HAMY,

npodgeccop, 4.M.H.

MHoOrne HacneaCcTBEeHHbIE MUOMATU UMeIoT
OYeHb CXOfHble MPOSBEHNd, U Aaxe Bpay
€ 60MbLUNM OMbITOM He BCerga MOXeT yCTaHo-
BUTbL hOpMy 3a6oneBaHns. Mpu 9TOM TOYHbIN
[MarHo3 rnosBossieT 6oee TOYHO MPOrHO3MPO-
BaTb TeYeHue 60/1e3HM 1 Ha3HaYMTb Tepanuio,

B TOM 4YNCIe N NaToreHeTn4eKyto.

3TOo obwmMpHasa rpynna reHeTU4ecKu
reTeporeHHbIX 3aboneBaHNIn, KOTopble
XapaKTepusyoTcs aHoMarnbHbIM GopMun-
poBaHMeM ckeneTa. HekoTopble A0BOSb-
HO YacCTble 1 XOPOLLO M3BECTHbLI Bpayam,
MPW HUX CKeNETHbIE HapYLLEHUSs ABNSIOT-
CH BeOyLLMMUN B KITMHNYECKOW KapTUHe:
axoHpponnasusg, rmrnoxXoHgponnasuns.
Tepanusa NpoBOUTCS TOMbKO B ETCKOM
BO3pacTe, MNPUMEHEHME NTEKaPCTBEHHOWM
Tepanny BO3MOXHO TOSIbKO 4O 3aKpbITUSA
30H pocCTa.

Opyrve 6onesHn 9BNAOTCA pefKu-
MW, N MOpa)KeHMe ckeneta — O4HO U3
NposiBNEHNN MYNbTUCUCTEMHOM NaTo-
noruuv: Mykonosnmcaxapmgossl, anbda-
MaHHO3MA03, rmnodocoartasud. [nqa
HEKOTOpPbLIX pa3paboTaHa depMeHTHas
3aMecTUTesbHasg Tepanus, KoTopas Hau-
b6onee apPeKTMBHA NPU HayasbHbIX CTa-

ansx 6onesHn.

HacnencTtBeHHbIE
3aboneBaHuUA

C NpenMyLLeCTBEH-
HbIM NMOpPaXXeHNeM
cKeneTa
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AxoHpgponna3sud

MKB-10: Q77.4, MKB-11: LD24.00

3aboneBaHue, KOTOPOE XapaKTepUN3yeTCA KapJIMKOBOCTbIO 3a CHET YKOPO4YEeHUNA

MPOKCMMallbHbIX OTAE/I0OB KOHEYHOCTEWN

XOoT4 gy ¢ npraHakamu
axoHAponaasnm Geinn

XOPOLLO N3BECTHbI BO BCEM
MVIpe elle A0 Hallen apbl,
nepBbIM UCMOMNb30Ban TePMUH
«axoHgponnasug» Xons MNappoTt
B 1878 ropgy, a onncaHvne
3ab051eBaHNa NepBbiM
chopmynuposan Nbep Mapn

B 1900 rogy

©

KnuHnyeckue nposiBneHus
n OCHOBHbIe CUMMITTOMDI

PeHoTUN

BonbHble MMEIOT HN3KUIA POCT — NMPY POXOEHNN
46—48 cM™, y B3pocsbix — 120—130cm. Takxke
y HUX BOSbLUON Yepen C BbICTyNatWwmm 3a-
TbISIKOM, 3anaBLUasg NepeHocuLa, NPorHaTnam
Y B3POC/IbIX.

Oco6eHHOCTU KOCTHOM CUCTEeMbI
KOoHEeYHOCTU y MaLMeHTOB C axoHgponnasunei
YKOPOYEHbI 3a CHET MPOKCUMarbHbIX OTAEN0B.
KUCTn WnMpokme 1 KopoTKMe, nasnbLbl pacno-
JIOXeHbI B BUAe Tpe3ybua. HacTo y 60/bHbIX
HabntogaeTca N304aKTUNNS, BblPaXXeH MosAcC-
HUYHbIA NOpPaO03.

PeHTreHonorn4yecky BbIABAFIOTCH OUCTPO-
nopumus N1LLEBON 1 MO3roBOIM YacTemn Yepena,
YKOPOYEHME OCHOBaHWA Yepena, YMeHblUeHne
3aTbI/IOYHOIrO OTBEPCTUSA.

Tpyb4aTble KOCTN YKOPOYEHb! U YTOSMLLEHbI,
TUnnyHaga dopma Tasa — pasBepHyTble KPbl-
Jbs MOAB3O0LLIHON KOCTW, KPbiLLa BEPTTYXHbIX
BMafuH yToNLLeHa.

McuxoMoTopHoOe pasBuTUe

VIHTenneKT, Kak NpaBuio, B HOpPMe, HO OeTun

OTCTalOT B ABUraTe/IbHOM Pa3BUTUN.
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®

JlabopaTopHas guarHoCcTuKa

Mouck Hanbonee YacTbix

naToreHHbIX BapuaHTOB B reHax

Mpwn axoHpgponnasun — B reHe FGFR3
(NM_000142): c.1138G>A u c.1138G>C
(p.GIYy380Arg) 1 c.1123G>T (p.Gly375Cys).

Mpu runoxoHgponnasum — c.1620C>A
n c.1620C>G (p.Asn540Lys), c.1619A>G
(p.Asn540Ser), c.1619A>C (Asn540Thr).

Tpy64aTble KOCTN YKOPOYEHbI
1 YTONLLEHBI, KPblIbS MOAB3A0LLHOM

KOCTW Ta3a pa3BepHYThbl

"'l“"q' l:'.‘ '-f!:.‘-_.'T -

.a

<150 cm

Ell

@ HU3KWI pOCT

@ 6onbLIon Yyepern,

BbICTYMAMOLWMIA 3aTbINOK,
3anaBlUas nepeHocula
M MOSICHNYHbIN NOPA03

@ LMPOKME KOPOTKNE
KUCTW, nanbLbl B popme

Tpesybua

1:100 000

4aCTOTa HOBOPOXAOEHHbIX

C aXOHD,pOI'IJ'IaSI/IeIZ

Mporpamma guarHoCTUKU

[eHOTUNVPOBaHME BObHBIX aXOHE,pOI’IJ’Ia3l/IeVI

®

KypaTopbl nporpamMmsl
Monskos

AnekcaHpp Bnagumuposuy
3aBefytoLLmin nabopaTopuren
[OHK-gnarHocTtukmn, A.6.H., npodeccop,
uneH-koppecnoHgeHT PAH
polyakov@med-gen.ru

WarunHa

Onbra AHaTosibeBHa

B.H.C. nabopatopun OHK-gnarHocTunku,
3aBefytolLas nabopatopuen
MOJNEKYNSIPHO-TEeHETUYECKOW
anarHocTUKM Ne 1, K.M.H.

schagina@med-gen.ru

Tvn gnarHoCTUKM
OHK-guarHocTuka

MeTop,

TapreTHbI MOMCK Hanbonee YacTbix
naToreHHbIX BapnaHToB B reHe FGFR3
. (NM_000142): c.1138G>A 1 c.1138G>C
(p.Gly380Arg) 1 c.1123G>T (p.Gly375Cys)
npw axoHgponnasum n c.1620C>A

- 1c1620C>G (p.Asn540Lys), c.1619A>G
. (p.Asn540Ser), c.1619A>C (Asn540Thr)
npw rMNoxoHaponnasum

¢ KpuTepuu BKIIIOYEHMS B NpOrpamMMy

- rpaxpgaHcTtso PP

- BO3pacT NaluueHTa Ha MOMEeHT
nocTynneHvs matepurana
B nabopatoputo — o 15 net
BKOUUTENBHO (N9 Mob6oro
KONMMYyecTBa 60JbHBIX B CEMbE)

- B ClyYae pacxoxAeHnsa KOCTHOro
BO3pacTa He0bXOoAMMO CorflacoBaHume

no TenedoHy ropsyent NMHUU

MaTtepunan gna aHanusa
Kposb ¢ 3ATA (2 mn)

CpOK AnarHocTuKu

21 neHb

[loKyMeHTbI

HanpasneHue Ha becnnaTHyto

OHK-gnarHocTrky oT HabntofatoLlero

naumeHTa Bpaya

Oo6poBosibHble

MHPOPMMPOBaHHbIE cornacus

O Kaxxgoe cornacue AomkKHO
6bITb NOgNMUCAHO

- Ha NpPOBefeHNe reHeTNYeCKoro
nccnegoBaHug

- VMHbOPMUMpPOBaHHOE cornacure

Ha 06paboTKy NepCoHasbHbIX AaHHbIX

Fopsa4vas nuHus

+7 (800) 511 87 66

OnepaTop nporpamMmsl «Jlor HA Oan»
06:00—22:00

Be3 BbIXOOHbIX

3BOHOK Mo Poccum 6ecnnaTHbIv

www.logndel.ru
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Mykononucaxapunpos | Tmna

MKB-10: E76.0; MKB-11: 5C56.30

HacnepocrteeHHoe 3aboneBaHme 13 rpynribl TIM30COMHbIX 6one3Hewr HaKonneHus,

KOTOpOe CBA3aHO C HeOCTaTOYHOCTbIO pepMeHTa aJ'Ibea-L'M,D,ypOHVI,D,a3bI.

3TO NPUBOAUT K HAKOMEHWIO rMKo3aMmHornnkaHos (FAl) B KneTkax

1 HapyLleHUIo CDyHKLl,VII7I Pa3/iM4yHbIX OPraHoB U TKaHen

BrepBble ogHa 13 Gpopm
3a6onesaHus (cuHapom MNypnep)
Oblfla onMcaHa aBCTPUNCKNM
nepnatpom lepTpypom

['ypnep 1 ee HeMeL KM
Konneron MarHxapaom

®oH MNpayHpnepom. MNosgHee
aMepuKaHCKnm odTanbMonor
laponbp LWelie onvcan gpyrom
BapunaHT 601e3HN — CUHAPOM
Lllene. 3aTem onncaHa
npoMexyTo4Hasa ¢opma —

cuHppom lNypnep — Lene.

KnuHu4yeckue nposaBiieHnd
n OCHOBHbIe CUMMITOMDI

MepBble nposBneHus

Bonbllas oKpYyXXHOCTb ronoBbl. [PbIKK Mynoy-
Hble, YacTo naxoBsble. B nepBom nonyrogunmu
XN3HW N3-3a UCKPUBEHUSA TEN NMO3BOHKOB
NOSABNAETCS BblpaXeHHbIV MOSCHUYHbIN TMH0YC.
NHPekuumn

OpfHa 13 NpUYNH — OCOBEHHOCTU aHaToMKYe-
CKOIO CTPOEHNSA BEPXHUX OblXaTefIbHbIX My TeN.
HapyLwieHusi KOCTHOM CUCTEMbI
JedopmaLunm ckeneta, MHOXXECTBEHHbIN AN-
30CT03. OrpaHnyeHHas NoABVKHOCTb B KpYym-
HbIX CyCTaBax 3aMeTHa Ha NepBOM rofy XU3HW.
TyronoaBM»HOCTb CYCTaBOB C V3MEHEHNEM
MEJKNX KOCTer ¢ GOPMNPOBAHNEM «KOI TUCTOW
KNCTU». Ha 2-3 rofy NpoaBAstoTCA 0CObeHHO-
cTn ¢peHoTuna (rapranongHocTb): 60/bLlas
ronoBa, BbIMYK/IbIA 106, KOPOTKUIA HOC C 3a-
naBLLUEN NepeHOCULEN U LUMPOKMU HO3APSMM.
CylecTByeT Tpy KNnHn4eckme dopmel MIIC |.
OHM NPOSIBASIOTCS B Pa3HOM BO3pacTe U NMpo-

TEKAOT C PA3HOW CTEMNeHbIO THKECTU.
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CuHppom lNypnep

Havnbonee Tsxenaa Gopma C 3afepXKKOon pas-
BUTWS N paHHe MaHndecTaunern B 6—8 Me-
csaueB. OCHOBHbIM MPU3HAKOM ABASETCH KOCT-
Has MaToNorng. HU3KUM POCT, MHOXECTBEHHbIN
OM30CTO3, FPYAONOACHUNYHBIA KNDO3, rpybble
4yepTbl N1ua (rapronnnam). PeumansupytoLlme
FPbIKW U renatocrieHomMeranus. Moyt y Bcex
NaLMeHTOB BbIABNAT HapyLLIEHUA QYHKLNN
cepAua — KapaMoMmonaTuio 1 passnyHble na-

TONOornm ceppaedHbiX KfariaHoB.

CuHpgpom Llene

HpOﬂBJ’IﬂeTCﬂ nocne natTn netT, HO 4YaCTo He
OnarHocTmpyeTca 4O B3POC/IOro Bo3pacTa
N3-3a NIerkoro Te4YeHmns. TUNnYHbIMM CUMNTO-
MaMWu ABNAKOTCA TYronogBXHOCTb CyCTaBOB,
NMOMYTHEHME POoroBuLbl, CMHOPOM 3aMACTHOIO
KaHalla 1 MeHee Ta)XXellble KOCTHbIe MaTos10I iA.
B HEKOTOPbIX C/Ty4adAXx ONMncCbiBakoT He|7|poceH—

COPHYIO TYrOyXoCTb.

CuHppom lNypnep — Lene

HaudnHaeT npodsnaTbca B 3—8 neT. [poMexy-
ToYHas dopMa 3abof1eBaHNs C TEM XKe Crek-
TPOM KJIMHUYECKMX CUMMTOMOB Pa3/INyHOM

cTerneHum TsaXxecTwn.

JlabopaTopHasa gnarHocTUKa

BuoxumMumnyeckasi

CHWXeHne akTUBHOCTU depMeHTa anbda-L-
MAYPOHVAA3bl B KPOBW. [10BbILLIEHHAsS 3KCKpe-
LuMa gepMataHcynbdaTta 1 renapaHcynbdaTta.
OHK-pguarHoctuka

[ns noaTBep)xaeHUa anarHo3a NpoBOAAT MO-

WCK MaToreHHbIX BapraHToB B reHe [DUA.

JleyeHue

ViMeeTca naTtoreHeTnyeckoe fnedyeHne —
depMeHTHada 3aMecTUTebHaga Tepanus pe-
KOMBOWHaHTHOW 4YenoBevyeckow anbda-L-
MAYPOHWAA30M.

Mpu Hanbonee Tshkenom popme MIC I, CUH-
apome lypnepa, TpaHCcnaaHTauum remono-
3TUYECKNX CTBOJIOBbIX KNETOK A0 BO3pacTa
2—-2,5 net no3BongeT nsbexaTb OCNOXHEHNN
HEePBHOW CUCTEMbI, BEAET K YMEHbLUEHUIO Ne-
YeHU N CeneseHKN, yydleHno GYHKLUNA Obl-
XaTenbHOW 1 CepAEYHO-COCYANCTON CUCTEM.
KoMnnekcHas cuMnToMaTyeckas Tepanivs Ha-

3Ha4YaeTCHd KOMaH}J,OVI crneunanncToB.

1:100 000

yacTtoTta MIC | cpegmn

HOBOPOXOEHHbIX

@ KapaonomMmonaTtug,

MporpamMma guarHOCTUKU

Mykononuncaxapugos | Tuna, 6onesHb Nomne,

6onesHb HumaHHa — MNuka A/B

@ NMOSICHNYHBIV TMBBYC
dopMupyeTCs Ha NepBOM

NOMYroAnN XXN3HN
npwv cuHgpoMe Nypnep

e0c0ccoe,
°°® e,

eseccccene,,,
®e
.

@ renatocriieHoMeranuma
N FPbDKN

MHOXECTBEHHbII
[M30CTO3, KOrTucTas
KWCTb, TYrOoMnoOBMKHbIE
cycTaBbl

@ NMOMYTHEHUE POoroBuLbl

i

naTonorngd KnanaHoB
cepaua
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Mporpamma guarHoCTUKU

Mykononuncaxapugos | Tuna, 6onesHb NoMmne,

6onesHb HumaHHa — Muka A/B

®

KypaTop nporpammsl
3axapoBa

EkaTepuHa lOpbeBHa
3aBefytolllan nabopatopuren
HacnenCcTBEHHbIX 6ONe3HeN
0obMeHa BEeLLeCTB, 4.M.H.
MPS1@med-gen.ru

®

Tun QUarHoCTUKn

Broxvmumyeckada

OHK-gnarHocTrka

MeTop

TaHOeMHas Macc-CrnekTpoMeTpus
(onpepeneHne akTUBHOCTA

dbepmeHToB, aHanus A
OHK-gnarHocTtuka: myTaumn B reHe IDUA.
Kputepun BKNoYeHUs B NporpamMmy

- rpaxgaHcTtso PO

> 6e3 orpaHn4yeHnr No Bo3pacTy

©

OcHoBaHusa gnsa nccnegoBaHms
KnuHu4yeckne cUMNTOMbI

n na60paToprle NnoKa3aTenn
1. Bafeprkka pocTa 1u/mnu 3agepkka
NCUXOMOTOPHOIO Pa3BUTNA

2. Orpy6neHue 4yepT nvua

3. MHOXECTBEHHbIV JU30CTO3

4. «Kortucrtasa KUCTb»

5. TyronoABMKHOCTb MENKNX

1 KPYMHbIX CyCTaBOB

6. [ToMyTHeHMe porosuLbl

7. PeLAVBUpPYIOLLIME FPBIXN

I/I/VIJ'IVI OTUTbI, PUHUTDI
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MaTepMan angd aHannsa
KpoBb Ha KapTouyke-dunibTpe
N2 903 v/nnu kposb ¢ 3OTA,
06pasLibl Moun (aHanms AN
CpoOK guarHoCTuKmn
Bruoxmmumyeckasn — 14 gHen

OHK-gnarHocTtuka — 25—45 aHen

[loKyMeHTbI

HarlpaBneHme Ha ANarHoCTuKy,
I'Ipe,D,I'IOJ'IaI'aeMbIVI ANarHo3, KOHTaKTbl
HanpaBuBLUero spaya

MefguuMHCKMe OKYMEHTbI NauneHTa
KpaTKaq BbIMNCKa C yKa3aHeM OCHOBHbIX
KNMHNYECKMX CUMMTOMOB/NabopaTopHbIX
OaHHbIX, BK/TKOYEHHbIX B KpUTEpunn

A4 ydactua B nporpamMmme
[Oo6poBonbHbie

MHPpOpPMMPOBaHHbIe cornacus

O Kaxxpoe cornacue AomKHO

6bITb MOANUCaHO

Mops4as nuHus

+7 (800) 100 24 94

OnepaTtop nporpammbl Aston Health
04:00-19:00

NMoHeae/IbHUK—MNATHWLa

3BOHOK No Poccum 6ecnniaTtHbIn

aston-health.com

MOACHUYHBIN TMBBYC GOPMUPYETCS Ha NePBOM

NONYrofAnm XU3HW Npu crHapome Nypnep

Orpy6neHue 4yepT nuua

(Typnep-nono6HbIi GeHoTumn)

®

Mopymarite o gnarHocTuke MIIC

> YacTble MHDEKLMM BEePXHNX
[ObIXaTeNbHbIX MyTel, OTUTHI

> fgedopmaumd NoO3BOHOYHKKA,

KOHeYHoCTewn

KopoOTKas Wwes

TYronoABMKHOCTb CYyCTaBOB

orpy6éneHve 4epT nuua

NMopPOKM KnanaHoB cepALa

TYroyxocTb

TPbIKM

vy v v vy

NOMYyTHEHNe porosuLbl

Mykononucaxapugos |l Tuna

MIIC Il, cuHpgpom XaHTepa

MKB-10: E76.1; MKB-11: 5C56.31

HacnepncTteeHHoe 3aboneBaHue 13 rpynnbl IM3OCOMHbIX 6onesHen HaKomnneHus,

CBSI3aHHOE C HE[LOCTAaTOYHOCTbIO PepMeHTa naypoHaT-2-cynbdaTtasbl B IM30COMaX.

MIC Il NPUBOAUT K HaKOMMEHMIO MOKO3aMUHOMIMKaHOB (FAlN) B TKaHAX opraHnama

©

KnnHunyeckue npospiieHnsd
M OCHOBHblIe CUMITTOMDI

CnHOpoMm XaHTepa — ofjHa 13 CaMbIX YaCTbIX
dopm Mykononucaxapyao3sos (MrC). Ons 3a6o-
JIEBaHNA XapaKTepHbl OCOBEHHOCTU BeHoTMMNa
(rapronovigHble 4epTbl NKLA), 3aepyKKa POCTa,
MHOYECTBEHHbIV QN30CTO3, HEBPOIOrMYeckmne
HapyLWEHWS, FPbKKX, renaTocrnieHoMeranug,
nopakeHme ceppua v nerkunx.

[Be knuHu4yeckue popmbl MIC 11

Tshkenas — ¢ nopaxeHnem LHC. Ilerkaa — 6e3
BoBsiedeHnd LIHC. MNMepBble cCMNTOMbI OOHapYy-
YXMBAKOTCS B BO3pacTe oT 18 mecsues 0o 4 nerT.
Makpouedanusa

PasBuBaeTcs B MafleHYeCcTBe, a dnsnyeckoe
pa3BuTUe pebeHKa 0o MaHubecTauum 3ab6o-
JIeBaHNgA COOTBETCTBYET HOPME UM HEMHOIO
onepexkaeT HopMalsibHble TeMIMbl pocTa.
UH}peKLMU BEPXHUX AbIXaTesNbHbIX My Ten
YacTble OCTpble MHOEKLNN BEPXHWX OblXaTe b-
HbIX MYTEN 1 OTUTbI, BbI3BaAHHbIE 3MEHEHHbIM
aHaATOMMYECKMMM NPOMNOPLUSMUN BEPXHNX Obl-
XaTesbHbIX NyTen (KOPOTKUI HOC, HU3Kas ne-

PEHOCKLLA, OTKPbITbIA POT, YBENYEHHbIV A3bIK).

HapyweHus XXKT

OTMevatoT HapylleHre paboTbl Kenygo4HO-
KMNLIEYHOro TpakKTa, renaToCcrnieHoMerasnuio,
a TaKxKe NYMoYHYH U/UNN NaxoByo MPbIXKN.
HapywieHus B cycTaBax U KOCTAX
OrpaHnyeHHast NOABMXHOCTb B CyCTaBax 3a-
MeTHa Yy>Ke Ha MepBOM rofy *usHu. CTpagatoT
nneyesble, Ta300e[peHHbIE U KONEHHble CycTa-
Bbl. OTMevatoTcd gepopMaLnn 1 HapyLeHne
CTPOEHUS MHOXECTBa KOCTel (MHOXKECTBEHHbIN
An30CTO03). TYyronofBMKHOCTb CYyCTaBOB B CO-
4yeTaHW C U3MeHeHVEeM GOPMbl MENTKUX KOCTEN
NPUBOANT K GOPMUPOBAHUIO «KOT TUCTOM KUCTU».
Oco6eHHOCTU peHoTUNA

MpoaBAAoTCA Ha 2-3 FOAY XN3HW — UX 0BO3Ha-
YaloT KaK rapranoungHsle 4epTbl: 60/bLIas rono-
Ba, BbIMYKJIbI JT06, KOPOTKWIA HOC C 3anaBLuei
nepeHocuLern 1 WPOKMMU HO3OPAMU. Takxe
4aCTO OTMeYaeTCd MaKpPOr/IOCCUS.
M3MeHeHUs KoXu (cnuHbl, 6eaep)

M BOJIOCSIHbIX MOKPOBOB

XapaKTepHbl YNIOTHEHWE 1 YTOMLLEHNE KOXKMU,
HaMOMUMHaloLLMe «MOPCKYIO ranbKy». XecTkue,
ryCTble BOMOCHI.

HapyweHus cnyxa

YacTo pa3BMBalOTCH HEMPOCEHCOPHas nnu
CMellaHHaa KOHAYKTUBHadA N HelnpoceHCcop-

Has TYroyxocTb.
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Brnepsble 3a6oneBaHme
BbINI0 ONMCaHO KaHaOCKUM
Bpa4yoMm Yapsib3oM XaHTepoM

B 1917 rogy

[MaToreHHble

BapuaHTbl B reHe IDS



®

NNabopaTopHas guarHocTukKa

BuoxumMmyeckoe nccneposaHme Moyu
[Mo3BongeT 06HaPYXNTb MOBbLILLIEHHOE COfdep-
aHve fepMaTtaHcynbdarta 1 renapaHcynbdaTa.
NaMepeHne ngypoHaT-2-cynbgaTtasbl

Ero Hy»>XHO NPOBOAUTL MPY COOTBETCTBYIOLLEN
KINHNYeCKoW KapTuHe. CHWKeHne gBageTcCs
MaTOrHOMOHUYHbBIM MPYU3HAKOM.
MopaTBep)xpeHne guarHosa

M NpeHaTasibHasi AUarHocTuKa

B cemMbe MpoBOOAT MONCK NaTOreHHbIX BapyriaH-
TOB B reHe [DS npyi NOMOLLW pas/fINYHbIX METO-

O0B MONeKynd pHO—FeHeTI/I‘-{eCKOVI OVarHOCTUKN.

JleyeHue

MaToreHeTuyeckoe neyeHune

MoXmnsHeHHast bepMeHTHas 3aMecTuTeNbHas
Tepanna peKoMBHaHTHOW NAYPOHaT-2-Cyflb-
daTazon. MNpu TaxKenbix GopMax Ha paHHeN
cTagum bonesHn paccMaTprBaeTCcyd TpaHC-
nnaHTauns reMornoaTUYeCcKmX KIeTOK.
CuMnTOoMaTUYecKas Tepanus

B cBS3U C MYNbTUCUCTEMHbLIM XapaKTepoM
3aboneBaHVs HEOHBXOANMO Ha3HayYeHre KOM-
NEKCHOW Tepanun KoMaH4oW cneunancToB

B Pa3HbIX obnacTax MegnLVHbI.

1:166 000

HOBOPOXOEHHbIX C CUHOPOMOM

XaHTepa B EBpone
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MporpamMma gMarHoCTUKU

BonesHb ®abpu, 6onesHb Nowe 1 Mykononucaxapuaos |l Tuna

®

KypaTop nporpamMmsi
3axapoBa

ExkaTepuHa lOpbeBHa
3aBefytollas nabopatopuei
HacneACTBEHHbIX bonesHen
obMeHa BelLecTB, [.M.H.

MPSII_program@med-gen.ru

Tun gUarHoCTUKn

BroxmMmyeckas gnarHocTmka
[OHK-gnarHocTtumka

MeTop

TaHOeMHas Macc-CrnekTpoMeTpus :
OnpepenerHne KoHueHTpaunm Ml B moye
(mo Havana Tepanuu 1 KOHTPOSb NeYeHNs)
CekBeHUpoBaHue reHa IDS :
Kputepun BknoyeHns B nporpammy

- rpaxpgaHcTtso PO

- 6e3 orpaHn4yeHnri No Bo3pacTy

OcHoBaHusa Ang nccneposaHumd
KnuHunyeckmne cUMnNTOMbI

n na60paTopr|e NnoKa3aTenu
1. My>«cKow non

1. OTAroWEHHbI CEMENHbIN aHaMHe3
2. 3afep)KKa NCUXOMOTOPHOrO PasBUTUS
n/nnu 3apepykka pocTa

3. MHOYXECTBEHHbIV JU30CTO3

4. Kortucrasi KUCTb

5. Tyronogsm»HOCTb CyCTaBOB

6. Orpy6bneHve 4yepT nvLa

7. PeunamsupytoLime rpbku, OTUTbI
8. [Mopoku kNnanaHoB cepALa

9. TyroyxocTb

MaTtepuan gnsa aHanusa

Kposb Ha kapTouke-¢unsTpe N2 903
n/vinu LenbHasi He3aMopPOXKeHHas KPOBb
¢ SATA (3-5 mn). O6paseLl, yTpeHHei
nopumm moyn — 10-15 mn

CpoOK AnarHoCTUKMn

Broxmmumyeckasa gnarHoctuka — 14 gHewn

OHK-gnarHocTtuka — 21 geHb

[JokyMeHTbI

HanpasneHue Ha reHeTn4yeckoe

1ccnegoBaHyve 1 cornacme Ha o6paboTky

nepcoHasbHbIX JaHHbIX 1 Nepefady

omonoruyeckoro Matepmnana

Ho6poBonbHble

MHPOPMUpPOBaHHbIE cornacus

- Ha MefVKO-reHeTn4ecKkoe
KOHCY/IbTVPOBaHMe N FreHeTUYeCcKoe
obcnenoBaHne

- Ha 06paboTKy NepcoHasbHbIX JaHHbIX

- Ha y4acTue B Hay4YHOM NCCIeA0BaHNN

O Kaxpgoe cornacue AomKHO

6bITb NOQNMUCAHO

Fopsivyasa nuHUS
+7 (800) 100 28 55
OnepaTtop nporpammsbl Aston-Health

npu nogaepxxKe KoMrnaHunm

000 «Takega PapMacbloTUKaIC»

04.00-19.00, noHeaeNbHUK—NATHNLLA

3BOHOK Mo Poccum 6ecnnaTHbIv

#MrHuHayka

Yrny6neHHbI MONEKYNSAPHO-reHeTUYECKM aHaNn3 No3BOUI BbIIBUTb Y NauyeHTa
C MnageH4yeckon popMon 6onesHu Nomne pegknm TUM NaToreHHbIX BapMaHTOB,
NpPeAcTaBnsioWyin CO60M MHCEPLMIO KOMIMITIEKCHOMO MOBUNBHOIO FEHETUYECKOIO
aNeMeHTa, COCTOSLLEro N3 TPaHCMNO30HOB Kracca SVA u L1 B MHTpOH 15 reHa GAA.

Int. J. Mol. Sci. 2021, 22,10887
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Mykononucaxapugos IVA Tuna

CuHpgpoM MopKuo

MKB-10: E76.2; MKB-11: 5C56.32

HacnepncTteeHHoe 3abonesaHue 13 rpynribl TIM30COMHbIX 6onesHew

HakonneHuns. ObycrnoBneHo HeJoOCTaTOYHOCTbIO depMeHTa

ranakTo3aMuH-6-cynbdatcynbdaTasbl

B 1929 rofy ypyrsanckumia
negmatp Jlyn Mopkuo

1 @aHIMACKNIA PEHTIEHONON
Dxenmc dpenepuik
Bpenncdopa HezaBncnMmMo
OpYr OT Aopyra ganu onicaHue

3TOro 3aboseBaHus

©

KnnHnyeckue nposB/ieHnd
M OCHOBHblIe CMMITTOMDbI

PeHoTUN

MoryT HabnogaTbCA 3MEHeHe YepT Nnua,
LIMPOKWNI POT, KOPOTKNIA HOC, pefKme 3yObl.
Mopa)eHue KOCTHOW CUCTEMbI
OedopMaums rpyaHon knetku (rpygonosc-
HUYHBIV TMB6YC), KOPOTKAs LLES, HUSKNIA POCT.
DopMUPYIOTCH KNDOCKONNO3, BanbryCHOE UC-
KpUBEHME KOMIEHHbBIX 1 FONTEHOCTONMHbIX CY-
CTaBOB, OVCMNa3U1sa Ta300eAPEHHbIX CYCTaBOB.
XapaKTepHbl NTOKTeBasd OeBUaLdA 3anSCTUA, Ty-
rOMOABWXHOCTb KPYMHbBIX 1 FTMNepMOBUIbHOCTb
MEeJIKMX CYyCTaBOB. /13-3a nopa)keHnsa no3so-
HOYHVKa Pa3BMBalOTCS COaB/IEHNE CMUHHOIMO
MO3ra 1 CTEHO3 CMMHHOMO3IrOBOIr0 KaHana.
AHoManus 3y6os

Hebonblre, WMPOKO pacCcTaBfieHHble, 4acTo
C TOHKOW 3Manbto 1 MENKVMU OCTPOKOHEYHbIMW

KOH4YMKaMu, pe3Lbl J'IOﬂaTOO6p83HbIe.
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Mopa)xeHue gbixaTeNbHOA CUCTEMBI
O6CTPYKLUMA ObIXaTellbHbIX MYy Telr, CUHAPOM 00-
CTPYKTVUBHOIO arnHoO3 BO CHe, PECTPUKTVBHOE
nopa)eHue Nerknx 13-3a aHoMasanin ckenera.
MopaxeHune cepaevyHO-COCYAUCTON CUCTEMDI
He[ocTaToO4HOCTb a0pTanbHOroO KlanaHa, pexe
MUTPanbHOro.

OpraHbl 3peHust

Onddy3HOe NOMYTHEHVIE POroBULbl U HapyLLe-
HUS! pedpaKkLmn (aCTUrMaT3M, 6IM30PYKOCTb
1 0anbHO30PKOCTb) BCTPEYaloTCa 4acTo 1 MO-
ryT MPUBOOUTL K CHUKEHWIO OCTPOTbI 3PEHUS
1 HapyLLEHUIO CBETOYYBCTBUTENBHOCTN.
OpraHbl cnyxa

B nepBol geKkafe KU3HM YacTo pa3BMBaKOTCH
HenpoceHCcopHada NN CMeLlaHHad KOHAYKTUB-
Had 1 HerpPoOCeHCOopPHasa TYroyxocCTb.
XenyanouHo-KuLLeYHble NposiBIeHUs
HabntogatoTcs nyrnoYyHble, maxoBble UIN ABY-
CTOPOHHME AnadparmanbHble MPbDKN, PACXOX-
OEeHME NMPAMbIX MbILLLL XXUBOTa, renatoMeranms,
pexe CrjieHoMeranus n aopyrmue xenygoyHo-
KMLIEeYHble pacCTPOWCTBA, HanNprMep XPOHW-

Yyeckuii 3anop, anapes.

1:71000-200 000

yacTtoTa MIC IVA Tuna B pa3HbIX permoHax Mypa

®

JlabopaTopHas guarHocTuKa

depMeHTHasA

OnpepeneHne akKTUBHOCTU raflakrtosa-
MUH-6-CcynbdaT-cyfibdaTasbl: CHMKEHUNE aK-
TUBHOCTW dbepMeHTa.

MpeHaTanbHas

B ceMbe NpoBOAAT MOUCK NaTOreHHbIX Bapu-
aHTOB B reHe GALNS ¢ nomoLbio pasnmnyHbix

MONEKYNAPHO-reHeTN4eCKNX MeToOB.

JleyeHue

IMeeTcs naToreHeTM4yeckoe nedeHne — dep-
MeHTHas 3aMecTUTe bHas Tepanus. MNpoBoanT-
CA CUMMNTOMaTNYeCcKas Tepanus A8 KoppeKLmn
®YHKLMN Pa3INYHbIX OpraHoB. MefdyKaMeHTo-
3Has NpeMeauKaLvs (@HTUrMCTaMUHHbIE cpef-
CTBa U/VNN aHTUNUPETVKI) NPU NOABAEHNN
MOBOYHBIX anneprnyecknx peakuuli Npu nHoby-
31K, TakKe NMoKasaHo XMpypriyeckoe neveHve
nauneHTaM ¢ ANarHoCTUPOBaHHbIM CTEHO30M
LWeHOro OTAENa U TSHKENbIMU AedopMalnsaMim

Ta300efpPEHHbIX U KONEHHbIX CyCTaBOB.

CkeneTHble HapyLweHus npu MIMC IV

Mporpamma gnarHoCTUKU

Mykononuncaxapupos IVA tuna

®

KypaTop nporpamMmsl
3axaposa

ExkaTtepuHa lOpbeBHa
3aBefytoLas nabopatopueit
Hac/e[ICTBEHHbIX bOMe3Hen
obMeHa BelLecTB, [4.M.H.

mps4@med-gen.ru

®

Tvn gMarHoCTUKKU

Broxnmmnyeckasn

[OHK-anarHocTvka

MeTop

TaHOeMHas Macc-CcrnekTpoMeTpus
(onpepeneHne akTUBHOCTA
ranakTo3amMuH-6-cynbdaT-cybdarasbl)
CeKBeHNpoBaHyie (MOMCK NaTOreHHbIX
BapuaHTOB B reHe GALNS)

Kputepun BknoyeHns B nporpamMmmy

- rpaxpgaHcteo PO

©

OcHoBaHuga Aangd nccnepoBaHud
KnuHunyeckue cMMNTOMBI

n na6opaToprle NnoKa3saTenu
MMIC IV Tuna HeobxoanMo
paccMaTpuvBaTb NpW Hann4yum
CcNepyoLWwmx NPU3HaKoB y naumeHTa.

1. Huskui poct

2. [1ynoYyHble 1 MaxoBble rPbhKu

3. TyronofsmxHOCTb KPYMHbIX

N FTNePMOBUNBHOCTb MEJIKMX CYyCTaBOB
4. CkeneTHble gedopMauymmn
MHOXECTBEHHbI AN30CTO3
(nedopmaumv Yepena, rpyaHON KNeTKu,
MO3BOHOYHMKA, KOHEYHOCTEN)

5. HapylweHnda cnyxa

MaTtepunan gnsa aHanusa
LienbHas kposb ¢ 3ATA (3—5 mn)
/N KpoBb Ha GUILTP-61aHKe
CpoOK ANarHoCTUKMU
Broxmmumyeckasa — 10 gHen

OHK-gnarHocTtuka — 20 gHen

[ OKYMeHTbI

HanpaBneHue Ha reHeT4yeckoe

vccnegoBaHme

Oo6poBobHble

MHbOPMUpPOBaHHbIE cornacus

©® Kaxxgoe cornacue gomKHO
6bITb NOAMUCAHO

- Ha Me[VKO-reHeTu4eckoe
KOHCYNbTUPOBaHNE U reHeTUYecKoe
obcnenoBaHne

- Ha 06paboTKy NepCcoHasbHbIX faHHbIX

- Hay4acTune B Hay4YHOM uUccnegoBaHun

Fopsa4yas nuHusa

+7 (800) 511 87 66

OnepaTop nporpammsbl «Jlor HA Oden»
KpyrnocyTo4yHo

bes BbIXOgHbIX

3BOHOK MO Poccum 6ecnnaTtHbIn

www.logndel.ru

+7 (800) 201 09 39
®reHY «MrHL»
10:00—-19:00

MoHeaenbHUK—NATHMLA

3BOHOK Mo Poccum 6ecnnaTHbIv
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Mykononucaxapunpgo3s VI Tuna

CuHpgpom MapoTto — Jlamu

MKB-10: E76.2; MKB-11: 5C56.33

HacnepncTteeHHas nM3ocoMHag 6051e3Hb HaKOMIeHUs, Npu KOTOpOVI

HepgocTaTo4yHOCTb pepMeHTa N-aueTmnranaktodamMmnH-4-cynbdartasbl

(apuncynboatasbl B) NprBoaUT K HapyLLEHMIO pacLuenieHns

MNMMKO3aMUHOITIMKaHa — ,u,epMaTchyanJaTa

Mykononncaxapnaos VI tnna
BrepBble onuncany GpaHLy3CcKunm
negvatp lNbep MapoTo 1 reHeTuK
Mopwuc SmMunb Xozed Jlamun

B 1963 rogy

©

KnnHnyeckue nposB/ieHnd
M OCHOBHblIe CMMITTOMDbI

VI3BECTHBbI TshKeNble U Nnerkre GopMbl 6onesHu,
HO WHTENNEKT OObIYHO He CTpadaeT.
BHellHWe NposiBNEHUS NPU TAKENon

1 nerkon ¢opmax

Mpu Taxenon GopmMe xapaKTepHbl 3afepxKa
GU3NYECKOro PasBUTUS, ANCNPONOPLMOHasb-
Hoe TenocnoxeHne (KapIMKOBOCTb C YKOPO-
YyeHneMm TYNOBULLA), U3MEHEHME YepT Nunua
(KpYMHbIZ HOC C 3anaBLUel NepeHoCULEN, K-
300hTasbM, Nyxsble ry6bl, Makpornoccus). Mpn
nerkon gpopme — orpyobneHve 4ept nuua, ge-
dopmMaLum cKeneTa 1 3aepykKa pocTa Bbipa-
YXEHbl B MeHbLLEN CTeMNeHW. XapaKTepHbl yrnoT-
HeHVe 1 YTONLLEHNE KOXW, XXeCTKMe BOMOCHI.
KocTHas cuctema

HW3KWIA POCT, TYronoABMXHOCTbL CYyCTaBOB KO-
HeYyHoCTew, BarbrycHas gepopmaLng roneHen
pPa3HOoM CTeMNeHU BbIPaXEHHOCTWN; MHOXKECTBEH-
HbIVi ON30CTO3, MHOIAA CKOJINO3, MOSACHWNYHbIN

rUNepropaos.

70

OpraHbl gbixaHus

YacTbele VIH(DeKLI,VIIA BEPXHUX AbIXaTeNlbHbIX MYy-
Ten. MnepTpodums MUHOaANH N afeHOUO0B,
yBeMYEeHe A3blka, YTOJLLEHNe HagropTaH-
HNKa N TONNOCOBbIX CBA30K O6yCJ‘IOBJ‘II/IBaPOT
pa3BUTVE OblXaTesbHbIX HapyLUEeHN pas3HoM
CTEMNeHU THKECTN, BKIIOYast OBCTPYKTNBHOE
anHo3 CcHa.

CeppeyHo-cocyamucTas cucteMa
YTonweHne CTEHOK cepaua, N3MeHeHnsd co
CTOPOHbI KJ1araHHOIro annapaTta (yI'IJ'IOTHeHVIe
CTBOPOK U XOP[, K/arnaHoB), pa3BuTie cepaey-
HOW HE[OCTAaTOYHOCTU — C COXPaHEHHOW 1 CO
CHUYXEHHOW COKpaTUTEsNIbHOM CMOCOBHOCTbLIO
MuroKapga.

OpraHbl 3peHus 1 cnyxa

[MoMyTHeHMe PoroBuLbl, CBA3aHHOE C ee YTOosI-
WeHneM 1 yBenunyeHnem (MeranokopHea), pe-
TUHOMNATUA, U3MEHEHUS OANCKa 3PUTENBHOrO
HepBa, BHyTpuUrnasHad rmnepTteH3nd, rayko-
Ma. YacTo pa3BMBaeTCA HEMPOCEHCOPHas UK
CMellaHHas KOHOYKTVBHasA 1 HEMPOCEHCOPHas
TYrOyXOCTb.

Xenypo4Ho-KuLeYHble NPosIB/IeHUS
CVHOPOM pasfgpaXeHHOro KULWeYHVKa, rena-

TOoCnJieHoMeranu4d.

®

JlabopaTopHas guarHocTuKa

BuoxuMmuyeckas

KonnyecTBeHHOe 1 Ka4yeCTBeHHOE ornpefene-
HVe rMVKO3aMUHOMNKAHOB MOYM: MOBbILLEHNE
3KCKpeunn fepMaTaHcynbdaTa.
OnpeferneHne akTUBHOCTU apuicybdaTtassbl
B: CHMXeHMe aKTUBHOCTN GpepMeHTa.
OHK-guarHocTuka

MPOBOAAT MOUCK MaTOreHHbLIX BapuaHTOB
B reHe ARSB c NOMOLLbIO PasfNyHbIX MOJIEKY-

NAPHO-TEHETUNYECKMX METOAOB.

JleyeHue

IMeeTcqa natoreHeTnyeckas Tepanus — dep-
MeHTHas 3aMecTUTENbHas Tepanus PeKoM6u-
HaHTHOW YenoBe4veckon N-aueTunranakTosa-
MUH-4-cynbdaTasoin (apuncynbdaTasoit B).

MpoBoanTCA cUMNTOMaTUYeKcas Tepanuvs ans
KOPPEeKUNN GYHKLMU PasnYHbIX OpraHoB.
MepnvkaMeHTO3Has npemMeavkauus (@HTurn-
CTaMUHHblE CPEACTBA U/UMN aHTUMUPETNKN)
npwY NOABNEHUN MOBOYHBIX aniepruyecKkmx
peakLuunii Npu UHGY3MK. TakKe NoKasaHo Xu-
pypruyeckoe nedyeHne naymeHTam ¢ gmarHo-
CTUPOBAHHbLIM CTEHO30M LLeNHOoro otaena
N TSHKENbIMU edbopMaLmaMm Ta306eApeHHbIX

NI KOJTEHHbIX CYyCTaBOB.

1:250 000 ..

B Pa3HbIX

600000 :

Mupa

MporpamMMa gMarHoOCTUKHU

Mykononuncaxapugos VI tuna

®

KypaTop nporpamMmsl
3axaposa

ExkaTtepuHa lOpbeBHa
3aBefytoLas nabopatopueit
HacnefCTBEHHbIX bonesHen
obMeHa BelLecTB, [4.M.H.

mps4@med-gen.ru

®

Tvn gMarHoCTUKKU
Brnoxnmmyeckasn

[OHK-anarHocTvka

MeTop

TaHOeMHas Macc-CrneKTpoMeTpus
(onpepeneHne akTUBHOCTM
apuncynbdarassi B)
CekBeHupoBaHMe (MoMCK NaToreHHbIX
BapunaHToB B reHe ARSB)

KpuTepun BK/IIOYEHUS1 B IPOrpaMMy

- rpaxgaHcTtso PO

©

OcHoBaHuMa gnsa nccnepoBaHns
KnuHnyeckmne cMMnToOMbI

n naGopaToprle noKasaTtenun
1. Mpy6ble 4epTbl NMLa

2. YacTble pecnupaTopHble 3aboneBaHna

3. Huskum poct

4. CHMWKeHve cnyxa

5. PeuvansupytoLime rpbhkim
6. [MoMyTHeHVe porosuLpl

7. MHOXXeCTBEHHbI U30CTO3

8. HapyuueHne ocaHkm (kndos, CKomos)

9. TyronofaBMXHOCTb CyCTaBOB

MaTtepunan gnsa aHanusa
LienbHas kposb ¢ 3ATA (3—5 mn)

/W KPOBb Ha GUNbTP-6raHKe,

obpaszeLl, Mo4n

CpOK ANarHoCTukKun

Brnoxmmunyeckasa — 10 gHel

OHK-gnarHocTuka — 20 aHewn

[lOKyMeHTbI

HanpaBsfeHue Ha reHeTYeckoe

ncenefoBaHve

0o6poBosbHble

MH$OPMUpPOBaHHbIe cornacusi

Ka)xpgoe cornacue gomxHO

6bITb NOANUCaHoO

Ha MefuKOo-reHeTn4yeckoe
KOHCYNbTUPOBaHME N reHeTUYeCcKoe
obcnegoBaHme

Ha 06pabOoTKy MepPCOHaNbHbIX AaHHbIX

Ha y4acTune B Hay4YHOM nccnegosaHnm

Fopsa4yas nuHus
+7 (800) 511 87 66

OnepaTop nporpamMmsl «Jlor 3HA Oen»

Kpyrnocyto4Ho

Be3s BbIXOOHbIX

3BOHOK Mo Poccum 6ecnnaTHbIn

www.logndel.ru

+7 (800) 201 09 39
®reHY «MIrHL»
10:00—-19:00

MoHeaenbHUK—NATHMLA

3BOHOK Mo Poccum 6ecnnaTHbIv
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Anbdpa-maHHO3MO03

MKB-10: E771

Pegkoe HacnepgcTBeHHoOe 3aboneBaHue 13 rpynnbel IN30COMHbIX oonesHen

HakonneHus. PasBuTtme 6onesHn cBa3aHo ¢ MyTaumsamm B reHe MANZ2BI, KOoTopbIn

KogupyeT depMeHT anbda-D-MaHHO3MOa3Y

OgHUMK U3 CUMMNTOMOB

naumeHToB ¢ anbda—
MaHHO3VA030M ABNSATCS
orpy6neHue 4yepT nnua,

fedopmMaLn ckeneTa

©

KnnHnyeckue nposB/ieHnd
M OCHOBHblIe CMMITTOMDbI

PepmeHT anbda-D-MaHHO3K1Aa3a pacllenniaeT
MaHHO30CcOo4epxalme onurocaxapubl. He-
LOCTaTOYHOCTb 3TOro GepmMeHTa NPUBOANT
K HaKOMMEHNIO MaHHO30COo4epXaLLl X ONnro-
caxapupoB B KJIeTKaxX N TKaHAX OopraHmama.
B pesynbrate oHWM NoBpexaakTcd, HapyLua-
toTCH OYHKLUMM Pa3NNYHbIX OPraHoB U TKaHEeN.
KoMnnekc nposiBneHui

3agepKa NCUXopeyeBoro pasBUTUd, HEMPO-
CEHCOpPHas TYroyxoCTb, Masble aHOManmmy pas-
BUTUSA N1LIEBOrO ckeneTa (rypnep-nogobHbiii
beHoTUMN), KOPOTKad Led, BaslbrycHas yCTaHoB-
Ka KOJIEHHbIX CYCTaBOB, ABUraTesibHble 1 KO-
opAVHaTOPHbIE HapYLLIEHUS, OCTPbIE MCUXO03b,
peuVanBMpyoLLMe NHDEKLMN, OBYCOBEHHbIE
MMMYHOOEDNLMUTOM.

®Popmbl 3ab6oneBaHus

Anbda-MaHHO3MA03 NOAPa3feNndoT Ha Tpu
KIVHNYecKnx dopMbl/beHoTuna. Ilerkaa dop-
Ma MaHndecTrpyeT No34HO, Kak NpasBuso no-
cne 10-neTHero Bo3pacTa. CpefHeTsHkenas
GopMa 0BbIHHO MPOABNAETCH B AOLWKONBHOM

Bo3pacTe. Tskenasa ¢opMa — MOryT 3aKaHuu-
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BaTbCHA BHYTPUYTPOOBHOM rMbenblo nioga nunm
paHHEN OEeTCKOW CMEePTHOCTbIO BC/IeACTBUE

nporpeccupytouero nopaxeHmd LHC.

®

JlabopaTopHas guarHocTUKa

1-1 aTan

OnpepeneHne akTMBHOCTU anbda-D-mMaHHO-
310asbl B KPOBU.

MopTBep)xaeHue guarHosa

O6Hapy)XeHne OBYX MaTOreHHbIX MyTaLuuii
B reHe MAN2B1 (OHK-gnarHocTunka ¢ Lenbio

OKOHYaTeNbHOW BepudurKaLmMn auarHo3a).

JleyeHue

OfHUM 13 MeTo[0B Tepanmn aﬂbea—MaHHO3I/I-
[03a aBngdeTcd pepMeHTHaa 3aMeCcTUTesIbHad
Tepanua. TpaHCI'IﬂaHTaLI,I/Iﬂ KOCTHOIo Mo3ra mMo-
YKEeT OblTb paccMOoTpeHa nocrie oueHK pncka

W NMONb3bl ONA NauneHTa.

@ TYroyxocTtb

abblp
Banr!!!

@ 3afiepXXKa unu perpecc
MCUXope4yeBoro, MOTOPHOro
pasBuUTUS

@ orpy6neHue YyepT nuua,
«rapronongHoCTb»

@ peungusmpyoLine
MHpeKUMn

1:500 000

npnMepHad 4aCToTa

MaHHO3MO03a

Mporpamma guarHoCTUKU

Anbda-MaHHO3MO03

®

KypaTop nporpamMmbi
3axapoBa

EkaTtepuHa lOpbeBHa
3aBefytoLLas nabopaTopuen
HacefACTBEHHbIX bonesHen
obMeHa BellecTB, [1.M.H.

alfa-manno@med-gen.ru

Tun QUarHoCTUKn
Brnoxmmunyeckaa

[OHK-gnarHocTtuka

MeTop

OnpepeneHne akTUBHOCTHU
depmeHTa a-D-mMaHHO3Maasbl
CekBeHupoBaHue reHa MAN2BT
KpuTepuu BKloYeHUs1 B nporpammy
- rpaxpgaHcTteo PP

OcHoBaHusa gna uccnegoBaHusa
KnuHu4yeckue CUMNTOMBbI

M na6opaTopHbie NoKasaTenu

1. 3agepxKa peyeBOro pasBuTug,
CNOXHOCTU C 0By4eHNeM

2. TyroyxocTb

3. [pybble 4epTbl NMnLa

4. lnppouedanus

5. CkeneTHble fedeKTbl

6. VIMMyHoZebULMT/YacTble UHbEeKLMN

7. ATakcusg

MaTtepunan gna aHanusa
Cyxve naTHa KpoBWY,
LenbHas KpoBb ¢ JLTA
CpOK ANarHoCcTuKu

Ot 25 go 45 gHen.

[ oKyMeHTbI

HanpaBneHne Ha oMarHoCTUKy

anb®a-MaHHO3M03a B 1labopaToputo

HacneaCcTBEHHbIX 6o1e3Hel obMeHa

PreHY «MIMHL»

Oo6poBosibHble

MHPOPMUpPOBaHHbIE cornacus

O Kaxxgoe cornacue gomkHo
6bITb NOgNMUCAHO

- Ha MeflMKOo-reHeTuyeckoe
KOHCY/IbTUPOBaHMeE N reHeTu4ecKoe
obcnegoBaHne

- Ha 06paboTKy NepcoHanbHbIX JaHHbIX

- Hay4acTye B Hay4YHOM nccnegoBaHnm

Fopsa4vas nuHus
+7 (800) 511 87 66

OnepaTop nporpaMmbl «J1IoHr 3HA O3n»

Kpyrnocyto4Ho
[MoHegenbHUK—MATHULA
3BOHOK Mo Poccum 6ecnnaTHbIv

www.logndel.ru
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[MnodpocdodaTasud

MKB-10 : E83.39 MKB: 5C64.3

Pepkoe HacneacTBeHHoOe 3aboneBaHue, CBA3aHHOe C MyTauuaMu B reHe ALPL.

OH KoaMpyeT GpepMeHT, KOTOPbI OTBEYaEeT 3a MUHeEpanM3aLmio

KOCTHOW TKaHW, — TKaHeHecneunbuieckyto wenovHyo docdarasy (THLLD)

CyunTaetcs, 4To

nepeoe onucaHne cry4as
rmnodocdarasum
npepcTasneHo b. YayH,
KOTOpPbLIV Habntogan cnubcos

C 3aboneBaHueM, Ha3BaHHbIM
«MOYEYHbIN paxuT». Mo3xe,

B 1948 rogay, k. PaTbyH onuncan
ellle oguH cnydan Fred

Hus3knin yposeHb
aKTUBHOCTM LUENTOYHOMN
docdaTtasbl aBngeTca
rnaBHbIM KpUTEPUEM

0n1a ANarHOCTUKM

KnuHun4eckue nposBiieHnd
M OCHOBHblIe CMMITTOMDbI

MepuHaTanbHas

CVMMTOMbI BbISBSIOTCH BHYTPUYTPOBHO U Npw
poxpaeHun, Yalle npu nposepeHun Y3W. Xapak-
TEPHbI MHOXXECTBEHHbIE fedopMaLnn CkeneTa,
rMNoMMHepann3auus KoCcTei, nepenomsl. Mpwu
POXAEHWV OTMEYatoT NUPUAOKCUH-3aBUCKMbIE
CyOopOru, NPOSBAIOTCA AblXxaTeNbHad Hedo-
CTaATOYHOCTb U FMMNOMNaasns nerknx.
UHdaHTUNbHag (<6 MecsiLeB)

CyLooporu, CHYKeHWE MblLLEYHOI0 TOHYCa,
TAXKENbIE KOCTHbIe aHoManun (Markmne KocTu,
yBeJIMYEHHbIE YepernHble WBbl 1 POOAHNYKU,
AedopmaLus rpyagHoOn KNeTku), gucnencus,
MOBbILLEHWE KarbLWa B KPOBW. HYacTo cMepTb
HacTynaeT B HeOHaTaNlbHOM Nepuoae B CBA3N
C TSHKeNOoW AbIXaTeNbHOW HeJOCTaTOYHOCTbIO.
OeTtckas (6 MecsiueB—18 ner)

3agep)kka pocTa, X-obpaszHasa gedopMalns
HWKHX KOHEeYHOCTen, AedopmaLiv Unn yBenm-

HYeHne CyCTaBOB, HaCTble NepesioMbl, 3ajePXKKa
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MOTOPHOIO PasBUTUS, HEPPOKabLMHO3, M10-
CKO-BalblryCHO-0TBefEeHHble CTOMbl. XOANTb
pebeHOK HauMHaeT MO3AHO, HapyLleHa NOXodKa.
MHOYeCcTBeHHas BTOPUYHaga afeHTNs MOoY-
HbIX 3y60B.

Bapocnas (>18 neT)

OTnnyaeTcd nosgHen MaHndecTaumein. KocT-
Hble AedOopMaLIUN CXOXN C PaXUTUHECKUMN.
MpY MUHUManNbHLIX TDAaBMax MOryT 6bITb NCEB-
gonepenombl UM NCTUHHbIE MepenoMsl. bonu
B MbILLLIAX U CyCTaBaX, HapyLlaeTcy NOXoaKa.
HepeaKko o6Hapy>X1BatoTCA KPaHMOCTEHO3,
XOHOPOKanbLMHO3 1 NceBfonogarpa, yKopo-
YeHVe 1 UICKPUBEHWE AVHHBIX TPYOYaTbIX KO-
cTen, apTponatuu. lpyaHas KneTka yMeHbLUeHa
B 0ObeMe 3a CYeT YKOopOoUeHus pebep.
OpoHTorunogocoarasus

MaHunbecTpyeT HapyLIeHNEM MUHEpPaNn3aL/mm
3y060B 1 paHHew naTonorner 3y6o4estocTHOM
CUCTEMBI. MaTOrHOMOHWYHBIA MPU3HAK — NPEeX-
[OEeBPEMEHHOE BbiMafileHNe MOOYHbIX 1 MOCTO-
AHHbIX 3yH6OB B aHaMHe3e. YacTo MONoyHble
3y6bl BbiNafatoT B 3 rofa. 3T0T BapuraHT 60-
NE3HU MOXET BbISIBNATLCHA Y B3POC/bIX B BUAE
0OCTeonopo3a, NOBbILLEHHOM TOMKOCTbIO KOCTEN,

PaHHM BbiNnageHnem 3y6OB.

JlabopaTopHasa gnarHocTuKa

Hu3Kuit ypoBeHb aKTUBHOCTU

weno4yHo ¢pocdaTasbl

OCHOBHOW AMarHOCTUYECKMn Kputepuia. Mpu
MHTEpNpeTaLny aHan3a KpoBy Heo0bxoLMo
YYUTbIBaTb MO M BO3paACT NauneHTa.
XapaKTepHble peHTreHorpapuyeckue
U3MEHEeHUSI KOCTHOM TKaHU
KOCTHO-XpsLLeBble BbIPOCThI, UICKPUBMEHME
1 YKOpPOYeHMe TpybUaTbiX KOCTEN. MOXHO Bbl-
ABUTb pacCLUMpPEHVe 30H POCTa, HEPOBHOCTb
BPEMEHHOI 30HbI KanbunpuKaLlmm n pacum-
peHre MeTadr30B C 30HaMW OT Pa3PAKEHNS
(NpocBeTneHe Ha peHTreHorpamMMe) 4o ocTe-
OCKepo3sa. «A3bIKM MPOCBETIEHUSA», KOTOPbIE
NpOoeLmnpyrTCH OT 30H POCcTa B MeTadussbl,
TaKXXe ABNAIOTCH XapaKTePHbIM NPU3HaAKOM
1 OTNNYaOT rmnodocdaTasmio oT paxmTa u/mnm
MeTadm3apHOW ocTeoaucnnasmmn. Y B3pocsbix
naLyeHTOB MOTYT BbISBIATLCA XOHAPOKa b-
LHO3, NCeBaoNnepenoMsl 1 ncesgonofarpa.
MpeHaTanbHO

Mpw Y3 BbIABNAIOT M3MeHEHNs KocTel (YKopo-
YeHwue, UICTOHYeHMe pebep; yKopoYeHme, NCKPpU-
BJIEHNE KOHEYHOCTEN; «MeMBPaHO3HbIV» Yepen).
MoneKkynsipHo-reHeTU4YecKas AuarHocTUKa
MpoBOANTCA A1 OKOHYaTENbHOW BepUdUKaLn
OMarHo3a, ecnm bUOXMMUYECKMNE N3MEHEHVA He
OLHO3HauYHbl. HYacTbIX MyTaLWli B reHe He onun-
CaHo, pPeKOMeHAYeTCA NOoNHbIV aHanusa ALPL

MeTOOOM MPAMOro CeKBeHMpPOBaHW4A.

1:300 000

yacToTa 3aboneBaHud

B EBpone

MporpamMma guarHOCTUKU

fMnodocodartasud

\.. \\ / / ol
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JleyeHue

Ha 2023 rog eQMHCTBEHHOM NaToreHeTnYecKom
Tepanuen aBnaeTca NoXxXm3HeHHas GepMeHTHad
3aMecTuUTeNbHaa Tepanus achoTason anbda.
MpenapaT NpeAcTaBAsSeT CObOM YeNOBEYECKUI
PEKOMOUHaAHTHBIN GepMEHT LLeNoYHyo Goc-
daTa3zy. [NprMeHaeTca U cuMnToMaTnyeckas
Tepanua — NpenapaThl, CooepKalline nmpun-
OOKCWH 15 KYMPOBaHWA MUPUAOKCUH-3aBN-

CMBbIX MPUCTYMOB.
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3afiep)Ka pocTa
M pa3BuTUS,
paxuTuyeckmne
nedopmaymm
cKeneTay geTen

npexxgespeMeHHoe
BbiNafieHne
3y6oB

60/1b B KOCTSX,
YacTble nepesioMsl
B 3pefsioM Bo3pacTe



Mporpamma guarHoCTUKU

CeneKTUBHbIN CKPUHUHT runogocdaTtasmm

®

KypaTop nporpamMmsi
3axapoBa

ExkaTepuHa lOpbeBHa
3aBegytolasn nabopaTopuen
HacneaCcTBEHHbIX 60/1e3HeN
obMeHa BeLlecTB, A.M.H.
HPP@med-gen.ru

. TN gUarHoCcTUKK

: MoneKkyngpHo-reHeTu4ecKkoe
1CCefoBaHe reHa TKaHb-
Hecneundn4ecKom Weno4Hom
docdaTasbl (ALPL)

MeTop

OHK-gnarHocTvka

¢ KpuTepuu BKIIOYEHMS B NporpamMmy

{ > rpaxpaHcTso PP

> YPOBEHb aKTMBHOCTU LeIoYHOM

docpatasbl v 150 e /n
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©

OcHoBaHus gnsa nccrnegoBaHus
KnuHunyeckmne cuMnToMmbl

M nabopaTopHble NoKasaTenu:
1. PaxntonogobHble U3MeHeHNS,
nedpopmaumn ckeneta

2. OcTeoneHns/ocTeonopos

3. MNpexaeBpeMeHHoe BbliNageHmne
MOJSIOYHBIX WM MOCTOSHHbBIX 3y60B

4. acTble nepenomsl

5. OTcTaBaHne Gn3n4ecKoro

1 MOTOPHOTO PasBUTUS

6. 3aboneBaHVs NapofAoHTa

7. OcTeomanauma

8. bonu B cycTaBax, KOCTHAX, MblLULIaX
9. HedpokanbumnHo3

10. MNporpeccupytolee NoBpexaeHve
novyek/novyeyHas HeOCTAaTOYHOCTb
11. ButamuH B6-3aBucrMble cygoporu
12. KpaHMoCcMHOCTO3

13. [NoBbILWEHME BHYTPUYEPENHOro
OaBreHns

14. bonesHb OT/IOXEHUSA KPUCTaNoB
nupodocdata gurmapata KanbUmsa/
ncesponofarpa/XoHApPoKanbLMHO3
15. CKOBaHHOCTb ABMXEHNSA

B CyCTaBaX, 3afjlep)KKa Havana xofbobl
N yTUHasa MOXoAKa

16. [JbixaTenbHag HeLOCTaTOYHOCTb

- MaTepuan gns aHanusa

KpoBb Ha KapTo4yke-dunbTpe N2 903

CpoK AnarHoCcTuKm
Ot 25 o 45 gHen

[loKyMeHTbI

HanpasneHue Ha reHeTnyeckoe

nccnegoBaHne 1 cornacue Ha obpaboTKy

nepcoHasbHbIX JaHHbIX 1 Nepefadvy

Bronorvyeckoro matepuana

[Oo6poBonbHbie

MHPOPMUPOBaAHHbIE COrNnacus:

- Ha MefVLMHCKOe BMellaTeNbCTBO
VI FeHeTNYeCKOe NCCefoBaHne

- Ha nepepgadvy 61MONOrMYecKoro
MaTepuana n obpaboTky
nepCcoHanbHbIX JaHHbIX

O Kaxxpgoe cornacue gOMKHO

6bITb NOANUCaHO

Fops4as nuHus

+7 (800) 301 06 51

OnepaTop nporpamMmmbl Aston Health
06.00-18.00

MoHeOenbHUK—NATHMLA

3BOHOK Mo Poccum 6ecnnaTHbIv

aston-health.com

BonesHu ¢ nopaxeHneM nevyeHu npeq-
CTaBJIeHbl OBLLIMPHOW rpynnowv Hacnepg-
CTBEHHbIX MOHOIeHHbIX 3ab01IeBaHU.
OHV BO3HMKAIOT B pe3yrbTaTe MyTauum
Pa3/IMYHbIX FEHOB, MO KOHTPOEM KOTO-
PbIX OCYLLECTBNSETCA CUHTE3 Pa3/INYHbIX
6enKoB, y4acTBYOLMX B paboTe MeTa-
B6ONMYeCKUX NyTen B KIeTKax neyeHu.
BOMbWMHCTBO TaKMUX 6ONe3HeN nevyeHn
HacnepgyeTcs No ayTOCOMHO-peLeccuB-
HOMY TUNy. Ho nMetoTcd 3aboneBaHNUs
C ayTOCOMHO-AOMUHAHTHbIM TUMOM Ha-

cnenoBaHusa N X-cLernneHHble GOopMbl.

HacnencTtBeHHbIE
3aboneBaHuUA

C NpenMyLLeCTBEH-
HbIM NMOpPaXXeHNeM
neYyeHu mn xenygo4Ho-
KULIEYHOro TpaKTa
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HacnenctBeHHble 3aboneBaHUs

C nopa>xeHmem reyveHu

,D,J'IF! MHOIMX HacneacTBEHHbIX 60n1e3Hen XapaKTepHO nopaxeHme re4yeHm, KoTopoe

MOXXET NPOSABMATLCSH Pa3NNYHbIMU KITMHUKO-NabopaTopHbIMUA CUHAPOMaMK

CVIHJJ,pOM XoJyieCTtasa

NMNeyeHoO4YHas
HegoCTaTO4YHOCTb

CuHgpoMsl uctouleHmns MTAHK
HepocTaTo4yHOCTb anbda-1-aHTUTPUNCrHa
HapyLleHnd yrkna MoYeBUHbI

BpoxaeHHble HapyLUeHNs MIVKO3UIMPOBaHNa
[deduumTt NM3o0CcoMHOM KUCIoM Nnnassbl
[nnKoreHo3bl

[anakTozeMua

CuHgpoMsl nctoueHns MTAHK
HepocTaTo4yHOCTb anbda-1-aHTUTPUNCKHa
HapyLleHns ymkna MoYeBUHbI

BpoxkaeHHble HapyLeHNs MMNKO3UIVPOBaHWA
Oednumt NnM30COMHOM KUCNOW Ninassbl
[nnKoreHo3bl

[anakToszeMud

BpoxaeHHble HapyLUeHNS MIVKO3UIMPOBaHNA
SpuTponoaTryeckas nopdrpus
JIM30COMHbIe BONE3HW HaKOMIEHUS
HegocTaTo4YHOCTb TpaHcanbaonassl

HapyLueva OKNCNEHNA XNPHbIX KNCOT

dpykT030-1,6-6UdoCcdaTasHagd HeJOCTaTOYHOCTb

HacnepncteeHHas HernepeHoCnMMOoCTb (DpyKTO3bI
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HacnepgctBeHHas HeMepeHOCUMOCTb PPYKTO3bI
HapyLeHns OKUCTEHNS XUPHbBIX KUCIOT
BonesHb HMaHHa — Muka Tnn C
[TepOKCUCOMHbIE BONE3HU

HepocTaTo4HOCTb TpaHcanbaonasbl
TuposnHeMua Tun 1

BonesHb BunbcoHa — KoHoBasoBa

HacnegctBeHHas HeMepeHOCUMOCTb PPYKTO3bI
HapyLlueHna OKNCIEHUA XUPHbIX KUCTTOT
BonesHb HMmaHHa — Muka Tun C
[1epoKCNCOMHbIe 60MEe3HU

HepocTaTo4YHOCTb TpaHcanbgonasbl
TnposnHemuna tmin 1

BonesHb BunbcoHa — KoHoBasioBa

[anakTo3emuns

CunHgpoMsl uctoleHns MTAHK
HepocTaTo4yHOCTb anbda-1-aHTUTPUNCrHa
HapyleHns keToreHesa

HapyLleHns Lumkna MoYeBumHbl

BonesHb BunbcoHa — KoHoBasoBa

©

KnnHunyeckue npospiieHnsd
M OCHOBHblIe CUMITTOMDI

HacnepcTBeHHble 3ab60/1eBaHUA C nopaxe-
H/VEM MevYeHn CBA3aHbl C MyTaulAMN B Fr'eHax,
KOOAMNPYHOLWNX CbepMeHTbI MeTabonmaMa yrne-
BOOOB, XXNPHbIX KMCNOT, UMKa MOYeBUHbI, CUH-
Te3a XeN4yHbIX KNcnoT, ATM-3aBrCMble TPaHC-
MeM6paHHbIe MepeHOCHUKN XXEeNYHbIX KNCNOT
n MHOTrme gpyrume. BonbwnHCTBO HacnenyrTcad
MO ayTOCOMHO-peLeCCMBHOMY TUIYy.

K OCHOBHbIM KﬂVIHVIKO-J'Ia60paTOprIe CMITO-
MaM OTHOCATCA XeNTyXa, renatomeranngd, rm-
NnornnkeMnad, CUHOPOMbI LNTONMN3a U CMHOPOM

XoiecTtasa.

JleyeHue

[ns HeKoTopbIX 3a60neBaHNn U3 3TOW FPynMbl
pa3paboTaHbl 3PPEKTUBHbIE METOAbI TEYEHUS.
MprMeHsaeTca pepMeHTHas 3aMecTuTe /bHas
Tepanus, HanpuMep Npu geduumTe IM30co-
MHOI K1cror nunasbl. CylecTsyeT ANETO-
Tepanus nNpu TUPO3NHEMUN, FrafiakTo3eMun,
GPYKTO3EMUM, FIMKOFEHO3aX, HapyLeHnK
OKVICTIEHUS XMPHBIX KACOT. CyLEeCTBYIOT npe-
napatbl 4719 BbiIBEAEHNA TOKCUYHbIX MeTabo-
JIUTOB W CHYDKEHNSA X 0OPa30BaHNS: LK
MOY€eBUHbI, 60ne3Hb BuibcoHa — KoHOBanoBa,
noperpnn, HapyLeHNa OKUCIEHNA XUPHbIX
KUCAOT, TMpOo3uHeMns Tun |. MNMponssoantcs
TpaHCNNaHTauus nevYeH/KNeToK neyveHn npu
6onesHn BunbcoHa — KoHoBanosa, HapyLleHnn

LIK1a MOYeBUHbI 1 Op.

Mporpamma guarHoCTUKU

[eHeTnyeckoe TeCTUpOBaHME Ha HAcNeACTBEHHbIE 60MEe3HU

C Nnopa>xeHmeM revyeHum

®

KypaTop nporpamMmsl
3axapoBa

ExkaTepuHa lOpbeBHa
3aBefyoLlad nabopatopuen
HacneaCcTBEHHbIX 6ONe3HeNn
obMeHa BelLeCTB, A.M.H.

hepatopathy-program@med-gen.ru

®

Tun AONarHOCTUKHU

MoneKkynapHo-reHeTn4yeckas

MeTop

CeKBeHVpoBaHMe HOBOIO MOKOeHMS

C NpVMeHeHeM TapreTHoW naHenu

47 reHoB

Kputepun BKIloYEHUS B NporpamMmy

> rpaxpgaHcteo PO

-> BospacT go 10 net

- pesynbTaTbl NePBUYHON AMarHOCTUKN,
OaHHble TaHOEMHOM Macc-

CrieKTpomMeTpunn

©

OcHoBaHus gnsa nccrepgoBaHns

KnuHnyeckmne cMMnToMmbl

M nabopaTopHble noKasaTtenu

1. lenatomeranua B coyeTaHnn

C runornukemmen

2. CvHOpOM xornecTtasa C HopMallbHbIM

yposHeM [TT

3. OCTpO BO3HUKLLIAsS NeYeHOoYHas

He[oCTaTOYHOCTb

4. PaHHUI LMPPO3 NeYeHn

I'Iop,ospeHme Ha 3aboneBaHuUqa

> CeMeWHbIV BHYTPUNEYeHOUHbIN
XofnecTas, bonesHb bavnepa

- MUTOXOHAPWasbHble renatonaTnm

> nevyeHo4Hble CDOprI MMKOreHo30B8

MaTepMan Aang aHanm3a
LlenbHas He3aMopoXKeHHas KpoBb
c 3OTA (3—5mn)

CpOK AMarHoCTUKK

Ot 25 go 45 pHen

[loKyMeHTbI

YKaxkute npegnonaraemblin gnarHos,

KOHTaKTbl HanpaBKBLUEro Bpaya,

cenarite noMeTKy «[narHocTrKa

B paMKax nporpamMmbl 6@ “¥nsHp

KaK 4yfo”™»

MepaunLUMHCKNE AOKYMEHTbI NaUMeHTa

KpaTkas BbINMMUCKa C yKasaHneM

OCHOBHbIX K/TMHUYECKUX CUMNTOMOB/

NnabopaToPHbIX AaHHbIX

[Oo6poBosibHble

MH$OPMUPOBaHHbIE cornacus

- Ha MefVKo-reHeTn4eckoe
KOHCYNBTUPOBaHME N FreHeTUYeCKoe
obcnegoBaHne

- Ha 06paboTKy NepCoHanbHbIX faHHbIX

= Ha y4acTuve B Hay4YHOM UCCNefoBaHNM

O Kaxkpgoe cornacue gosikHO

6bITb NOANMUCAHO

©

Mops4as nuHus
+7 (800) 511 87 66
OnepaTop nporpamMmsbl

«Jlor 3HA Oan»
09.00-18.00

noHeaes/lbHNK—NATHML A

3BOHOK Mo Poccum 6ecnnatHbin
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CuvHgpoM Anaxxunns

MKB-10: Q44.7, MKB-11: LB20.0Y

Pepgkoe reHeTnyeckoe 3aboneBaHue, KOTOPOE XapaKTepn3yeTCcd

nopa>xeHneM revyeHn 1 ceppua, XxapaktepHbiIMM 4epTaMn Jinua,

aHOManmMamMu rnas, nNo3BOHKOB, MNMOo4YeK N COCynoB

B 1975 rogy Anaxkunnb
onuncasn CUHAPOM,

KOTOPbI HOCUT €ro nM4,

1 yCTaHOBWN cneynduyeckme
AVarHOCTUYeCcKne Kputepum

(Alagille c coaBT.)

©

KnnHun4veckue nposp/ieHnd
M OCHOBHble CUMMITTOMDI

CrHOpOM Anaxkunna sBnsieTcs Hanbornee pac-
NPOCTPaHeHHOM GOPMOV CEMENHOro BHYTPU-
MeYeHOYHOro XonecTaTn4YecKoro CUHAPoOMa.
CTeneHb TSHXECTU HapyLUEHUIA MOXET pasnn-
4yaTbCs AaXke y YeHOB OHOW CEMbMU.
XenTyxa

Ecnn oHa gnuTtensbHasa, sTo Hanbonee Yyactoe
paHHee MposBneHne crUHOApPoMa AnaXkunns.
HapyLueHve 0TTOKa »enyuy NpMBoOauT K rmnep-
BUNNPYBVHEMNN, YBENNYEHNIO NEYEHN 1 cene-
3€HKW, MOBBILLEHWIO KOHLEHTPALIMU XONecTepu-
Ha 1 TPUrIMLepnaoB B KPOBU.

3ya

ABnseTcs Hanbonee BbipaXeHHbIM MO CpaBHe-
HWIO C OPYrMMU XPOHNYECKUMW 3a601eBaHN-
AMYM NeYvYeHU, KOTOPble COMPOBOXAAOTCHA XO-
necTasoM. Peiko NpUCyTCTBYET A0 TPEX-NSaTu
MecsLEB, HO K TPETbEMY FofY XKN3HN Habnoaa-
eTCd NpaKTUYecKn y BCcex feTei, faxke c bes-
YKENTYLUHBIM TeYeHNEM. Y HEKOTOPbIX OTMeYatoT
KCaHTOMbl — 0,OBPOKaYecTBEHHbIEe 0bpa30oBa-
HUS KOXW N3 XNPOBbIX K/1ETOK.
FenaTtomeranus

O6Hapyxunsaetcd y 93—100% naumeHTOB

M pacnpocTpaHeHa B M1aeH4YeCcTBe.
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CnneHoMeranusa

MposBnsgeTca HeobbIYHO PaHO, HO OObIYHO 06-
Hapy»uBaeTcs y 70% 3ab0neBLUnX.
Bpo>xaeHHble Nopoku cepaua
MpeobnafatoT NopaXkeHVs nNpasbiX OTAESOB,
CTEHO3 NIero4Hor apTepuin. HacTbiM KOMOUHN-
POBaHHbLIM NMOPOKOM cepfLa SBngeTca TeTpaga
®anno. Y 23% nayMeHTOB MMetOTCA MHOXe-
CTBEHHbIE aHOMaSNN.

AHOManum Koctem

Y 60NnblWNHCTBa MNaLMeHTOB BCTpeYatTCs
gedopmanunm No3BOHKOB — 6abOYKOBUNAHbIE
NOSYNO3BOHKN. Takagd aHOManus obbI4HO bec-
CUMMTOMHa 1 OBHapYXMBaeTCHA Npu peHTre-
HOBCKWX CHYMKaX rPyAHbIX MO3BOHKOB. Takxe
OnncaHbl YKOPOYEeHMe Ny4YeBOW 1 NNOKTEBON
KOCTeW, danaHr nanbLes.

Oco6eHHOCTU peHOoTUNA

Bbinyknblid 106, r1y60KO MoCaXKeHHble r1asa,
yBeNVYEeHNe PacCTOAHNSA MeXY rnasHuLamu,
CeaSIOBNOHBIVI UM MPAMOW HOC C KPYI/bIM KOH-
4YKOM. MNposiBNEHNs OMHAaMUYHbBIE U N3MEHS -
tOTCA NPY B3POCNIEHNN — HEKOTOPbIE MPU3HaKU
bonee MArkve y HOBOPOXAEHHbLIX 1 Hanbonee
BbIpaXkeHbl y eTel cTapLlero Bo3pacTa.
Od¢TanbMonoruyeckne HapyLeHus
OunarHoctupytorcs B 56—88% cnyyaes. Bosb-
LWMHCTBO BKJtOYaeT AedeKTbl NnepefHen Ka-
Mepbl (3aHWI 3MEPUOTOKCOH), aHOManNuio
AkceHdenga v aHomanuio Purepa, a Takxke

NMNrMEeHTHble N3MEeHEHWNA CeTHaTKW.

®

JlabopaTopHasa gnarHocTUKa

Pa3paboTaHbl reHeTuYecKme NaHenu, KotTopble
Mo3BONAOT NpoBoAnUTb [HK-aHanus reHos
JAGT n NOTCHZ vi opyrunx, N3MeHeHnsa B KO-
TOPbIX ABAATCA MPUYMHOW HacedCTBEHHbIX
©oNnesHer C XOnecTasom.

Mocne onpepeneHus MmyTaunum y naymneHTta
HY>XHO obcnefoBaHve poguTenein. Ecnny Hux
MyTauuo He BbIABNAIOT, PUCK POXOEHWS MO-
cnefyrollero 60MIbHOro pebeHka o4YeHb HU-
30K. CyllecTByeT BEPOATHOCTb MO3auLm3Ma
3apOAbILLIEBON NHUN, HO MOKa Takue ciy4au
peaKn. Bbinv 0bHapy>KeHbl UHANBUAObLI 6e3 K-
HUYECKUX MPOSIBMIEHNM CUHAPOMa AnaxXunnng,
O[HaKO MMetoLLEe MO3aNLMN3M MO TOYEYHbIM

MyTaLuaM 1 geneumsm.

JleyeHue

CneuunanusmnposaHHble

NpPOoAYyKTbl Ne4e6HOro nUTaHUs
CrnocobCTBYIOT f1yyLLIEMY YCBaVBaHMIO XXUPOB.
OueTa

C BbICOKUM COfEPXKaHNEM YIIEBOAOB, TPUMN-
LepnaoB 1 BATaMUHHbIX JO6aBOK.
JlekapcTBeHHbIe npenapaTbl

Pa3paboTaHbl BbICOKOIDGEKTVBHbIE Mpenapa-
Tbl 019 CHVDKEHUS YPOBHA NMPOU3BOOHbIX XKey-
HbIX KNCNOT U YMEHbLUEHUS 3ya.
TpaHcnnaHTauus

MoXKeT 6bITb HEOOXOAMMa O19 MaLNEHTOB C TSH-
YKerbIM TeyeHneM 3abonieBaHng, ecnv OHO He

noggaetca tepanunn.

MporpamMma guarHOCTUKU

CuHapoMm Anaxunns (apTepuornedyeHoYHas gmucnnasms )

cMMmnTomMoB

0N AMarHocTuKu

@ CUHOPOM XoJlecTasa,
KOXXHbIN 3y

@ BPOX[OEHHbIE

NopoKu cepaua

@ cocygnucTble aHoOManmn

aHOMa/iMM NO3BOHKOOB —
6ab0o4YKoOBUOHbIE
MO3BOHKMU

aHOManunu pasBUTUA rlas —
3aHUM 3MBPUOTAKCOH

0CO6EHHOCTU
CTpoeHus nuua

@ aHOMain4a no4vyek

1:70 000

HOBOPOXAOEHHbIX C CMHOPOMOM

Anaxxunnsa B Mumpe
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Mporpamma guarHoCTUKU

CuHapoM Anaxunnsa (apTepuonedyeHoYHaa aucnnasms)

®

KypaTop nporpamMmsi
3axapoBa

EkaTepuHa lOpbeBHa
3aBefytolllan nabopatopuren
HacnenCcTBEHHbIX 6ONe3HeN
obMeHa BelLeCTB, 4.M.H.

hepatopathy@med-gen.ru

®

Tvin ANarHoOCTuKu
OHK-grnarHocTrka Ans noncka myTaunii
B reHax JAGTu NOTCHZ2

MeTop

BblCOKONPOV3BOANTENBHOMO
CeKBEHNPOBaHNA

(naHenb 13 52 reHoB «XonecTas»)
Kputepun BKNoYeHUs B NporpamMmy

- rpaxgaHcTeo PO

- BO3pacT o 18

[loKyMeHTbI

HanpasneHue Ha reHeTU4YecKkoe
uccneposaHue

YkaxuTe npefnonaraemslin AuarHos,
KOHTaKTbl HanNpaBKBLLEro Bpaya
[Oo6poBosbHbie
MH$OPMUpPOBaHHbIE cornacus

O Kapgoe cornacue gomkHo

6bITb NOANMUCAHO
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©

OcHoBaHuga gna uccnegoBaHusa
KnnHnyeckun yctaHOBNEHHbIN AnarHo3
cuHgpoma Anaxkunns (He MeHee

3 13 7 OCHOBHbBIX NPU3HAKOB).
XpoHuyeckui xonecTas c Bbicokon I'TT.
1. BpoxaeHHble Nopoku cepfLa
(aHOManuu nero4How aptepun, TeTpaaa
danno v ap.).

2. XapaKTepHblit dpeHoTun (TpeyronsbHoe
MU0, BbICTYMNAOLWMIA BbICOKNI

1106, rNy60oKOo NMocaXKeHHble r1asa,
MUKPOrEHUs).

3. AHOManun pas3BuTKs rnasa (3agHuin
3MBPNOTAKCOH 1 Ap.).

4. BpoxeHHble aHOMannmy no3BOHKOB
B pOpMe KpblfibeB 6aboyKN
(AmarHocTVpyeMble peHTreHonorndeckm).
5. AHoManuu noyek (moveyHas
ancnnasus v ap.).

6. CocyancTtble aHoManmm
(NperMyLLeCTBEHHO COCY0B
rOfIOBHOrO MO3ra).

7. Hann4yme rmcTonorn4yeckom KapTuHbl
BHYTPUNEYEHOYHOW rmnonnasmnm

XKEeJTYHbIX MPOTOKOB.

MaTtepwan gnsa aHanusa
LlenbHas He3aMOpOXeHHasi KpOBb
¢ OOTA (3—5 M) Unm KpoBb

Ha KapTouke-dubTpe

CpOK ANarHoCTUKMu

Ot 25 no 45 gHen

AHHa [erTtapeBa

3aBefylolLlas OTAEeNOM NegmaTpum

drey «<HMUL akywepcTBa, FTMHEKONOrMn
M NepuHaToNOrMm MMEHN akajeMmnka
B.W. KynakoBa», negnaTp, HEOHaTOJIOT,

npodeccop, 4.M.H.

CnHAPOM Ana)kunnsg Bpadm ymenu gnarHo-
CTUPOBaTb U O MOABNEHNA MONIEKYIAPHO-
reHeTUYEeCKUX MeTOLOB — Ha OCHOBaHMUWN
FMCTONMOTUYECKOW KapTUHbI 1N XapaKTepHbIX
KNVHNYECKMX NPU3HaKoB. Ho Bcerga aT1o 6bin
ANarHo3 BepoOsTHOCTHbIN, Ha 100% Bpay 6bin
B HEM He yBepEH.

Cenyac MeTofbl, KOTOPbIE MPUMEHHAOTCA B 3TOW
nporpamMme, NO3BONAOT YCTaHaBMBATb 3TO
3abofieBaHMe BbICTPEE U TOYHEEe 1 faXke He
npuberatb K bUoNcun nevyeHn. A nossneHmne
HOBbIX METOLOB Tepanuy CUHAPOMa ANaxnnins
LenaeT Takytlo ANarHOCTUKY ellle bonee Bax-

HOW U HEOBXOUMOV.

©

Fops4yas nuHus
+7 (800) 511 87 66

KoMnaHus «Jlor SHA Oen»
09.00—-18.00, 63 BbIXOAHbIX

3BOHOK Mo Poccum 6ecnnatHbin




bonesHb HUMaHHa — lNuka Tun A/B

Jednunt chmHrommenmHassbl

MKB-10: E75.2, MKB-11: 5C56.0Y

Pepkoe reHeTnyeckoe 3aboneBaHue, KOTOPOe CBA3aHO C HapylleHnem obMeHa

YXMPOB M NPUBOAUT K HAKOMIEHWNIO XonecTepuHa 1 rnvkocduHronununaos (FCJ1)

B KflieTKax. HegocTtaTo4HOCTb depmMeHTa HapylwaeT pacuiernneHne COUHromMmenuHa,

BbIMOJTHAIOLLEro beHKLI,VIIO cTabunmnsaTopa KeToYHbIX MeMbpaH

BonesHb HuMaHHa — Muka
6blna onncaHa B 1920-x rogax
HeMeUuKMMK NneguaTpamu

A. HnmaHHOM 1 1. MukoMm

KnuHu4eckue nposB/ieHnd
M OCHOBHblIe CMMITTOMDbI

BblgendioT ABe KnnHuyeckme Gopmbl.

Tun A

PaHHee Ha4aso (B NepBble MECALLbl XIN3HM), BUC-
LilepalibHble NPOSABIEHNS, BOBIEYEHVE HEPBHOM
cncteMsbl (3aepikka NCUXOMOTOPHOMO pas-
BUTWS, CUMINTOMOKOMIIEKC BASIOrO pebeHKa).
Ha rnasHom gHe BbISBNAIOT AereHepaunio ma-
KY/lbl MO TUMY BULLHEBOW KOCTOYKN.

Tun B

MaHVdeCTUPYET No3xKe, CONPOBOXKAAETCSH TO/b-
KO BUCLepanbHbIMK NposiBreHnamMuy. CUMMATOMBI
NPOSIBNAIOTCA Nocne 4 net, nHorga B NogpocT-
KOBOM BO3pacTe, HEBPOJIOrnyeckas CMMnToma-
TUKa, KaK NpaBunio, OTCYTCTBYET.

MeuyeHb, cucTeMa KPOBETBOPEHUS

YBeNnnyeH o6beM XMBOTa, YTO OBYC/I0B/IEHO
renaTtocnneHoMeranmen, 1 0bbIYHO 3TO NepPBbIn
KNVHNYECKUIA NPpU3HaK. XapaKTepHbl 1 MOBbI-
LeHVe aKTUBHOCTW MeYeHOYHbIX TPaHCaMMHa3,

aHeMun4, TpOM6OLU/ITOI'IeHI/Iﬂ.
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dusmnyeckoe pasButue

MoXkeT HabsoOaTbCA ero 3ajepxKa.

OpraHbl gbixaHus

Y MHOMMX NauUMeHTOB YacTbl NHPEKLIMOHHbIE 3a-
boneBaHns AblxaTeNbHbIX MyTeN, NPY PeHTreHe
obHapyxuBatT ANGPY3Hble UHOUIBLTPATLI B
NErknx, MaHNGecTUpytoLLme Kak bpoHXManbHas
acTMa 11 BPOHXOMHEBMOHWN.

HakonneHue B nu3ocomax

dochonunmnpoBs u xonectepuHa
TMCTOXUMNYECKU BbISBIAETCH KaK «MEeHNCTbIe»
KNIeTKU B PETUKYNO3HOOTENVAIbHOW cucTeme
Cene3eHKn, KOCTHOIrO MOo3ra, NeyYeHu, 1erkunx,

nmMdoysnos.

NHdEKLMOHHbIE 3a60/1eBaHs BEPXHIX

AbIXaTellbHbIX r|yTe|7|, MHTEepCTULMaibHaA

60M1e3Hb Nerkmnx

JlabopaTopHas guarHocTuKa

YcTaHOBNEHMe guarHosa

ViamepeHre akTUBHOCTU pepMeHTa KUCTON
CcOUHroMmenrHasbl, KonmyecTea geaunmpo-
BaHHOM GopMbl chuHrommnenuHa (lyso-SM)
B KPOBMW.

MopTBepxaeHne guarHosa

[MOUCK MaToreHHbIX BapuaHToB B reHe SMPD1
NPV MOMOLLM Pa3fINYHbIX METOLOB MOMEKYNAP-

HO-reHeTNYeCKon ONarHOCTUKW.

JleyeHune
[Noka ansa nauneHToB ¢ 601e3Hblo HuMaHHa—

Muka TN A/B pnocTynHa depMeHTHas 3ame-

CTUTENIbHaA Tepann4d.

YBeNMYEHHbI 06bEM KNBOTA,

0BYCOB/EHHbIV renaTocrnieHoMeranven

MporpamMma guarHOCTUKU

bonesHb HMMaHHa — Muka Tnn A/B

@ MHTEepCTULMaNbHas
60ne3Hb NIerknx

o000 e,
. *e,

@ renatocrnjieHoMeranu4,
CMHOPOM UMTONN3a

@ 3afepXKKa NCMXOMOTOPHO-
ro pa3BuUTUS

@ CUMIMTOM BULLHEBOW
KOCTO4YKU

@ orpy6neHune 4epT nmua,
«FaproonaHOCTb»

1:167-250 000 |

yacToTa 6onesHn HmMmaHHa — lMNuka

TMn A/B B EBpone
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Mporpamma guarHoCTUKU

Mykononuncaxapugos | Tuna, 6onesHb NoMmne,

6one3Hb HMMaHHa — lNMuka Tun A/B

®

KypaTop nporpammsl
3axapoBa

EkaTepuHa lOpbeBHa
3aBefytolllan nabopatopuren
HacnenCcTBEHHbIX 6ONe3HeN
0obMeHa BeLLeCTB, 4.M.H.
NPD@med-gen.ru

®

Tun gQMarHoCTUKK
OHK-gnarHocTvka

Broxvmmyeckad

MeTop

TaHOEeMHasa Macc-CrneKTpoMeTpus
OHK-anarHocTtuka

Kputepun BKkNoYeHUs B NporpamMmy
- rpaxxgaHcTtso PO

> 6e3 orpaHnYyeHnr no Bo3pacTy

©

OcHoBaHusa pna uccnegoBaHuda
KnuHu4yeckne cMMNTOMbI

M nabopaTopHble NoKasaTenu

1. 3agepxKa GU3NYeCKoro pasBuTUS.
2. [enatocnfieHoMeranus,
NPeVMYLLECTBEHHO CMIeHOMEeranus.
3. TpoMboUuUTONEHNS.

4. HocoBble KPOBOTEYEHMS, IKXUMO3bI.
5. YacTble nHGeKLUnn nerkmx,

NHOWUNBTPATHI B NIETKNX.
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MaTepMan angd aHanusa
KpoBb Ha kapTouke-¢unsTpe N2 903

CpoK AnarHoCTUKn

ONoXMUMYeCcKasa anarHocTmuka — 14 gHew,

OHK-gnarHocTtuka — 25—45 geHb

[JoKyMeHTbI

Hal'lpaBﬂeHI/Ie Ha reHeTmn4yeckoe

ncecnegoBaHme n corflacre Ha O6pa6OTKy

nepcoHasbHbIX AaHHbIX 1 Nepegady

Bronornyeckoro matepuana

Oo6poBonbHble

MHbOPMUpPOBaHHbIE cornacus

©® Kaxxgoe cornacue gomkHO
6bITb NOAMNCAHO

> Ha MefKO-TeHeTu4eckoe
KOHCYNBTUPOBAaHWE N FeHeTnYecKoe
obcnenoBaHne

> Ha 06pabOoTKy NepCoHabHbIX faHHbIX

- Hay4acTume B Hay4YHOM UccneoBaHnmn

Fopsa4yasa nuHusa

+7 (800) 100 24 94

Onepatop nporpammbl Aston Health
04.00-19.00

MoHeaenbHUK—NATHULA

3BOHOK Mo Poccum 6ecnnaTHbIv

aston-health.com

MpaBuna nonyyeHua
CYXMX NATEH KpOBU

KapTouka gns 3a6opa

KpoBb coburpaeTcsa Ha CTaHOapPTHYIO KapToY-
Ky-dunbTp (N2 903), KoTopasa NpuMeHseTcs
ON51 CKPUHUHIA HOBOPOXXAEHHbIX B PD, nnn
Ha aHafIorMYHYO KapTOYKY O/19 MOMyYeHUs Cy-
XOro MATHa KPOBMW.

Bpemsi

MpefnoyTuTeNnbHO CobMpaTb 0bpasLbl Nocne
npvema nuum Yepes 40 MUHYT—1 vac. Bo3aMox-
HO TakK>Ke NPON3BECTV 3a00p KPOBW HaTOLLaK.
XpaHeHue

Cyxve ngTHa KpOoBW AOMYCTUMO XPaHUTb Mpw
KOMHaTHOWM TemnepaType. HeponycTnmo xpa-
HeHMe B YCNIOBUSAX MOBbILLEHHOW BAXHOCTH
1 OCBELLEHHOCTN.

Obpa3zel, KPOBW He OO/MKEH conpuKacaTbCs
C FPA3HOW MOBEPXHOCTLIO 11 06pasLLaMu Opyrux
nauneHToB.

TpaHcnopTUpoOBKa

3abnaroBpeMeHHO OCTaBbTe 3adBKY Ha OT-
NpaBKY CyXMX NATEH KPOBW Yepe3 6ecrnnaTHyo
rOPAYYIO NINHWKO MPOrPaMMbl CKPUHWHIA Ha de-
dULNT chUHromMmenHassl (6onesHs HuMaHHa
— Muka TN A/B).

bone3Hb [oOLUe

MKB-10: E75.2, MKB-11: 5C56.0Y

HacnepcTtBeHHoOe 3abonieBaHue 13 rpynnbel IM30COMHbIX B6onesHen HakonneHus.
HepocTaToO4YHOCTb depMeHTa rmor<ou,epe6po3mn,a3b| npmBoagnNT K HAKOMJ/IEHUIO
FMUKOCHUHIONUMMOOB B OpraHax M TKaHsX, npenmywecTseHHO B KOCTHOM MOa3re,
ceneseHke u nevyeHu. B pe3ynbraTte B JIN30COMax MaKpodaros HEYTUNN3NPOBaAHHbIX

amnngoB 06pa3y+0Tcs| XapaKTepHble KNeTKM HaKonneHns — KneTku [owe

Bl 1l Tna (loHowWeCKuiA, NN XpoHUYeCcKuii/

NoAoCTPbIA, HEMPOHOMATUYECKUIA TUN)

[MpoMexyTo4Had dopMa. Hapaay ¢ nopaxke-
KnuHuyeckue nposapieHuns

M OCHOBHblI€ CUMITTOMDI

HVEM MapeHXMMaTO3HbIX OpraHoB XapakKTe-
pr3yeTca HeBPOJIOrNMHYECKUMN MNP OABNEHNAMN.

OHWM cxogHbl ¢ Bl Il Tna, HO MeHee TSHKeno

Mo KNMHWYECKOMY TeYEHUIO BbIAENSIOT TPY TUMa
6onesHu lote (BI).

BI' | TUNa (HeHelipoHONaTUYECKUI4 TUM)
CaMblin YacTbI 6e3 Tshkenoro nopaxexus LIHC.
CpoK MaHudecTaLmn MOXeT BapbUpoBaTb-
CH, a Mo TAKECTN NPOABNEHNM ONMCaHbl Kak
npakTn4ecky 6eccruMnTOMHble GOPMBbI, TaK
N C TSHKENBIMU NOPAXKEHNAMU BHY TPEHHUX Op-
raHoB (rematocrisieHoMeranus), CUCTEMbI KPO-
BETBOPEHVS (LMTOMEHNS) 1 ONMOPHO-ABUraTe b-
Horo annapata (XpOHUYeCKne KoCTHble 6o,
KOCTHbIE KPU3bl, OCTEOHEKPO3bl, OCTEOMNEHUS,
OCTEOmNopOo3, NaToNOrNYeCcKme rnepesiombl).

Bl Il TMNa (MHpaHTUNBLHbIA, LU OCTPbINA
HeilpoHonaTUYeCKUiA, TUN)

Hawnbonee pegrad dopma. [JeboTrpyeT B nep-
Bble MONrofa TAXenowm 1 6blICTPO NPOorpeccu-
PYHOLLEN HEBPOOMMYECKOW CUMNTOMATUKOM.
Tak>ke HabnogalTCd renaTocrnieHomMeranus,

TpOM6OLLI/ITOI'IeHI/IF|.

BblpaXeHbl. XapaKTEpPHO MOopa)keHne 0CeBOro
ckeneTa (6oukoobpasHas AedopMaLyis rpyaHow

KNeTKW, KNHOCKONNO3).

KneTtku louwe B KOCTHOM TKaHu
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BonesHb onncaHa B 1882 rogy
durnvnnom lowle, KoTopsbI
Habnogan B ceneseHke

N NeYeHn NauneHTKn

C renartocrjieHomerasnven
KPYrHble K/IeTKW C CHepYeHHOM

umTONNasmo (knetku fowe)

Mopa)keHne HepBHOW
CUCTEMbI XapaKTepHO
ansa 6onesHu lowe |l

n lll Tmnos



®

JlabopaTopHas guarHocTuka

U3MepeHUe akTUBHOCTU PpepMeHTa
rnioKowepe6posnaasbl

Ee CHwKeHVe aBnaeTcss NaTOrHOMOHUYHbBIM
npu3Hakom 6onesHu fowwe.

MopTBep)xaeHue anarHosa

[MoncK MaToreHHbIX BapraHToB B reHe GBA
NPV MOMOLLM Pa3/INYHbIX METOLOB MOMEKYAP-

HO-FeHEeTNYEeCKOM AMarHOCTUKN.

JleyeHue

Mpwn 6onesHu Mowe | v il TMNoB NpoBoOAUTCA MO-
XN3HEHHaa GepMeHTO3aMecTUTe NbHas Tepa-
Nys PEKOMBUHAHTHOW MOKOLLEPEBPO3Maa30M.
MpuMeHAloTCS TabneTpoBaHHbIe NpenapaTsl,
KOTOPbIE NHIMBVPYIOT 06pas3oBaHue rKoLe-
pebpo3unga.

3aboneBaHne BK/IIOYEHO B MOCY0apPCTBEHHYIO
nporpaMmmy «BblcOKo3aTpaTHble HO30M0MUN»,
1 getn ¢ 2023 rofa nony4vatoT Tepanmio 3a cHeT

doHAa «Kpyr gobpan.

[eMopparn4yeckn CUHAPOM

bonesHb lowe

MporpamMmma guarHoCTUKU

.

@ cnneHo-/

renatocnneHoMmeranuna

@ 604yKkoobpasHas

nedbopMaums rpygHOM KNeTKM,
KNPOCKONMo3

@ 3afepxKa u/unm

perpecc ncMxXoMoTOPHOr0
passutma (BH Il v )

RN
11 @ XPOHNYECKME KOCTHbIE
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i 601, 0OCTeonopos,

naTtonorn4yeckume
nepenombl

O

Mopspok 3abopa
BEHO3HOM KPOBU
B Nnpo6upku ¢ SOTA

1. 3ab0op KPOBK OCYLLECTBNFETCA B NiI0H6OE Bpe-
M$ HE3aBWCKMO OT nMprema nNunLn.

2. 3a60p BEHO3HOW KPOBW B BaKyTenHep C aH-
TnkoarynaHtom 30TA (419 reMaTonornyeckmx
YiccnefoBaHuin, Kak NpaBuio ¢ GUOIeTOBON
KPBbILLKOR) NPON3BOANTCSH MO CTaHOAPTHOM Tex-
HoMormn.

3. lonycTnM 3a60p KPOBW OAHOPA30BbIM
LWINPULIOM C HEMEeLJIEHHbIM NnepennBaHnem eé
B NMPOBUPKY C aHTUKoarynaHToMm SOTA. MNpwn
nepenMBaHny B NPOBKPKY Uria co wnpuLa
OOJ/MKHa BbITb CHATa, YTObbLI U30eXaTb paspy-
LIEHUS KNIETOYHbIX MEMOBPaH.

4. Ecnin 3a60p KPOBW MPON3BOAUTCA N3 KaTe-
Tepa, NofoXKANTe He MeHee Yaca nocre ycTa-
HOBKW HOBOIO KaTeTepa.

5. Heobxogumbln 06bEM KPOBU — 2-3 MJ1.

6. MpoBUpPKY C KPOBbID HEOBXOOAMMO MNOT-
HO 3aKPbITb KPbILLKOW N aKKypaTHO nepeme-
LaTb NepeBopayvBaHNEM HECKOMBLKO pa3. Ho
He B3banTbiBaTh!

7. Ha npobupke ykasaTb pasbopynso PO
1 0aTy POXOEHNA MaLMeHTa.

8. [NoMecTnTe NPOBUNPKY B XONOAUTBbHUNK

MporpamMma gMarHoCTUKU

BonesHb ®abpu, 6onesHb [owe 1 Mykononmcaxapugos Il Tmna

®

KypaTop nporpamMmbi
3axapoBa

ExkaTepuHa lOpbeBHa
3aBefytoLLaa nabopatopren
HacneaCcTBEHHbIX 6ONe3Hen
o6MeHa BeLecTB, A.M.H.

Lysosomal3@med-gen.ru

© Tun QMarHoCTUKM

Broxummyeckas

[OHK-gnarHocTtuka

MeTop

i TaHpemHas Macc-CneKTpoMeTpus

i OHK-guarHoctuk

KpuTepuu BKNoYeHUs B IporpamMMy

{ > rpaxpaHctso PO
© > 6e3 orpaHUYeHmii No Bo3pacTy

OcHoBaHuMga gna uccnegoBaHusa
KnuHunyeckmne cUMnNTOMbI

n na60paToprle NnoKa3aTtenu
1. 3agepkka Gr3nNYeCKoro pasBuTUS
2. [enatocnfieHoMeranus,
NpPenMyLLLeCTBEHHO CNieHoMeranms
3. TpomMboUUTONEHUS, aHEMUS

4. HocoBble KPOBOTEYEHUS, SKXUMO3bI

MaTepMan angd aHalin3a

Kposb Ha kapTouke-¢unsTpe No 903
n/vinu LenbHas He3aMopPOoXKeHHas

kpoBb ¢ 3OTA (3—5 mn)

CpOoK AnarHoCTUKmn

Brioxumumyeckasa auarHoctuka — 14 gHewn

OHK-gnarHocTtvka — 21 geHb.

[JoKyMeHTbI

HanpasneHue Ha reHeTn4eckoe

nccnefoBaHne 1 cornacre Ha o6paboTky

nepcoHasbHbIX faHHbIX 1 Nepedavy

6ronornyeckoro matepuana

Oo6poBonbHble

MH(OPMMpPOBaHHbIE cornacus

<> Ha MefuKo-reHeTn4yecKoe
KOHCY/bTPOBaHMe N reHeTn4yeckoe
obcnegoBaHme

> Ha 06paboTKy NepcoHasbHbIX AaHHbIX

> Ha ydacTme B Hay4HOM mnccrengoBaHnmn

O Kaxxpoe cornacue AoXHO

6bITb NOANMCaAHO

[E] 4% i

Fopsa4yasa nuHuga
+7 (800) 301 06 51

Onepatop nporpammbl Aston Health
09.00-18.00

MoHeaenbHUK—NATHMLA

3BOHOK Mo Poccum 6ecnnaTHbIv

1:40 000—1:70 ooo

YyacToTa 6onesHu lowe B Munpe

[0 TOr0 MOMEHTa, KaK Kypbep 3abepeT ee (+2

..+8 rpagycoB). He 3amopaxuBaTh!
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Mporpamma guarHoCTUKU

BonesHb lNowe

®

KypaTop nporpamMmsi
3axapoBa

EkaTepuHa lOpbeBHa
3aBefytolllan nabopatopuren
HacnenCcTBEHHbIX 6ONe3HeN
obMeHa BeLlecTB, O.M.H.

Gaucher-disease@med-gen.ru

®

Tun gQMarHoCTUKK
Brnoxmnmmyeckasn

OHK-anarHocTtuka

MeTop

TaHAeMHas MacCc-CNeKTpoOMeTpus
CekBeHVpoBaHue reHa GBA
Kputepun BKkNoYeHUs B NporpamMmy
- rpaxgaHcTtso PO

> 6e3 orpaHnYyeHn’ No Bo3pacTy
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©

OcHoBaHusa gnsa nccnegoBaHns
KnuHu4yeckne cUMNTOMbI

M nabopaTopHble NoKasaTenu
Mpu HanpaBUTEeNbHOM AMarHose —
| Tun 6one3Hu MNowe

1. lenaTocnneHomeranng

2. bonw B KOCTSX, Nepenomsl

3. OTcTaBaHue B pocTe

4. HacTble KPOBOTEYEHUS I CUHAKM
5. TpbombounToneHnd, aHemMmums

Mpu HanpaBUTeNnbHOM guarHose —
11l Tun 6one3Hu MNowe

1. lenaTocnneHomeranng

2. TpombounToneHns, aHemMus

3. CKeneTHble HapyLleHnd

4. HeBponorunyeckue nposBieHns
5. 3agepkKa/perpecc ncuxoMoTopHOro
pasBuUTUS

6. HapylleHnsa noBefeHnd, ann3onbl
ncuxosa

7. CHKEHME NHTeNneKTa

8. MrnokoHnn, cygoporu

9. OKCTpanmpaMuHble HapyLleHNs
10. Mo3)KeYKoBble HapyLUeHs

11. OKynomoTopHbIe pacCTPONCTBa

MaTepMan anga aHanm3a

MATHa BbICYLLEHHOW KPOBU

Ha KapTouke-GuIbLTPe

CpOK gUarHocTukm

Broxumumyeckasa gnarHoctuka — 14 gHen

OHK-anarHocTtuka — 21 geHb

[ OKyMeHTbI

HanpaBneHue Ha reHeTU4YecKoe

nccnefoBaHne

MepauuMHCKMe [OKYMEHTbI NauneHTa

KpaTkas BbiMVCKa C yKasaHnem

OCHOBHbIX K/TMHUYECKNX CUMITOMOB

(No gononHUTENLHOMY 3anpocy)

[Oo6poBosbHble

MH)OPMUpPOBaHHbIE cornacus

- Ha MefVKOo-reHeTnyeckoe
KOHCYNBTUPOBAaHMNE N reHeTn4ecKoe
obcnegoBaHve

- Ha 06paboTKy MepPCoHasbHbIX aHHbIX

- Ha y4acTue B HayYHOM McCnefoBaHum

O Kaxpoe cornacve fomKHO

6bITb NOANUCaHO

Mopsyasa nuHus

+7 (800) 100 25 82

OnepaTtop nporpamMmmbl AHO «Passutue»
09.00-18.00

MoHeaenbHUK—NATHMLA

3BOHOK N0 Poccum 6ecnnaTHbIn




NeduumntT NM30COMHOU KUCJTIOUN Nrnasbl

MKB 10: E75.5, MKB 11: 5C56.0Y

Pepgkoe 3aboneBaHue, O6yCJ'IOBJ'IeHHOG naToreHHbiMM BapmnaHTaMm B reHe

LIPA, KoTopblIli KOOMPYET GEPMEHT NIM3OCOMHYIO KUCTYIo nnnasy (J1K/).

HepocTtaTo4yHOCTb akTUBHOCTU J1IKJ1 NpUBOOAUT K HAKOMNEHUIO HeVITpaﬂbeIX

XNPOB B JIM30OCOMaX — NpenmMyLeCTBeHHO rernatoumtoB 1N KJTIETOK

MaKpodaranbHO-MOHOLUTAPHOM CUCTEMBI

bonesHb BonbmaHa

BrepBble onvucaHa B 1956 ropy,

a B 1968-M 6blnia OTKPbITa
bonee pobpokavecTBeHHas
dopma OJIKIT

KnnHun4eckue nposp/ieHnd
n OCHOBHblIe CUMMITTOMDI

KnnHnyeckmne npossnexus OJIKIT BapbupytoT
OT NONMOPraHHOM HEAOCTAaTOYHOCTW, MPUBO-
OdLen K neTanbHOMY UCXOAY B MEPBOM MOy~
FOANV YXXN3HW, 0 NPaKTUYECKU BECCUMMTOM-
HbIX GOPM C YMEPEHHOWN renaTomMerannen
1 gucnunnoeMmein
BonesHb BonbmaHa (BEB)
Hanbonee Tsxkenaa popMa ¢ MaHUbecTaumen
B MepBble MecsLbl XX13HU. ConpoBOXOaeTCs
3aLEePXKKON PU3NYECKOro Pa3BUTUA, CUHLPO-
MOM MafbabcopbLymn, MHOUNBTPaLMEN NeYeHN
1 cene3eHKn MakpodaraMu, cogepxallimm
3GUpPbI XONECTEPUHA U TPUTNLEPUIbI, NeYve-
HOYHOW HeJOCTATOYHOCTbIO. Cpefyn OCHOBHbIX
CYMMTOMOB:
- 3ajepXXKa pa3BuTUg, OMapes, pBOTa;
= renaToMeranus n cnaeHomeranug,

(no x5 yBennyeHns) yBenmdeHne XmneoTa;
- YMEPEHHO BblPaKeHHbIN CUHOPOM LNTONN33;
- MOXEeT HabNgaTbCs YMepeHHoe NoBbille-

HUe xonecTtepuHa 3a cyeT dparuum JTTTHTT;

- MbllWeYyHad r’mnoToHUg;
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- HapacTaHne aHeMuu, NerKo-
N TPOMBOLUTONEHWI;

- MblleYyHad rMnoTOHNS;

- HapacTaHWe aHeMuu, NeENKo- N TpoMbouu-
TOMNeHnu;

- HapacTaHue NMopTaNbHOW runepTeH3un;>
XMPOBaa AUCTPOGUA NeYeHu;

Bones3Hb HakonneHus apupos

xonectepuHa (BH3X)

BonesHb nMeeT bonee No3fHee Hayano 1 cpag-

HUTENbHO 6NaronNPUATHBIN NPOrHO3. KNUHN-

YecKuMe NPOoSBEHNA BapbUPYIOT OT THKE0ro

MOPaXKeEHNsA NeYeH Ha NepPBOM rofy XU3HU

00 NPaKTU4YecKy 6ecCUMNTOMHOIO TEYEHNS.

BonesHu HakonneHnsd adnpoB XonecTepuHa:

- 60K B XUBOTE M AMCNencuyeckme pac-
CTPOWCTBa;

2 cepaeyHo-cocyancTbie 3abonesaHus (nop-
TasnbHas rMNepTeHsus, MHbAPKTbI, MHCYLTbI)
B AETCKOM U IOHOLLECKOM BO3PAaCTE;

- nosbleHne yposHein AJTT n ACT,

> runepxonecTepuHemMms U oUCINNUAEMNA
llo Tvna (™ NIMNHM- n ¥ NNBl-xonecTepuHa);

= nporpeccupytollee aTepoCKNepoTUYeCcKoe
nopaxeHune CoCyAoB;

= renaTomeranus, CrifieHoMerasnus, Xmposas

ONCTPodUS NeyveHn, Gropo3 B pasfnyHbIX cTa-

anax, Umppos, ne4yeHo4YHad HeOCTaTO4YHOCTb.

JlabopaTopHasa gnarHocTUKa

Tpom6ouuToneHus n aHemMus

Bonee BbipaxkeHa y getein ¢ bB. CuHapom un-
TONN3a, rMNepxonecTepuHeMmnd, gucnunuge-
Mus llb, Ha cTaguu LMppo3a nevyeHm — rmro-
NPOTENHEMUS, TUMOaIbOYMUHEMUNS.
OnpepeneHne aKTUBHOCTU JIM30COMHOM
KUCIOW nunasbl

OCcHOBHOWM MeTof AarHOCTUKW. pu CHMXe-
HVE aKTUBHOCTN GepMeHTa NPOBOAAT MOUCK
rMaToreHHbIX BapnaHToB B reHe LIPA npw no-
MOLLM Pa3/INYHbIX MOMEKYIAPHO-FeHEeTUYECKIX

MeTOoOB.

JleyeHue

PekomeHgoBaHa NOXU3HEHHaA bepmeHTHasa

3aMecTuUTe/lbHas Tepanns PeKoOMEUHaHTHOW

JIKJT naumeHTaM BCeX BO3PacTOB.

@ rnevyeHo4YHass He[oOCTaTOYHOCTb,
Gnbpo3 n umppos

MporpamMma guarHOCTUKU

OeduunT TM30COMHON KNCNOW Nunasbl

.
®ececccccnc”®

ONCTPpOdUS NeYeHun

@ runepxonecTepmHemMms,
amcnnnupgemuns llb Tmna

1:150 000

HOBOPOXOEHHbIX C 60N1e3HbIO

BonbmaHa B Mupe



MporpamMma gMarHoCTUKU

CeneKkTuBHbIN CKPUHUHI geduumTa NM30COMHOWN KNCMOW Nnnasbl

®

KypaTop nporpammsl
3axapoBa

EkaTepuHa lOpbeBHa
3aBefytolllan nabopatopuren
HacnenCcTBEHHbIX 6ONe3HeN
0obMeHa BEeLLeCTB, 4.M.H.
LIPA@med-gen.ru

®

Tvun gQUarHoCTUKn
Broxnmuyeckasn

1 MONEKYNAPHO-reHeTuyecKas
MeTop

PrrooprMeTpryeckoe

onpepfeneHne akTUBHOCTN pepMeHTa
IM30COMHOW KNCMOW Nnasbl
[OHK-gnarHocTtuka

KpuTepun BKNoYEHMS B NporpamMmy

- rpaxxgaHcTeo PO

©

OcHoBaHus gns nccregoBaHus
KnuHu4yeckmne CUMNTOMbI

M nabopaTopHble nokasatenu
1. Jednumnt maccel Tena,

3aflep)KKa pocTa

2. YBenn4yeHre nevYeHn n ceneseHku.
3. [lnapes, cuHapoM Manbabcopbumn
4. CTeaTo3/dn6p0o3/Umnppos neyeHmn
5. YBenunyeHve 1 KanbundunKkaTbl
HaAnoYeYHNKoB

6. [NoBbILeHVe XOnecTepuHa

n MIMHM/AINBM

7. NosbiweHne ANTT/ACT

8. AHeMUA, TPOMBOLNTOMNEHNS.
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MaTepMan angd aHann3a

LlenbHasg He3aMOpPOXeHHasA KPOBb

c 3ATA (3—5 m11) / nnv KpoBb

Ha KapToyke-odunbTpe N2 903

CpoOK gnarHoCTuKmn

Broxmmumyeckasn anarHocTuka — 14 gHen

OHK-anarHocTuka — oT 25 0o 45 aHen

[JoKyMeHTbI

HanpasneHue Ha reHeTn4yeckoe

nccnefoBaHue 1 cornacue Ha o6paboTky

nepcoHasbHbIX JaHHbIX 1 nepefayvy

bnonoruyeckoro Matepmnana

Oo6poBonbHble

MH$OPMMpPOBaHHbIE cornacus

> Ha Me[VKO-reHeTn4yecKoe
KOHCYNbTUPOBaHME N reHeTUYeCcKoe
obcnegoBaHme

-> Ha 06paboTKy NepcoHasbHbIX JaHHbIX

- Ha y4acTue B Hay4YHOM 1ccnefoBaHum

o Ka)xpoe cornacume fonKHO

6bITb NOQNMUCAHO

Mops4as nMHus

+7 (800) 301 06 51

Onepatop nporpammbl Aston Health
09.00-18.00

MoHeaenbHUK—NATHULA

3BOHOK Mo Poccum 6ecnnaTHbIv

aston-health.com

O

I'Iop;ln,or( nony4vyeHusd
CyXux ndTeH KpoBu

1. 3anonHUTL 6NaHK Ha GUNLTP-KapTe Wapu-
KOBOW pyykon. O6a3aTenbHbl 415 3anoNHEHUS
BCe nosia 6naHka.

2. O6BeCTU Ha3Ha4YaeMbIl TeCT U YKa3aTb 3Ha-
YeHUs BMOXUMMNYECKNX MoKasaTesen, NonyyeH-
HbIX MPY NOCNEOHEM aHaM3e KPOBY NaLVeHTa.
3. KpoBb MOXeT 6bITb Kak KanuingpHasa (13
nanbLa Uy NaTki gas naumMeHToB o 6 Mec.),
TaK 1 BEHO3HadA. BeHO3Has KpoBb cobMpaeTcH
B NPOBOKMPKY, aKKypaTHO nepemellnBaeTCs
1 3aTEM C MOMOLLbIO MUMNETKN HAHOCUTCH Ha
dUNLTP Mo 25—50 MK KPOBW Ha KaXkayto Bbl-
OEeNeHHYo 061acTb.

4. HaHeCTu KPOBb Ha Kaxayto 13 OKPYXHOCTEN
GUNLTP-KapTbl. Kanam KpoBy AO/MKHbI Aponu-
TaTb BCE OKPYXXHOCTW C OBPATHOM CTOPOHbI.
5. BbicylWNTb NATHa KPOBW, AepXa KapTOYKy
Ha YMCTOM NOBEPXHOCTU MNPY KOMHATHOW TEM-
nepaTtype 6e3 nonagaHug nNpPsiMoro cosHey-
Horo ceeTa (2—3 4aca). MNaTHa KPoBU Ha Guslb-
TpoBasibHOW ByMare AO/KHbl OblTb CyXnMu,
YeTKUMW, HE CMa3aHHbIMU.

6. 3aKPbITb MATHA OYMaXHbIM KlanaHoM.

7. Obpa3seL, KPpOoBW BAIOXWTE B YACTbIA KOHBEPT

nnn B 3UM-rnakeT C OCyLnTeNneM.



TnposnHemusa tTun |

MKB-10 E70.2, MKB 11: 5C50.11

HacnepncTteeHHas TposnHemus | Tuna (HTI), unmn renatopeHansHas TUPO3MHEMUS, —

pefKoe reHeTn4yeckoe 3abonesaHue, obycnoBrneHHoe MyTaunamMm B reHe FAH,

KoaMpyloLweM depMeHT dyMapunaleToaleTaT rmgponasy

Hawnbonee BbicOKasa 4acToTa
TUPO3NHEMMUN TUM | OTMeYaeTcH

B YeueHckon Pecnybnvke

bes neveHuns

y NauneHToB
dopMupyeTcH
renatouennongapHas

KapuMHoOMa

KnnHun4veckue nposp/ieHnd
M OCHOBHble CUMMITTOMDI

KnuHuyeckue nposiBneHus

M OCHOBHbI€ CUMMNTOMbI

MpUYMHOI 3a60neBaHNA ABAFIOTCA My Taluum
B reHe FAH, 4TO NPUBOLWNT K CHVKEHWIO aK-
TUBHOCTU pepMeHTa pymapunaueToaueTaT
rmgponasbl. B pesynstaTe 06pa3ytoTcd BbiCO-
KOTOKCUYHbIE 1 KaHLIEPOreHHble COeANHEHUS —
CYKUMHUNALIETOH, ManeunnaLeToaleTart, dyma-
punaueToaleTar.

BbloensatoT ABe OCHOBHbIE KNNHUYECKme Gop-
Mbl TUPO3UHEMUU TUM | — OCTPYIO U XPOHUYE-
CKyt0. OTa KnaccudurKaLmsg 4OBOMbHO YCNOB-
Ha, MOCKOJbKY OCTpas GopMa MOXET NepenTn
B XPOHWYECKY!IO, a MaLMeHTbl C XPOHWNYECKOM
hopMOoW OCTaloTCS B Fpynne prcka No pPasBUTUO
MEeTaboIMYEeCKMNX KPU3OB.

OcTtpas popma

[ebioTnpyeT B NepBble ABa-TPW MecsLa XN3HN

N XapaKTepusyeTCs 3afePKKOn GU3NYecKo-
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ro pa3BUTUA, renatomMerannen, Taxenon ne-
YEeHOYHOW HeOCTaTOYHOCTbIO, HAaPYLUEHHON
CBEpPTbIBAEMOCTbIO KPOBW U TUMOTANKEMUEN.
DopmrpyeTca AUCHYHKLNS MOYEYHbIX KaHa b-
LeB, CUHAPOM DaHKOHW 1 PaxuT.
XpoHuyeckas ¢popma

BonesHb HaunHaeTca B 3—4 roga. HabntogatoTtcs
Pa3MYHOM CTEMEHU BbIPaXKEHHOCTM MOPaXKEeHNSs
neyYyeHu, PaxnTonogobHbIe MU3MEHEHWS CKENETa,
00YyCnoBeHHble rnnodochaTeMmnen n runep-
dochaTypren.

TaKkKe NposABNATCS KapanoMmonaTus, HeBPO-
NOMNYECKME KPpU3bl, CXOAHbIE C MOPOUPNYECKM-
MU (BonesHeHHble NapecTesnn, apTepunasnbHas
rMNepTOHUS, Taxnkapaus, napanntTnyeckas
HENPOXOAMMOCTb KULLIEYHVKA, MHOrd4a Nporpec-
cupytoLLIe napanuyn), MInorinkeMms, CBa3aH-
Has C runepnnasvein B-KIeToK NogKenygo4HO
Kenesbl U rmnepcekpeLmen MHCYNnHa.

YacTo y pebeHka HabntogaeTcs paxut. NHo-
roa nedopMaLmm KOHEYHOCTEN BblpaXeHbl Tak
CWbHO, YTO AEeTW NepecTatoT XOOaUThb.

Bes nedyeHus 3aboneBaHne NepexoanT B TA-
xenyto ¢opmy. Y nauneHTos popmMmpyeTtca

renatouesmondpHad KapunHoMa.

JlabopaTopHasa gnarHocTUKa

B KpOBW NMOBbILLAETCHA YPOBEHb TPAaHCaMMHA3
(ACT 1 AIT), raMMar oKy pOHUATPaHcnenTnaa-
3bl (TTTT) 1 Wweno4Hom hocdaTtasbl; OTMeYaeTcs
3HaYnTesIbHOE MOBbILLEHNE YPOBHSA A-heTonpo-
TeuH (ADM (2100—1000 pag)).

[Mpu OCTPON 1 MOOOCTPON GOPME BbIABIAIOT
0eDULNT BCEX MEYEHOYHbIX GaKTOPOB CBeP-
TeiBaHua (I, V, VI, X, IX, X1, XII), Ha6nogaeTcs
KoarynonaTus ¢ yaanHeHnem npoTpoMOnHO-
BOIMO U aKTUBMPOBAHHOIO YaCcTUYHOrO TPOM-
6onnacTuHOBOro BpeMeHn (A4YTB), CHUKeHMe
NPOTPOMBUHOBOIO NHAEKCa, GUOPUHOreHa,
CHWKEeHWe aHTUTpOMbUHa Il

[na noareepXaeHva AnmarHosa C MoMOLLBIO TaH-
[EMHO MaCcC-CMNeKTPOMETPUM B KPOBW onpeae-
NS0T YPOBEHb CYKLMHWUNALETOHa 1 TUPO3KHa,
NPOBOOAT MOJIEKYNAPHO-TEHETNYECKOE UCCTe-

[0BaHue, YTObbI BbIIBUTL MyTaLumm B reHe FAH.

JleyeHue

Cneunduryeckasa Tepanna NpPoOBOANTCS Npe-
napatoM «HuTnamHoH» (NTBC, 2-(2-HUTpo-
A-TPUHNIOOPOMETUNBEH30UM)-1,3-LNKTOoreK-
caHefnuoH). MpenapaT 61oKupyeT 4-rnapo-
KCUbeHnNNMpyBaT OUOKCUreHasy 1 npenaT-
CTBYET 06pa30BaHUI0 KOHEYHbIX TOKCUYECKMX
MEeTabosIUTOB TMPO3MHa.

«HUTU3VHOH» NPUMEHSIETCA B COYETaAHUM C HN3-
KOBEeNKOBOW AMEeTON U Ha3HavYeHnem cMecen,
KOTOpble He cogep)kaT TUpPo3nHa 1 deHnna-
naHuHa. MNpu Txkenbix GopMax TUPO3NHEMUN
1 MJIOXOM OTBETE Ha JIEKapPCTBEHHYIO Tepanuto

MPEOBOOAT TPaAHCMNAHTaAUUIO nevYeHu.

MporpaMma ANUarHoCTUKMU

TnposuHemua Tun |

.
®ececccccnc”®

@ renato-/renatocrnieHoMeranus,
HapyLleHne 6eNKOBO-CUHTETUYECKOM
PYHKLUMK MeYveHn

(L LN "
=l Lo
% g @ rnoBbILLEHWE anbda-

deTonpoTenHa

rnopaxxeHue novyek —
CUHOPOM daHKoHMU

1:100 000

YyacToTa 3aboneBaHud

B MUpe
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Mporpamma guarHoCTUKU

TuposnHemusa Tun |

®

KypaTop nporpamMmsi
3axapoBa

EkaTepuHa lOpbeBHa
3aBefytollas nabopaTopuen
HacnefACTBEHHbIX bone3Hen
O6MeHa BeLLEeCTB, A.M.H.

tyrosinemia@med-gen.ru

Tvin ANarHOCTUKHu
Broxnmunyeckasa gnarHocTuka
OHK-gnarHocTvka

MeTop

TaHOeMHasa Macc-CcnekTpoMeTpus
OHK-grnarHocTtuka

KpuTepuu BKNloYeHUS B NporpaMmmy
- rpakgaHcTtso PO

- BO3pacT Jo 21 roga

OcHoBaHusa pna uccnegoBaHusa
KnuHu4yeckne cMMnToMbl

1 nabopaTopHbie NoKasaTenu

1. lfenaTomeranusa

2. OCTpO BO3HUKLLIAA nevYeHo4YHas
HeoCTaTO4YHOCTb

4. PaHHUI UMPPO3 NeYeHn

5. [JobpokayecTBEHHbIE OMYyXOn NevyeHu
6. Boicokui1 ypoBeHb ADIT B KpoBY

7. Paxntonofo0bHble N3MEHEeHUA CKeneTa

©

Mopsa4as nuHus

+7 (800) 201 09 39
10.00-16.00

noHeaeNbHUK—MNATHWL.a

3BOHOK Mo Poccum 6ecnnaTHbIv
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MaTtepuan gnsa aHanusa :
LlenbHasa He3aMopoXXeHHasa KpoBb ¢ SATA
(3—5 M) UK KPOBb Ha KapTouKe-dUNLTPe
N2 903, nnu obpasel, yTpeHHen nnu :
AHEBHOW NopLMn MOYM

CpoOK gnarHocTmukm

Broxnmumyekas guarHoctuka — 10 gHen
[OHK-grnarHocTtnka — 10—20 gHen

[loKyMeHTbI
C yKasaHueM npegnonaraemoro
OMarHo3a, KOHTaKTOB HarMpaBMBLUErO
Bpayva 1 oTMeTKM «ccnepgoBaHve
B paMKax Hay4Hol TeMaTuku “TporpamMma
OVarHOCTUKM TUPO3UHEMUN TUM |7».
[No6poBonbHbie
MHPOPMUpPOBaHHbIE cornacus:
- Ha MefVLMHCKOe BMelLaTeNbCTBO
1 reHeTn4yeckoe nccnefoBaHme
- Ha nepepadvy 61MONOrMYecKoro
MaTepuana n obpaboTky
nepcoHasbHbIX AaHHbIX
O Kaxpgoe cornacue fomKHO
6bITb NOQNUCaHO
MepaunLUMHCKNE AOKYMEHTbI NaUMeHTa
KpaTkas BbINM1cKa C yKa3aHNeM OCHOBHbIX
KIIMHNYECKMX CUMMTOMOB/NabopaTopHbIX
[aHHbIX, BKIIIOYEHHbIX B KpUTEPUU
[ONS y4acTus B NporpamMme.

O 3anonHeHHas aHKeTa

O>xamunsa Canpaesa
3aBepyollas MeguKo-reHeTU4YeCKUM
ueHTpoM N'BY «PecnybnnKaHCKmin
nepuHaTanbHbIM LLEHTP», FNaBHbIN
BHELUTaTHbI FrEHETUK MUH3[paBa

YeueHckor Pecny6amkm

B YeueHckoi Pecnybnvke 4yacTtoTa TUPO3nHe-
MWW TUMN | — OflHa N3 CaMbIX BbICOKMX B MUpe,
Mo3TOMY B HalLeM pernoHe Bpayn 0CObeHHO
HaCTOPOXEeHbl B OTHOLLEHWI 3TOro 3ab0s1eBa-
HUs. C 2023 roga CKPUHUHIT HOBOPOXOEHHbIX
B Poccun npoBogmnTcd B TOM YUCTIE N Ha TU-
PO3NHEMWIO, HO HEOOXOAMMO, YTOObI BCE AeTU
NepBbIX ET XW3HU C MPU3HaKaMN MopaXkeHns
neyeH, PaxmTonogoOHbIMU N3MEHEHUAMU CKe-
neTa npoLny obcefoBaHne Ha 3To 3aborse-
BaHWe. TMPO3NHEMINSA MOXET [OMIO CKPbIBaTLCH
nof, Mackow ApYrnx COCTOAHUN, N BaXKHO Ha-
4yaTb SleYeHne BOBPEMS, He YNyCTUTb Aparo-
LleHHoe BpeMs. ITa nporpaMma AnarHOCTUKN
paboTaeT y)Ke HECKOSBbKO JIET 1 crnacha yxe

OEeCATKN OEeTCKNX YKNBHEN.

MoMMUMO OBLLUMPHOW rPYNMbl NEPBUYHbBIX
NMMYyHOZeULMTOB U3BECTHO 60sbLIOE
4YMCNO HacneaCTBEHHbIX 60Ne3HeNn, Npu
KOTOpPbIX HapyLUaeTCs OOHO U3 3BEHbEB
MMMYHHOro oTBeTa. [1o HefjlaBHero Bpe-
MEHM OANarHoCT1Ka aTUX 3a6oneBaHuin
6blfla UCKITIOUYUTENBHO KNTMHUYecKas
N NPUMeHsINacbk CUMNTOMaTUYeCKas Te-
panus ans ux nedyeHus. B Hale Bpems
MOJIEKYNSIPHO-FeHeTUYeCcKMe nccnepo-
BaHWS MO3BONSOT YCTAaHOBUTb AMArHO3
B CEMbSIX C ayTOBOCMAaNMUTENbHbIMU 3a-
601eBaHUAMU, aHIMOHEBPOTUYECKUM
OTEKOM W, rMaBHOe, HayaTb NeyeHne
Ha HayvaslbHbIX, @ MOPOW U OOKNNHUYE-

CKUX cTagmsax 6onesHu.

HacnencTtBeHHbIE
3aboneBaHuUs

C NpenMyLLecTBEH-
HbIM NMOpPaXXeHNEM
MMMYHHOUW CUCTEMDbI
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[Mepmnoguyeckasa 6onesHb

MKB10: E85.0, MKbB11: 4A60.0

AyTOCOMHO-peLeccrBHOe 3a60MeBaHNe. XapaKTepmnayeTcsi MOBTOPSOLLMMUCS

npPMCTynamMum nmxopagkm 1 socnaseHnem B oplolnHe, CUHOBWanbHOW 06004Ke

NN NNeBpe, YTO COMPOBOXKAAETCS 60SIbIO

YnomuHaHme 0 TakMx NauneHTax
ObINO elle B TpyAe apMAHCKOro
Bpa4va MxuTtapa lepaun
«YTelweHne Npy Amxopagrax»

B Xll Beke. B 1948 rony
H.A.Reimann npeanoxmn Ha3eaTb
HO3010r V0 MEPUOANYECKON
©0ne3Hbto. Ee CUHOHVIMBI —
«CeMelHas cpen3eMHOMOpPCKasd
nmxopapgkar, «<nepuogmnyeckas,

WX apMAHCKas, 601e3Hb» 1 Op.

©

KnuHu4eckue nposB/ieHnd
M OCHOBHblIe CMMITTOMDbI

O6bl4HO 3ab0/eBaHVe HAYVHAETCH B BO3pacTe
£o 30 net. bonee paHHee Ha4vano COOTBETCTBY-

eT TShKenomy GeHoTuny.

Nnb Tvn 1

Jlerkne cumMnToMmbli

Muanrusa, ronosHas 60/b, TOWHOTa, AMUCH-
HO3, apTpanrug, 6o B NOSACHNLE, acTeHWS
11 6€CNOKONCTBO. DTV CUMMNTOMbI NPeABeLLatoT
BCMbILWKW 3a6on1eBaHns 1 onaTtcs ~ 17 4yacos.
BcnbilwKu nuxopagku

M cepo3uTa

BcnbiwKmM NpoMcXoadaT 06blYHO pas B Hedesto
WV KaXK[ble HEeCKOMbKO NneT. AnaTca okono 1—4
OHEeNM 1 CnoHTaHHO ncyesatoT. ObocTpeHune
MOTYT CMPOBOLMPOBaTb Pa3Hble MPUYNHbI —
CTpecc, BO3eCTBME XONofa, XUpHaa efa,
VHeKUMM 1 AP.BCbIWKN MaHNGEeCTUPYIOT,
Kak nrxopapfka: TeMneparypa nogHMmMaeTcs
[0 38—40 °C, gpnntca 12—72 Yaca, He oTBeYvaeT
Ha aHTUBNOTUKN. DTO COMPOBOXKAAETCA ABME-
HUSMW BOCMaNeHns, KOTOpble JIOKaln3yrTCs

rNaBHbIM o6pa30M B YeTblpeX canTax.
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A6O0MUHaNbHbIN CalT

AcenTnyecKuin NeEPUTOHUT, KOTOPLIA NPOSIBIIA-
eTCcs cunbHelLwen 60/bto, C KapTUHOW OCTPO-
ro xumnoTa. Ctofia e MOXXHO OTHEeCTU 1 OPXUT
y MaLUMEHTOB MY>XCKOIO MoJia, 00YC/I0BEHHbIV
BocnaneHneM tunica vaginale anyek, kotopas
CNYXXUT NPOOOMKEHNEM BPIOLLNHDI.
TopakanbHbI canT

B OCHOBHOM acenTnyecKuin NnespuT, B 60/1b-
LWMHCTBE CNy4YaeB OOHOCTOPOHHUIA.
CycTtaBHoOWM calt

ApTpUTbI FNaBHLIM 06Pa30M CYCTaABOB HUXHUX
KOHEYHOCTEN (Halle KONEHHbIX 1 FONIeHOCTONM-
HbIX). B BOMbLIMHCTBE CllyYyaeB nopakeHune
CYyCTaBOB HOCUT MOHOOINTOAPTUKYNAPHbIN
xapakTep. NpoAoMKNTENBHOCTL apTpUTa Ya-
CTO MpeBbllWaeT ANTENBHOCTb MOBbILEHUSA
TeMnepaTypbl U COCTaBASET boflee 72 4acos,
06bIYHO B Npefenax Hefesnu.

Ko)xHbI caiT

PoxkenogobHast apuTeMa, Kak NpaBuso, Ha ro-
NIEHAX, Haf, rONIeHOCTOMHBIM CYyCTaBOM, B KOTO-
POM UMeoTCH MNPU3HaKW apTpuTa, U Ha TbiNb-
HOW MOBEPXHOCTU cTon. AMMNomnao3s Truna AA

ABNAETCHA PacCrpoCTpaHEeHHbIM OCJTIOXXHEHWMEM.

MNB Tmn 2

AMnIonaos aBngeTcs nepBbiM N eONHCTBEH-

HbIM CUMMNTOMOM 3ab01eBaHKS.

Oco6eHHOCTH aTaK

YacTtoTa aTak — oT 1—2 pa3 B Hefesnto [0 He-
CKONbKUX B rof. Bo BpeMs aTakm BO3MOXHbI
ntobble coveTaHUd GebpuUnbHOM NMXopanKn
C NPOSBAEHUAMN BOCMANEHUs CO CTOPOHbI
pasnYHbIX CanToB. VIHOMAa aTaky MoryT nNpo-
TeKaTb B BUAE N30NNPOBAHHOW NTUXOPaLKU.
MpakTunyeckn Bcerga GebpunbHblie aTa-
K COMPOBOXOAOTCHA MOBbILEHNEM YPOBHS
ocTpodazoBbix Mapkepos — CO3, CPB, cbiBo-
poTo4YHoro amunonga A (SAA). BHe aTaku ux
3HaYeHUSA CHVKAIOTCHA, HO MPUMEPHO Yy 63%
nauyeHToB Mexay aTakamy COXpaHAeTCs no-
BbILLEHHbI YPOBEHb TOrO U MHOro ocTpoda-
30BOro nokasartend. Ocobyto posib B OLLEHKe
aKTVUBHOCTU 3aboneBaHns, adOeKTUBHOCTHN
NIEYEHNSA 1 PUCKa Pa3BUTUA aMuUnomngosa oT-
BOOAT SAA Kak Hanbonee afeKkBaTHOMY U YyB-
CTBUTENbEHOMY MapKepy BocnaneHus npu Mb.
OTCcyTCTBME 3TUX MapKeEPOB Ha GOHe KNVHU-
YyecKux nposasieHni (nogbem TeMnepaTyps
1 Ap.), HanoMuHatoWmMx KapTuHy Mb, genaet

ANarHo3 aToro 3a60/1eBaHNA COMHUTEbHbIM.

®

Na6opaTopHas guarHocTUKa

OcHoBaHa Ha nccnegoBaHuy dparmMenTa 10-ro
9K30Ha reHa. VIHhopMaTMBHOCTb TaKoro uc-
cnepoBaHus — 98%. Kpome Toro, BO3MOXHO
CEeKBEHMPOBaHME BCEX 3K30HOB W Npuaerato-

WX MHTPOHHbIX 06nacTen reHa MEFV.

AMNIOMNL03 NOYKU

MporpaMma ANUarHoCTUKMU

Mepnopgmyeckas 601e3Hb

38-40 °C

@ NMXopagKa

JleyeHue

B ocHOBE CUMMTOMATLYECKOW Tepanumn NexmnT
npuMeHeHre KonxmumHa. OH NpegoTBpallaeT
aTaKu, CHKaET X YacTOTY U TAXKECTb, 3HaYM-
TeNbHO YMeHbLUaeT PUCK Pa3BUTUS aMUOMA0-
3a, CBOAA €ro K MUHUMYMY, ECIN MPUMEHSIIOTCS
afieKBaTHbIe J03bl NpenapaTta U NauneHT KoM-
nnaeHTeH. [Jaxe Korga KONXUUWH He NpeaoT-
BpalLlaeT aTaku 3a60neBaHVs, OH NpenaTcTByeT
Pa3sBUTUIO aMUONA03a.

[ns KynupoBaHUA NPOSBIEHWI aTaku UCMOSb-
3YHOTCS HECTEPOVAHbIE MPOTUBOBOCMANNTEb-

Hble rnpernapaTtbl.

1:100/73 000

4YacToTa 3aboneBaHus cpegm apabos

@ aMMnonaos

@ apTpuT

N apMsH / eBpeeB-allikeHasun
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Mporpamma guarHoCTUKU

Nepunognyeckasn 60ne3Hb

®

KypaTopbl nporpaMmbl
Monskos

AnekcaHap BnagumupoBuy
3aBefyoLmnin nabopaTopuren
OHK-gnarHocTukn, npodeccop,
uneH-koppecnoHaeHT PAH, O.6.H.
polyakov@med-gen.ru
LWaruHa

Onbra AHaTonbeBHa

B.H.C. NabopaTtopuun OHK-grarHocTunku,
3aBefytolllas nabopatopuen
MOJIEKYNIPHO-TEHETNYECKO
OMarHoCTUKN N2 1, K.M.H.

schagina@med-gen.ru

OCTpbIN XUBOT
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Tvin AMaArHoCTUKN

MownckK YacTbix MyTauunn reHa MEFV
MeTop

Mpamoe cekBeHnpoBaHue no CeHrepy
Kputepun BknoYeHUs B nporpamMmmy
- rpaxpgaHcTtso PO

; - [ONONHNTENbHbIE KPUTEPUN

MOXHO y3HaTb Mo TenedoHy

ropsyen MMHNM

OcHoBaHusa Angd nccnepoBaHumd
KnuHu4yeckne cCMMNTOMBI

n na60paToprle noKasaTtenu

1. OnNn3oabl NMXOpPaaKy — NOBTOPHbIE
NN fNgLmMecs NOCTOSHHO B TeYeHne
nocnegHnx 6—9 Mecsues.

2. MNoBTOpPSAOLLAACA KNNHNYECKasa KapTuHa
OCTPOro XMBOTa.

3. OTcyTCTBME OTBETA Ha CTaHAAPTHYIO
Tepanuio y IMXopagsLero naymeHTa
(aHTVBaKTepuranbHas 1 apyras
cUMNTOMaTUYecKas Tepanms).

4. [oBbllLEHME B KDOBW YPOBHHA

CO?3, CPB npu ycnosumn NCKIIOYEHNA
NHPEKLMNOHHBIX, OHKOremMaTonornyecKmx

1 OPYrux 3abonesaHuii.

MaTepMan And aHann3a
LlenbHaga kposb ¢ SOTA
Cyxue NaTHa KpoBMK

CpoK ANarHoCcTuKu

21 neHb

[loKyMeHTbI
HanpaBneHue Ha MegMKO-reHeTUYecKoe
uccneposaHue
YKa)kuTe KpaTKue KNMHNYECKNE AaHHble
1 caenanTe oTMeTKY «/lccnepoBaHne
B paMKax Hay4HoW TemaTtuku “[porpamma
ONarHOCTUKN HacNeACTBEHHbIX
ayToBOCManUTeNbHbIX 3aboneBaHnn’»
MeanuMHCKMe AOKYMEHTbI NaLueHTa
Bbinncka ns nctopun 60nesHu,
KpaTKWNin CeMelHbI aHaMHes
Mo aHanorNYHbIM MNPOSIBAEHUSM,
pe3ynbTaTbl 1abopaToOpPHbIX
1N IHCTPYMEHTanbHbIX 06CNefoBaHR,
MHbOpMaLMa O Ha3HaYeHHOW Tepanunm
Oo6poBosbHble
MH$OPMUPOBaHHbIE COrnacus
@ Kaxpgoe cornacue gomkHO

6bITb NOAgNUCcaHo
- Ha 06paboTKy NepcoHanbHbIX aHHbIX

> VHbOPMUPOBaHHOE cornacue

nauneHTa

Fopsa4yasa nuHus
+7 (800) 100 15 92

OnepaTtop nporpammbl Aston Health
08.00-18.00

noHees/lbHNK—NATH1La

aston-health.com

AyToBocCnanuTesnbHble 3a60/1eBaHuUS

MKB-10: E85.0 MKB-11: 4A60.0, 4A60.1 4A60.2.

N3BecTHO okono 25 GpopM ayToBOCMNaNUTENbHbIX 3a6oneBaHnin (AB3). OCHOBHbIMM

ABNSAOTCSH ceMenHas cpean3eMHOMOPCKad Jinxopaaka, CMHOPOM HeOOoCTaTO4YHOCTHU

MeBasloHaTK1Ha3bl (rMnepuMmmyHornobynmuHemmsa D; HIDS/ MKD), nepuoguyecKkumii

CMHIPOM, aCCOLMMPOBAHHbINM C peLenTopoMm dakTopa Hekposa onyxonu (TRAPS),

KPUOMUPUH-aCcCoLMUPOBaHHbIN Nepuoamdeckuii cuHapom (CAPS)

©

KnnHun4yeckue nposaBieHnd
M OCHOBHblIe CUMITTOMDI

B natoreHese AB3 KJIIOYEBYIO POJb UrpatoT
HacnedCcTBEHHbIE HapyLUEHNA BPOXOEHHOTO
VMMYHUTETA, B HaCTHOCTU HapyLleHme 6eKoB,

oTBedarouwnx 3a pa60Ty I/IHC]))'IaMMaCOM.

CAPS

[MepBble CUMMNTOMbI KPUOMUPUH-aCCoLUNPO-
BaHHOro nepuoamnyeckoro cuHapoma (CAPS)
NOSBNAIOTCA B BO3pacTe OT 1 Mecsua o 5 neT.
CAPS npossnsetcs Tpema peHoTunamn. Bece
HacnefyroTCA MO ayTOCOMHO-[OMUHaHTHOMY
TUNYy 1 obycnosneHbl MyTaumen reHa NLRP3,
KOTOPbIV KOANPYET BENOK KPUOTMUPUH.
CemMeiliHas xonofoBas KpanuBHULLA

Camblin nerknin peHotun CAPS. XapakTepu-
3yeTcd NpUCTynaMu nuxopaakn (He 6onee
24 4acoB), YPTUKaPHO ChIMW, KOHBIOHKTUBY-
Ta U apTpanruii. OHM BO3HWKAKOT B TeYeHue
12 yacoB Mocse BO3OeCTBUA Xonoga.
CuHnppom Makna — Yannca

Mpu HEM AONONMHUTENBHO Pa3BMBAETCHA HENPO-
CeHCopHasa TYroyxoCTb 1 Hepefko AA-aMuio-

NAo3 C rNMopaxKeHnem rnoyek.

NOMID

Mpwn cuHAPOME MYNBETUCUCTEMHOIO BOCMAaN-
TeNbHOrO 3a60MeBaHNA HEOHATaIbHOro BO3-
pacTta (NOMID) oTmedatoT nopaxeHune LIHC
(XPOHUYECKIN acenTUYECKNA MEHNHI AT, Ha-
PYLIEHNS KOTHUTUBHBIX GYHKLNI), CHKaeTCH
OCTPOTa 3peHus, MPOUCXOANT AedopMaLns
KOCTel 1 CyCTaBOB, 3aflepXKKa pocTa, ANCMO-

podr3M nuua.

TRAPS

TRAPS — 3170 ayTOCOMHO-fOMHaHTHOe AB3.
B 60/1bLUNHCTBE C/ly4YaeB HaYMHAETCS B PaHHEM
OEeTCKOM BO3pacTe.

MpUcTynbl IMXOPaAKU U KOXKHbIEe
BbICbINaHUs

BO3HMKaOT B coYeTaHun ¢ BONAMN B XKUBOTE,
4aCTO CO PBOTOW U AMapeer; ¢ 6onaMu B Kpyn-
HbIX CyCTaBax 1 MbILLL,AX, KOXHbIMW BblCbIMaHW-
AMU — 3TO MaKynonanynsapHas UM ypTrkapHas
CbIMNb, MUTPUPYIOLLAS Cbilb, PEXE POXKENOA06-
Had spuTeMa.

HapylieHus opraHa 3peHus
MepropbuTarnbHble OTEK UM BOMb, KOHBIOH-
KTUBUT. MMpn obcnefoBaHUM OTMEYaeTCs yBe-
nYeHne NMM@aTUYecKnx y3nos.
AA-amunounpo3s

3aboneBaHe MOXeT OCIOXHUTLCSH M B 3pe-

J1OM BO3pacTe.
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B 1999 rogy [leH KacTHep
NPeaNoXWI TEPMUH
«ayToBOCMNaneHmne»

0N 0603HavYeHVsa rpynmnbl
3ab0/1eBaHuin, KOTopble
XapaKTepunsyoTcs Nepuoam-
YeCKMM pa3BUTMEM JTOKaNN30-
BAHHOIO NN CUCTEMHOIO
BOCManeHns — npu oTCyTCTBUY
3TNONOrNYecKnx GakTopoB

1 @y TOVMMYHHbIX HapyLUeHNi



HepocTtaTO4YHOCTbL
MeBaNloHaTKMHa3bl/runep-
UMMYyHorno6ynmHemmus D

AyTOCOMHO-pelleccnBHoe AB3 HadnHaeTcH
B paHHeM Bo3pacTe. 3abofieBaHne NposABIa-
eTCca NPUCTynamu INXoPagaKu SJNTENBHOCTbIO
4—6 gHen, CONPOBOXAAETCS WEMHbIM NuMba-
AEHNTOM 11 BONAMN B XXMBOTE CO PBOTOW U Ana-
peen. HYacTble NPOSBNeHNd — MaKynonanynsap-
Had UM ypPTUKapHas Cbifnb, apTO3HbIE A3BbI,
3KCCYOaTUBHbLI GapUHIUT, TOOBHadA 60/b,
©onn B cycTaBax, MbllULAX N KOHBIOHKTUBAT.

Amunnonpgos pa3BMBaeTCA penKo.

®

NNa6opaTopHas gnarHocTuKa

1-i aTtan

[na noaTBep)aeHna anarHosa npoBoasaT no-
VICK Hanboree YacTbIX BapraHTOB B reHax AB3.
2-v 3Tan

MpUMEHSAT TapreTHble TeEHEeTUYECKIME NaHenm
019 aHanmsa MHOXecTBa MreHOB, OTBETCTBEH-
HbIX 3a AB3.

MonHoe 3K30MHOE U1 F’eHOMHOoe
CeKBEeHUpoBaHue

|_|pl/l HEOBXOAVMOCTU B O4EHb penxkunx cny4vagdx.

JleyeHune

B Tepanuu npnMeHsatoT B OCHOBHOM KOSIXMLNH,
TTIIOKOKOPTNKOCTEPOUbl, 6a3nCHbIE MPOTUBO-
BOCManuTesbHble nNpenapatbl Y MHIMOUTOPbI
NIT-1, a Takxke gpyrux LNTOKMHOB, y4acTBY-

OWNX B Pa3BUTU BOCMNaIMTeSIbHOIo oTBeTa.
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I'IporpaMMa ONarHoOCTUKu

HacnepgcTBeHHble ayTOBOCManmUTesbHbIE 3a60/1eBaHUS

38-40 °C

@ nuxopapgkKa

@ ceposuT (MepUToHUT,
NNeBPUT, MepUKapamT)

®

@ pasHoobpasHbie

KOXXHbl€ BbICbINMaHUA

MblLLIEYHO-CKeNeTHbIe
CUMMTOMbI: apTpanruu,
apTpwUT, MManrms

1-3:1000 000

pacrnpocTpaHeHHOCTb AB3 3aBucut

OT BapmaHTa " pernoHa npoxxmeBaHuA

CeeTnaHa CanyruHa
BeOYLMN HayYHbIN COTPYOHUK
[AEeTCKOro peBMaTo/IorM4yecKoro
otoeneHns OreHY «Hay4yHo-
nccnefoBaTenbCKUM MHCTUTYT

peBmaTonorum uMm. B.A. HacoHoBoW», A.M.H.

MOHOreHHble Vi MOoUreHHble ayToBOCNanuTe b-
Hble 3a60/1eBaHVg COMPOBOXAAOTCA CXOAHBIMY
KITVHNYECKUMM MPOABNEHNAMU, TaKMU KaK NA-
XOpaKa, KOKHble BbICbiNaHus, 601 B CycTaBax
1 MbllLLLAX, YBEIMYEHNE NMUMbATUYECKIX Y3II0B.
CX0[CTBO CUMMNTOMOB 3aTpyaHAeT Ux andde-
peHLManbHyo ANarHOCTUKY, XOTS Noaxoabl
K Tepanum MoryT CYLLEeCTBEHHO PasfinyaTbCs.
3T0 ofiHa U3 rNaBHbIX MPUYMH, MOYeMy CTOSb
BaXXHO TOYHO YCTAaHOBUTb AMArHO3 MOJEKY-
NAPHO-TEHETUYECKMMM METOAAMM U HA3HaUYNTb

Jle4YeHre MakCcrMarbHO BbICTPO.

MporpamMma gMarHoCTUKU

HacnepgcTBeHHble ayToBOCnasinTelibHble 3aboneBaHus

®

KypaTop nporpamMmsi
3axapoBa

ExkaTepuHa lOpbeBHa
3aBefytolllaa nabopatopuen
HacnenCcTBEHHbIX 6ONe3HeN
o6bMeHa BeLLeCTB, 4.M.H.
AVZ@med-gen.ru

© Tun gMarHoCTUKM

CekseHuvpoBaHue no CeHrepy
CeKBeHVpPOBaHMe HOBOIO MOKOMIEHNS
(tapreTHas naHersb)

Kputepun BKNoYeHUs B NporpamMmy
> rpaxpgaHcteo PO

> 6e3 orpaHuyeHnii no BospacTy

OcHoBaHuga anga nccnepgoBaHusd
KnuHu4yeckme cUMNTOMbI

7 na6opaTopr|e noKa3aTtenun

1. Snmsopfbl NMXopafKn — MOBTOPHbIE
VNN ANAWMECs MOCTOAHHO B TeYeHmne
nocnefHNX WecTn-geBaT MecsLes

2. OTcyTCTBME OTBETA Ha CTaHOAPTHYIO
Tepanuio y Nnxopagsaiiero nayneHTa
(aHTMBaKTepunanbHas 1 opyras
cuMnTOMaTUYecKas Tepanmusl)

3. KoXHble BbICbiNaHWs, apTpanrum/
apPTPUTbI, KOHBIOHKTVBUTBI, YBEUTHI,
HapyLweHuns co cTopoHbl KT, LIHC,
HapylueHue cnyxa

4. [NoBblILLEHNE B KPOBW YPOBHA

CO3, CPB npwu ycnoBux NCKITKOYEHNS
VHPEKLMOHHBIX, OHKOremMaTonornyeckmx

1 Apyrux sabonesaHni

MaTepMan and aHannsa
Kposb ¢ SOTA nnn KpoBb

Ha KapTo4vke-puneTpe
CpOK ANarHocTuKmn

OT14 o 21 gHa

[loKyMeHTbI

HanpasneHue Ha reHeTn4eckoe

ncenefosaHve n MeavUnHCKne

LOKYMEHTbI NauneHTa

[Oo6poBosibHbIE

MHPOPMMPOBaHHbIe cornacus

- MHbOPMUpPOBaHHOE cornacue
naumeHTa

- Ha 06paboTKy NepcoHanbHbIX JaHHbIX

O Kaxkgoe cornacue gosmHkKHO

6bITb NOgNUCaHO

Mops4as nuHus

+7 (800) 100 15 92

OnepaTtop nporpammbl Aston Health
08.00-18.00

MoHeOenbHUK—NATHWLA
3BOHOK No Poccum 6ecnnaTHbIn

aston-health.com
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#MrHuHayka

CoTpygHuKaMm nabopaTopum HacneACcTBEHHbIX 60/1e3He obMeHa BelLecTB

N OYHKLMOHaNbLHOW reHOMUKM OXapaKTepU30BaH YHUKasbHbIA MOMEKYNSPHO-
reHeTU4YecKmn mexaHmam natoreHesa MIC IVB. AHanu3 gaHHbIX MOSIHOFEHOMHOIo
CeKBEeHMPOBaHWMA NnaumeHTa No3BoNUI O6HapYXnTb MMYyO6OKO B MHTPOHe reHa GLB1
MHCEPLUNIO MOBUIBHOIO NrEHETUYECKOIO 3NIEMEHTA U3 KNlacca PeTPOTPAHCNO30HOB —
NnpoLecCcCMpoBaHHOIo NceBgoreHa.

npj Genom. Med. 7, 44 (2022)
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HacnepncTBeHHbIN aHMrMOOTeK

MKB-10: [1 84.1; T 78.3

Pefikoe reHeTun4ecKoe 3aboneBaHue, KOTOPOE npoAaBndaeTcd peungmnBmpyrownMmn

OTeKaMM KOXM U CNU3UCTbIX 060104eK pa3ﬂVI‘-IHOl7I J1IOKaJ/in3aunn, OCNOXXKHEHNAMMN:

abgoMunHanbHas 605b U PBOTa, NepUdepUyHecKkne HermponaTum, acOUKcun,

4YTO MOXET NMPpuUBOAUTb K NNeTajllbHOMY UCXoay

KnuHu4yeckue nposaBiieHnd
n OCHOBHbIe CUMITTOMDI

Mepudepunyeckue oteku

BcTpevatores npaktudecku y 100% naymeH-
TOB, HOCHAT PELMAMBUPYIOLLNI XapaKTep. Yale
NOKaNN3yTCS Ha BEPXHUX U HUXKHUX KOHEYHO-
CTAX, MOFYT BO3HUKaTb Ha f1Le, B OPIOLLIHOMN
NonocTn U ropTaHn. He conpoBOXX4atoTcH 3y-
OOM, KpanuBHULIEN, FTMNepeMUEen 1 NOBbILLEHU-
eM TemrepaTypsbl, He KYMMPYTCS FIHOKOKOP-
TUKOCTEPOMAAMU N NPOTUBOIUCTaMUHHBIMU
cpencTBamu. CpefHsasa Npoao/IKUTENbHOCTb
OTEeKOB COCTaBAseT 2—4 fOHd, MOC/Ie Yero OHn
MOrYT NPOXOAUTb CIIOHTAHHO.
A6OQ0MUHanbHbIe aTaku

Btopoit no yactote cumntoM (80%) — 6osb
B XX1BOTE, PBOTAa, AMCNENCUs, B3AyTME, acLUT.
OTeKu, KoTopble MOryT Bbi3BaTb aCPUKCUIO
OTeKu ropTaHu, si3blka, CBA304YHOIO annapaTa

N HEOHOW 3aHaBECKW.

Pegkune cMuMnTombl

VIHTEHCVBHbIE FOMIOBHbIE BOMU MPY OTEKE MO3-
roBblx 060/104€eK. CUMbHbIE BOMU MNPU MOYenc-
NyCKaHUW/3aTpyaHeHHOe MoYencrnyckaHmne —
NPy OTeke MOYEBOIO My3bIPs N yPeTpbl. OTeKN

MbiLLL|, CYCTaBOB, 60/1b/OLLyLIEHNe CAAaBNEHNS

B 06/1aCTU rPYOHOM KNEeTKMU U 06/1acTy NoYek.
Tpwurrepsbl

VIMn 9BNAOTCS MexaHM4YecKas TpaBMa, OCTpble
NHbEKLN, MEHCTPYaLMA/6epeMeHHOCTb/NaK-  Bnepssie 60/1e3Hb onucan

TaLus, MPYEM 3CTPOreHCoAepXallvx npena-  HeMeukuid spay fenpux Vipeneyc

K 1882 :
pPaToB, NHIMBUTOPOB AlND (aHrMoTEeH3NHMNpe- BUHKe B 1882 ropy. CHavana

HAQO Ha3sbiBany oTekoM KBrHke,

BpalwakLiero gepMeHTa), aHTaroHMCTOB pe-
patiaiotl bep ) P a c 1888 roga 6naropgaps Yunbamy

LLenTopa aHrnoTeH3unHa ll, ctpecc. OCepy — HACNEAICTBEHHBIM
AHIMMOHEBPOTNYECKNM OTEKOM,
cenyac HacneaCcTBEHHbIM

AHIMOOTEKOM.

OTeku moryT
BO3HMKaTb Ha nnue,
B 06/1aCTU ropTaHu,
YKVMBOTa, Ha Horax

N pyKax
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NNa6opaTopHas gnarHocTukKa

Buoxummyeckoe nccneposaHue
OnpepeneHne KOHLEHTPaUWK N QYHKLIMOHa b-
HOW aKTUBHOCTW UHIMBUTOPa KoMMoHeHTa Cl
cucTeMbl kKomnnemeHTa (Cl1-uHrnérTopa).
OHK-puarHocTuka

HAO | 1 Il TUMOB — MOUCK TOYKOBbLIX MyTaL
B reHe SERPING] MeTOLOM CEKBEHNPOBAHWS
no CeHrepy BCex 3K30HOB 1 3K30H-NHTPOHHbIX
COEAVIHEHWIA, MOUCK Aeneunii/aynnKaunin —
MeToa0oM KonnyecTBeHHo MLPA.

Ona HAO ¢ HopMalbHbBIM YPOBHEM U QYHKLIMO-
HalbHOW aKTUBHOCTbIO Cl-MHrMbuTOopa (paHee
HAO Il Tvna) — NonCK Tpex YacTbIX MyTaLu
B reHax F12 n PLG metogom MLPA, ceKBeHU-

poBaHue no CeHrepy ak30HoB 9—10 renHa F12.

JleyeHue

1. KynunpoBaHuie aHrMooTeKoB (Tepanus no Tpe-
60BaHNIO): VIKaTNGaHT (CENEKTUBHbIA KOHKY-
PEHTHBIA aHTaroHUCT BpPafVKNHNHOBLIX B2-pe-
LEeMNTOPOB), CBEXEe3aMOPOXKEeHHas niasma.

2. KpaTkocpo4Has npodunaktuka (npemMeamnka-
ums): HrMeuTop Cl-acTepasbl Yenoseka; [laHa-
3071 (MHrMBUTOP NPOAYKLMM FTOHAA0TPOMUHOB);
CBEXe3aMOpOXKeHHas nnasma (TobKo npwu oT-
CYTCTBUM MHIMBKTOpa C1-3CTepasbl YeoBeKa).
3. [onrocpoyHas npodunakTnka (Mpodbunax-
TVKa peunansoB): JlaHagenymab (MOHOK/IO-
HanbHOE aHTUTENO); UHrMBUTOoP Cl-acTepasbl
yenoseka; [aHazon (MHrMBUTOP NPOAYKLUU

FOHa,D,OTpOI'II/IHOB); TpaHeKCaMoBad KNCJ1oTa.
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MporpamMma gMarHoCTUKU

leHOTUNKMpPOBaHME BONbHbLIX HAaCNEeCTBEHHbIM

aHrMoHeBpoOTMYeCKNM oTekoM (HAO)

®

KypaTopbl nporpamMmbsl
Monskos

AnekcaHpap Bnagumuposuy
3aBefytoLmn nabopartopuei
[OHK-gnarHocTuku, npodeccop,
yneH-koppecnoHgeHT PAH, 4.6.H.
polyakov@med-gen.ru
WaruHa

Onbra AHaToNbeBHa
BEAYLMNIA HAYyYHBIV COTPYAHNK
nabopatopuu OHK-grarHocTukm,
3aBefytoLLasn nabopatopuen
MONEKYNSPHO-TeHEeTUYECKOW
anarHoCTUKY N2 1, K.M.H.

schagina@med-gen.ru

- Tun guarHocTUKM
[OHK-gnarHocTuka

MeTop,

AHanua Bcew KognpytoLen
nocnefoBaTeNbHOCTU FreHa

SERPINGT (CINH) MeTo[0oM MpsiMoro
aBTOMATMYECKOrO CEKBEHNPOBaHNS Mo
CeHrepy, KONMYECTBEHHbIN aHaNn3 ans
nouncKa KpyrHbIX Aeneumnin/aynimkaumi
B reHe CINH, TapreTHbI MONCK YaCTbIX
MyTauunn B redax F12un PLG.

Kputepun BknoveHUs B nporpammy

- [paxgaHcTeo PO

©

OcHoBaHusa and nccnepoBaHusd
1. MauymeHTbl ¢ AnarHoszom HAO

2. YneHbl ceMbM NpobaHaa, HocuTend
MyTauuu B reHax SERPINGT (CINH),
F12nnn PLG. BO3MOXHbI locuMnTOMa-
TUYecKas 1 MOATBEPXKAatoLLLas

OVNarHoCTUKK

MaTepMan and aHalnu3a
HesamMopoxeHHasa BEHO3Hast KPOBb
B nNpobupke ¢ SOTA.

CpOK ANarHoCTUKMU

1-2 mMecqua

[OKyMeHTbI

HanpaBneHue Ha reHeTu4Yeckoe
vccnegoBaHve N MeguLUnHCKne
OOKYMEeHTbI NaumeHTa, 3aKoyeHmne
¢ pesynbratamu JHK-grarHocTnkm
[Oo6poBosibHbIE
MHOPMMpPOBaHHbIE cornacus

O Kaxpoe cornacue gosmKHO

6bITb NOANNCAHO

©

lopsyasa nuHus
+7 (800) 100 28 55

OrnepaTop nporpaMmsi

Aston-Health npwn nogaepxke

000 «Takepga PapMacbloTUKaNC»
04:00—19:00, noHeaeNnbHUK—NATHULA
3BOHOK Mo Poccum 6ecnniaTHbIv

aston-health.com

B nocnepgHue rogbl paspabaTbiBaeTcs
BCe 6onblle npenapaTtos, apPeKTuB-
HOCTb KOTOPbIX 3aBUCUT OT reHoTuna
nauvieHTa. [loaToMy flaxke npu ycrta-
HOBJTEHHOM KJTMHUKO-B6MOXMMUYECKOM
OuarHose BaXXHO NMpoBeCTU MOJIeKy-
NAPHO-reHeTn4yeckoe obcrnegoBaHmne
rnauneHToOB C TaKMMU 3ab0neBaHUSAMU,
Kak MyKoBuCLMOo03, 6onesHb Pabpu

M MHOTUX OpYyrux.

fpyrue
HaclleQCTBEeHHbIe

60o/1e3HU
N CUHOPOMDI
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BonesHb Pabpu

MKB-10: E75.2; MKB-11: 5C56.01

HacnepgcTteeHHoe 3aboneBaHue 13 rpynribl TIM30COMHbIX 6one3Hewr HaKoMnneHus.

OHo o6ycnosneHo HeOoCTaTOYHOCTbIO PepMeHTa anbda-ranakrosmgassl A.

BonesHb HOCUT NPOrpeccUpyoLWMIi MyNIETUCUCTEMHbBIN XapaKTep

[depmatonor ns lrepmanun
NoxaHHec Pabpu 1 6pUTaHCKUI
xvpypr Bunsam AHOepCOH

B 1898 rofly He3aBMCUMO

ApYr OT Apyra onuncanu

3aboneBaHve

B nonoBuHe cny4yaeB
nepBbiM MPU3HaAKOM
6onesHn Pabpwu

ABNAEeTCA MHCYINbT

KnuHu4yeckue nposaBiieHnd
n OCHOBHbIe CUMMITOMDI

BonesHbto Pabpu 601EI0T MY>XKUNHBI 1 KEHLLN-
Hbl, HO KNMHUYECKME MPOABNEHNA Y XKEHLLMH
BblpaXKeHbl B MEHbLLEW CTeneHW 1, Kak Npasuno,
NPOoSBASIOTCSA B 60/1Iee NO3AHEM BO3pacTe.
BHelwHMe oco6eHHOCTH

Y MY>KYMH H4aCTO BbIABIAIOT OCOBEHHOCTN (peHo-
TVNa, HarnoMmHatoLLe NaLlneHToB C akpomera-
NVeit: BbICTynatoLmMe cynpaopobuTanHble ayru,
JIOBHbIE BYTrpbl, HXHAA HYeNoCTb, YBEINYEHHbIe
rybbl, 3anaBllas nepeHocuLa.

Ko>kHble nopa)xeHusa

OTO aHITMOKEPaTOMbI, KOTOPbIE MOABIAIOTCH
B IETCTBE W YBEINYMBAIOTCHA C BO3PACTOM.
HapyweHue notootaeneHus

HacTo CHMXaeTCs UMM NMOSIHOCTBLIO OTCYTCTBYET.
CunbHble 60511 B KOHEYHOCTSAX

MoasnaoTcd y 60/bLUNHCTBA NaLNEHTOB U He-
pefKo COMPOBOXAAIOTCA aKpornapecTesnammn —
CMOHTaHHO BO3HUKAKOLWMK OLLYLLEHNSMU MO-
KarnblBaHWNSA, OHEMEHWNA N OKEHWA B CTYMHSX,

KNCTAX PYK. Tak)Xe TUNnYHbl 6oneBble KPpW3bl,
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KOTOPbIE YaCTO BO3HMKAKOT NpW NepemMeHe noro-
Obl, NXopagKe, GU3NYECKON Harpy3ke, CTpecce
1 nocne npuema ankorons.

UweMunyeckuii

1 reMopparu4eckuii UHCYNbTbl

X pucK y naumeHToB ¢ 6onesHoto Pabpu no-
BblILLIEH Ha4YMHagA C MOLPOCTKOBOIo BO3pacTa.
B nonoBuHe cnyvyaeB MMEHHO UHCYIBT OKa3bl-
BaeTCA NepBblM NPOSABNIEHNEM DOMIE3HU.
MoparkeHue noyek

Ero nepBbiM Npr3HakomM OBbIYHO CTaHOBUT-
cs nosiBneHve B Mo4e 6enka (MpoTenHypus).
MNpogaengeTca npuMepHo B Bo3pacTe 20 neT.
A nocne 40 neT NPaKTUYeCKN Y BCEX MY>YUH
pa3BMBaeTCH NoYe4Has HeJOCTaTO4HOCTb, Tpe-
oytolag remogmnannsa.

MoparkeHue cepaua

Ha nepBoM mecTe cpefy NPUYNH CMepTU NaLm-
€HTOB C 60Me3HbI0 Pabpu (34% cpeam My>KUNH
1 57% Cpeam X}eHLWH) — rmnepTpodus Nesoro
Xenynodka Mrmokapga.
Od¢TanbMonoruyeckue

HapyleHus

Moyt y 90% 60SIbHBIX OMNCHIBAKOT MOMYTHEHME
POroBuLbI FNa3a B BUAE 3aBUTKOB. Pexe noss-
NAOTCSH 3afHAA CybKancynapHaa KkatapakTa

M nopaxeHne cCocynoB CeTHaTKW.

JlabopaTopHasa gnarHocTUKa

OnpepeneHne akTUBHOCTU JIM30COMHOIO
depMeHTa-ranaktosmnpasbl A

ABNseTcd OCHOBHLIM METOOM AMAarHOCTUKM
6onesHn Padpn y My>4mnH. OfHaKO Y 60SbLUNH-
CTBa XEHLLMH C 60n1e3Hbi0 Pabpu He BbIABASIOT
CHWXEHUS ero akTUBHOCTMU.

OnpepeneHne KOHLEHTpauuu
rno6oTpuaoaunceuHrosmHa (Lyso-GB3)
MO3BONSET AMarHoCTUpoBaTh 60n1e3HbL Pabpwn
Y MY>X4UH. EFo KOHLEHTPaL s TakXe NoBbiLe-
Ha Y OOMbLUNHCTBA KEHLLUMH.
MopTBepxaeHne guarHosa v npeHaTtanbHas
AUarHocTuka

Mpy NOMOLLM METOAO0B MOMEKYNSPHO-TeHe-
TUYECKOW OMarHOCTVKM NPOBOAAT MOUCK B Ce-

Mbe€ MaToreHHbIX BapaHTOB B reHe GLA.

JleyeHue

VIMeeTcqa natoreHeTU4eCckoe fieyeHrie — aTo
NMOXN3HEHHaA CDepMeHTHaFl 3aMecTunTesibHadA

Tepanusa YesloBe4YeCKowW N PeKOMBUHAHTHOMN

anbda-ranakTo3naason.

AHrmokepaTombl —
3TO CKONnJieHnsd

pacLUVPEHHBbIX

npuUNoaHATbIE

Hag Koxen

MOOKOXHbIX COCYyOOB,

MAOCKNe nnmn cnerka

MporpaMma ANUarHoCTUKMU

BonesHb ®abpu

@ OTArOLLEHHbIN

CeMelHbIN aHaMHe3
(rvinepTpoduyeckas
KapguomuonaTtus,
XpOHUYecKas
60ne3Hb NoYyek)

@ ropaeHune noyek - [
(npoTenHypwus,
royeyHas
He[LoCTaTOYHOCTb)
fﬂ @ runepTpoduyeckas
KapavoMuonaTtus

-7~

VRN VAV N

I ] I )11

@ HeBponaTudeckune \ =77
- ~N_ -

6011 B KUCTSX,
cTonax, »XuBoTte

1:10 000-40 000

yacToTa 6onesHm Pabpu B Mmpe
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Mporpamma guarHoCTUKU

BonesHb ®abpun, 6one3Hb lowe 1 Mykononncaxapmgos Il Tmna

MyKoBMCUMO03

KUCTO3HbIN dU6PO3

®

KypaTop nporpammsl MaTepuan gns aHanusa
3axapoBa KpoBb Ha KapTouke-odunbTpe N2 903

MKB-10: E84

EkaTepuHa lOpbeBHa Ha NepBUYHOM Tane U/unu LenbHas

3aBepqytollas nabopaTopuen He3aMopoXeHHas KpoBb ¢ SATA (3—5 mi). HaCﬂe,EI,CTBeHHOG 3aboneBaHue, KOTOpPOE XapaKTepnsyeTCd nopaxXxeHnem

HacnenCTBEHHbIX 6ONe3HeN ObpaseL, yTpeHHen nopuunmn Mo4yu

OBbMeHa BELLECTB, [4.M.H.

Fabry-program@med-gen.ru

Tvin ANarHoCTmMKu

: Brioxvmunyeckaqa

OHK-anarHocTuka

MeTop

TaHOeMHas Macc-CnekTpoMeTpus
(LysoGb3, aKkTMBHOCTb GpepMeHTa)
OHK-gnarHocTrka

KpuTepun BKNIOYEHUS B NporpaMmy
- rpaxgaHcTeo PO

> 6e3 orpaHn4eHnr no Bo3pacTy

OcHoBaHug ang nccnepgoBaHusd
KnnHmnyeckme cMMnNToOMbl

n na60paToprle NnoKa3aTesnn

1. OTAroweHHbI CEMENHbI aHaMHe3
(rmnepTpoduyeckas kapanoMmnonaTus,
XPOHMYecKasn 60/1e3Hb NMOYEK B CEMbE)
2. HeBponaTnyeckme 60/m B KUCTSX,
CTOMax, X1BoTe

3. AHroKkepaToMmbl

4. MopaxeHue no4yek (6efok B MoYe,
roYyeyHas He[JOCTaTOYHOCTb)

5. [Mneptpoduryeckasa kKapgrommonaTng
6. VIHCynbTbl B MONOOOM BO3pacTe,

no 55 net

7. lnoxasa NepeHoCMOCTb Xapbl
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Ha BTOPWYHOM 3Tane

CpoOK gnarHocTmukm

Broxvmunyeckada gnarHocTtmka — 14 gHen
[OHK-grnarHocTmka — 21 geHb

[loKyMeHTbI

Hal'lpaBJ'IeHVIe Ha reHetmn4yeckoe

nccrnegoBaHme 1 cornacrme Ha o6pa60TKy

nepcoHasbHbIX AaHHbIX 1 Nepefadvy

Bronorvyeckoro matepuana

[Oo6poBonbHbie

MHPOPMUpPOBaHHbIE cornacus

- Ha MefuKo-reHeTn4yeckoe
KOHCYNbTUPOBaHNE 1 reHeTnYecKoe
obcnegoBaHne

- Ha 06paboTKy MepcoHanbHbIX JaHHbIX

- Ha y4acTuve B Hay4YHOM MCCNefoBaHUm

O® Kaxxpgoe cornacue gomKHO

6bITb NOANMUCAHO

Fops4yasa nuHusa
+7 (800) 100 28 55

OnepaTop nporpamMmbl Aston-Health

npv NoaAePXKe KOMMAaHN
00O «Takepa PapMacbloTrKanc»
04.00—-19.00, noHegenbHUK—NSATHULA

3BOHOK Mo Poccum 6ecnnaTtHbii

VAN

Ba>XHO NOMHUTb

YKaXKuTe noyty naymeHTa

WU ero 3aKOHHOIro NpefcTaBUTens
MauMeHT UK ero 3aKOoHHbIA MpeacTaBUTeNb
OOMKeH nognucaTe oTAebHOEe MHPOPMUNPO-
BaHHOE Cornacue Ha Hay4YHOe MCCedoBaHme,
KoTOpOe byaeT NpPoBoANTLCA B PIEHY «MIMHL»,
€CIN OHO BbIXOAMUT 3a PaMKU BbllLeyKa3aHHOMN
nporpamMmbl.

B cornacum gomkHa ObiTb YKa3aHa 3N1eKTPOH-
Hasi NoYTa, Ha KOTOPYIO OTMNPAaBAT pe3ysbTaThbl
reHeT4YeCcKoro ncciefoBaHns.

PesynbTaThl aHaAM30B HaMpaBnsioTCA Ha agpec
3MEKTPOHHOW MOYTbI, KOTOPbIE YKa3aHbl B VH-
hopM1POBaHHOM [OBPOBOILHOM COrflacum Ha
MeOULIMHCKOE BMELLATENbCTBO U FreHeTUYeCcKoe

mccnengoBaHue.

YXenes BHeLHel ceKpeunn, a TakxXXe XXM3HeHHO BaXXHbIX OpPraHosB,

B NMepBYyto o4epeb Nerkmnx

©

KnuHnyeckue nposiBneHus
M OCHOBHbIe CUMITTOMDI

MpryrHOn 3aboneBaHnsa SBNAeTCA HefocTa-
TOYHOCTb BerKa-perynatopa TpaHcMeMbpaH-
HOW MPOBOAVNMOCTW, KOOUPYEMOrO FreHOM
CFTR. MNpwn HegocTaTOYHOCTUN QYHKLMK BefKka
CFTR npoucxoanT HapylleHne TpaHcnopTa
VOHOB ¥ BOfbl Yepe3 MeMbpaHy annTennans-
HbIX K/1€TOK. Hanbonee yacton myTaumen as-
ngetcd F508del, koTopbll 06HapyXMBaeTcH
y MOJSTIOBVHbI MaUMEHTOB C MYKOBWCLIMAO30M
B Poccun, y 30% B rOMO3UTOTHOM COCTOAHWN.
MyKOBMCUMAO3 Hac/IedyeTcs Nno ayTOCOMHO-
peLeccuBHOMY TUMY.

MpeumylLecTBEHHO NlerovHas ¢popmMa
MpoaBngeTca KalneMm, KOTopbl MOCTENeHHO
YCUINBAETCH 1N COMPOBOXOAETCA OTAEeHNEM
ryCTOW MOKPOTbI.

MeKoHueBasi HeNPoOXoAUMOCTb KULLEYHUKA
3aKynopka TOHKOW KULLKN HOBOPOXAEHHOIO
4YPE3MEPHO MNYCTbIM COAEPKUMbBIM KULLEYHKKA
MOXET OblTb OLHVM U3 MEPBbIX MPOABNEHUNA

MYKOBUCLMZO3A.

CuHpapoM noTtepu conewn

MposBASETCA B paHHEM BO3pacTe, TpebyeT VH-
TEHCUBHOW Tepanuu.

CMmellaHHas popma

[MpoTeKaeT C NopaXeHneM NoaXenynoyHom
enesbl 1 OpraHoB AblxaHwsa. Habnogatorcd
TSHKESble BPOHXUTBI I MTHEBMOHWN C 3aTHKHbIM
TeyeHueM, MOCTOAHHbIN Kallesb, KNLWEYHbIN
CUHOPOM U PacCTPONCTBO MUTAHUS.
HepocTaToOYHOCTb 3K30KPUHHOM PYHKLUM
MoaXXenyfo04HOM Xenesbl

Habntopaetca y 85% O0MbHbIX N XxapakTepu-
3yeTcsd YacTbiMn fgedekaunamu, nonuderanm-
el co cteatopeei. CyTOYHbI 06bEM KanoBbIX
MacC MOXeT MnpeBblllaTb BO3PACTHYO HOPMY
B 2—8 pas.

Ocno)xHeHus

LiInppo3 neyeHn, MyKOBUCLMAO03-aCCOLNNPO-

BaHHbI caxapHblli AvabeT, 0CTeonopos.

11:10 000

4aCTOTa HOBOPOXAOEHHbIX

C MyKOBNCLUNOO30OM B Poccumn
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B 1938 rogy amepukaHcKni
neamaTtp 1 naTonoroaHaToM
[Oopotn AHoepceH onvcana
KUCTO3HYIO flereHepaLmo
nop)XenygoyHon xesnesbl

B COYEeTaHWM C MaToNOornen nerkmnx
Yy ManeHbKUX eTeln, Npeanoxms
TEPMUH «KNCTO3HbIN GUBPO3».

B 1946 rogy amepuKaHCKnii
neanatp CngHu Papbep
NpPennoXun Ha3eaTb 6ONe3Hb
«MYKOBUCLIMA03»: MUCUS —

«CJIN3b», VISCUS — BA3KNI



®

NNabopaTopHas guarHocTukKa

HeoHaTanbHbI CKPUHUHT

OnpepfeneHne NMMyHOPEaKTUBHOMO TPUMNCUHA
11 aCCOLMMPOBAHHOrO C NMaHKpeaTUToM 6efkKa.
MoToBas npoba

BbicokocneunduyHbI TECT Ha MYKOBUCLIMAOS;
30/10TOV CTaHOapT AMarHOCTUKM.

Mouck MyTauwmii B reHe CFTR
MoaTBepxpatoLlas arnarHoCTrKa, Bblbop Tap-

reTHOW Tepanuu.

JleyeHue

K obd3aTernbHbIM rpynnaMm npenapaTtoB OTHO-
CATCHA MYKONUTUKW, NaHKpeaTnyeckune dep-
MEHTbl 1 aHTUONOTUKU. Bonbluoe 3HavYeHne
VIMEIOT KMHe3nTepanug 1 ApeHaXk pecnupa-
TOpHOro TpakTa. [JobaBneHne B paLMOH BUTa-
MUHOB, COJN V1 BbICOKOKAIOPUIAHBIX MPOAYKTOB
yny4llaeT COCTOAHME N HYTPUTUBHBIN CTaTycC.
HoBeliwmne mooynaTtopbl benka-peryndaropa
TpaHCcMeMbpaHHOW NPOBOLAMMOCTY NP MYKO-
BNCLMA03€ BOCCTaHaBANBAOT QYHKLMIO X0~
PUOHBIX KaHanoB NprMepHo y 85% nauyneHToB
C MYKOBMCLMA030M (B Poccuu), cnoco6CTByOT
MOBbILLEHNIO QYHKLMU NETKUX NN Npodunak-

TUPYHKOT ee CHIMXKeHMne.

-+, 1:2500

* *
) =

M HEKOTOPbIX CTPpaHax MMpa
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YacToTa 6onesHu B EBpone

MporpamMma guarHOCTUKMU

BornbHble MyKOBMCLMAO30M

E

@ 3aflepxKa

dun3n4eckoro

HU3KUM pocCT pasBuUTUSA

@ ONNTENbHbIN

Kawenb C MOKpOTOVI

#*
\_~-

@ ropaxeHue

OKOJIOHOCOBbIX MNasyX,

r/

nonunbel HoOCa

@ TaXKenble 6POHXUTDI
M MHEBMOHWNM

....................... u guaoet

70-

nauueHToB

C MYKOBMCLMO030M
BbISIB/IAETCH B paMKax
HeoHaTaslbHOro

CKPWHUHIa

©

Fopsa4yasa nuHuga
8 (800) 100 24 94

04:00-19:00
MoHepenbHMK-NATHULA

3BOHOK Mo Poccuum 6ecnnaTHbin

MporpamMma gMarHoCTUKU

BonbHble MyKOBUCLMOO30M C FOMO3UIOTHOW MyTaLunei
¢.1521_1523delCTT (F508del; p.Phe508del)

®

KypaTopbl nporpamMmsl
KoHppaTbeBa

EneHa NBaHOBHa

3aBefytoLLas HayYHO-KNHUYECKUM
OTLEeNoM MyKoBUCLMA03a, Nnpodeccop,
Bpay BbICLUEN KaTeropun, 4.M.H.
mucoviscidozRF@med-gen.ru
Monsikos

AnekcaHap Bnagummposuy
3aBefyoLmin nabopatopren
[OHK-anarHocTukun, npodeccop,
uyneH-koppecnoHgeHT PAH, O.6.H.
polyakov@med-gen.ru

WarunHa

Onbra AHaToNbeBHa

B.H.C. nabopatopun OHK-gnarHocTmnku,
3aBefytolLasa nabopatopuen
MOJEKYNSPHO-TeHETUYECKOW
anarHoCcTUKK Ne 1, K.M.H.

schagina@med-gen.ru

Tun QMarHoCTUKN

[OHK-grnarHocTuka

MeTop

TapreTHbI MOMCK BapnaHTOB
HYKNeOoTMAHOM NocneoBaTeNnbHOCTH :
© ¢1521_1523delCTT (F508del; p.Phe508de|)§
1 c1399C>T (L467F; p.Leud67Phe), .
a TakxKe aHanms Yymcna Konui

- ak3ona 11 rera CFTR (NM_000492),
KoAVpYoLLEero 6e10K MyKOBUCLIMAO3HBIN
TpaHCcMeMbpaHHbIV perynaTop
NpPOBOAVMOCTU

KpuTepum BKNioYEHMS B NporpaMmmy

-> [paxpgaHcTBo PO

> Hanuuve B reHoTvNe MyTaumu

€.1521_1523delCTT (F508del;
p.Phe508del) B roMo3nroTHom
COCTOAHUM

©

OcHoBaHusa gnsa nccnegoBaHms
Hanunyne romosnroTHou MmyTaLmm
c.1521_1523delCTT (F508del;
p.Phe508del), BbisiBEHHOR Npu N060M
npeaBapuTenbHO NPOBEAEHHOM

MOJTIEKYNAPHO-FreHeTU4YeCKOM aHannse

MaTepuan gna aHanusa
LlenbHas He3aMopOoXXeHHas KpoBb
© cOOTA (2 Mn)

CpoK grarHocTuku

[o 21 gHa

[JoKyMeHTbI

HanpasneHue Ha becnnaTHyto

OHK-grnarHocTrky oT Habntofatollero

nauvieHTa Bpava. 3aksodeHune (konus)

paHee NpoBefeHHOro MoNeKyNApHO-

reHeT4YeCcKOro aHannsa C BbisiBNEHHOWN

MyTaumen c.1521_1523delCTT (F508del;

p.Phe508del) B roMO3MIrOTHOM COCTOSHUM

0o6poBosbHble

MHPOPMUpPOBaHHbIE cornacus

- Ha MeauKOo-reHeTunYecKoe
KOHCY/TbTUPOBaHME U FeHeTUYeCKoe
obcnegoBaHme

- Ha 06paboTKy NepcoHasbHbIX JaHHbIX

O Kaxxgoe cornacue gonmkHo

6bITb NOANMUCaAHO
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Hay4Hble
AnarHocTnyeckue
nporpamMmmbil

dreHyYy

[

A

-
Y 4

MefauKo-reHeTUYECKUIA HayYHbIN LIeHTP

nMeHun akagemMuka H.lN. boykoBa

Mpu nopgpepxke

Poccuiickoe o6LiecTBO
MeaULMUHCKNX TeHEeTUKOB

S

Accounanms MeanLMHCKNX
reHeTUKOB

116

Npes nspganua
M Hay4Has pepakums

Kyues

Cepreit UBaHOBUY

anpexkTop PreHyY «MIrHL»,

npesungeHT AMI, rnaBHbIM BHELUTaTHbLIN
crneunanncT No MeanLNHCKOM reHeTnke
MuHUCTepCTBa 34paBooxXpaHeHns PO,

akageMuk PAH

MxeBckas

Bepa JleoHupgoBHa
3aMecTuUTEeNb ANpPeKTopa

no Hay4Hou pabote PreHY «MIMHLL»,
npegcenatens POMI, o.M.H.

3axapoBa

ExkaTepuHa lOpbeBHa
3aBepytoLas nabopaTtopuen
HacneACTBEHHbIX 6one3Hen obmMeHa
BellecTB PIBHY «MIMHL», 3aBegytoLlan
Kadpeapon BUOXMMNYECKONM FEHETNKN

1n HBEO VBnMNO ®reHY «MrHLp», A.M.H.

Hap nspaHuem
pa6oTtanu

Abenesa E.C.
hkesckaa B.J1.
3axapoega E.1O.
Kagpiwes B.B.
KoHOpaTbesa E.V.
Kpbinosa T.0.
Mongkos A.B.
CTpenbHnKoB B.B
Warnxa O.A.

Pyf
\Er PENKOE ATEHTCTBO

3asbsanosa E.b.
PYKOBOAMTENb Meararpynnbl
KyTbuH A.B.

On3aliH 1 BepcTKa
YenenknHa N.W.

penaKToOP-KOPPEKTOP
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