BCEPOCCUUCKOE
OBLLECTBO

NHOOPMALIMOHHAA
BEPOLLUIOPA

FEMO®UITNN
MO F’EHETUYECK
OVNATHOCTUKE

ans nauueHToB

C TEMO®UAUEM

~ BAXHASA
" UHOOPMALIMS
" NS NAUMEHTOB

U UX CEMEN
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BeepeHune
Yto Takoe remodunma?

lemodnnmA n HacnNeaCcTBEHHOCTb
Komy pekomeH0BaHO

NnpoBeAeHNEe FeHeTUYEeCKoM
AVArHOCTUKKN remobunnin?

Buabl reHeTUYeCKon

AVArHOCTUKK remobunnm

Yto nenatb, €Cnum Bbl HOCUTENbHULA?
3aKnoyeHne




BBepeHne

JTa 6poluopa OpUEHTMPOBaHa Ha B3POC/IbIX NaLNEH-
TOB C YCTaHOBJIEHHbIM AVArHo3om «remoounua A» unm
«remopunna B» n nx popcTBEeHHMKOB, a TaKXe Ha
popuTenen geten C STUMN AMarHo3ammu.

Femopunus - 310 HacneacTBeHHOe 3aboneBaHue, Npu
KOTOPOM Y YesioBeKa BO3HUKAKT Npobnembl co cBep-
TbIBaHUEM KPOBW, YTO MOXET NMPUBECTM K YacTbiM 1
MHOrAA ONaCHbIM ANA KNU3HU KPOBOTEUEHUAM.

InAa cemen, ctanknpBarowmxca c remodpunmen, noHMMa-
HVe reHeTu4Yeckon Npupoabl 3aboneBaHna N UCMOJNb-
30BaHMe COBPEMEHHbIX METOA0B ANArHOCTUKN UrpatoT
KnioueBylo ponb. [eHeTnYecKasA grarHocTrKa no3Bons-
eT BbiIBUTb HOCUTENbCTBO MyTauui, NPUBOAALUNX K
pasBuTuio remodunnu, n onpeaennTb PUCK nepepaun
3aboneBaHna GyaywMM NOKoNeHUAM. DTO 3HaHUue
nomoraeT ceMbAM NPUHNMaTb OCO3HaHHbIEe peLleHUNA O
NNaHUPOBaAHNN GepeMeHHOCTH, NCNOoJIb30BaTb METO-
Obl NpeHaTaNbHON [MArHoCTUKMA U, Npu Heobxogu-
MOCTIN, 3KCTPAKOPNOpasibHOro OMJIOAOTBOPEHMNA C
NpPenMMnNaHTaLMOHHbIM FeHeTUYeCcKnM TeCcTUpoBa-
Huem (KO cII'T).

B aToi1 6poLutope Bbl y3HAETE 0 BaXKHOCTU NpoBeAeHUs
reHeTU4eCcKom ANarHoCTNKN, MeTofax TeCTUPOBaHNA 1
BapuaHTax, KoTopble MOTFyT MOMOYb BaM U BalUM
6N3KMM KNTb 340POBOI 1 NMONTHOLEHHOW XU3HbIO.

MbI Hapgeemcs, UTO faHHasA UHPopmaLmA 6yaeT nones-
HOI1 1 MOMOXET BaMm Jlyylle NOHATb U YNpPaBnsATb pUc-
Kamu, CBA3aHHbIMU C remopunuei, a Takxke caenartb
60nee 0CO3HAHHbLIMMN N B3BELUEHHbIMU pelueHns Ans
Bac 1 Bawwux 6yaywmx gertei.
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Y10 Takoe remopununa?

lemodpunuma A n B — 3T0 HacneacTBeHHble 3aboneBaHuUs, nNpw
KOTOpPbIX B KPOBW He XBaTaeT UM COBCEM OTCYTCTBYIOT OnpeaeneH-
Hble 6enKku (GakTopbl CBEPTbIBaHNA KpPoBK). B cnyyae remoounun A
He xBaTaeT paktopa VI (FVIII), a npy remopmnum B - paktopa IX (FIX).

HexBaTka ¢akTopoB 0bycrnoBneHa HapyweHUAMU B reHax,
KoTopble cofepaT UHPopmaumio o Hux. B cnyuae remodunun A
HapyLUeHWA BO3HMKaIOT B reHe F8, B ciyyae remobunun B — B reHe F9.
DTN reHbl HAXOJATCA Ha X-XPOMOCOME 1 NepealoTcsa BMecCTe CHel.

Y My>UMH TONbKO O0fjHa X-XPOMOCOMa, 1 eCSI1 OHa HeCeT NOBPEeXK-
LEeHHbIV reH, To akTop cBepTbiBaHMA 0b6pasyeTcs AepeKTHbIN U He
obpasyeTca coBceM. Y XKeHLWMH BTOpas, 340poBasa X-XpoOMOCoMa
NPOAOIKAET NPON3BOAUTL OENOK.

B cBA3M C 3TUM Y My>UunH remodunua npoasnaetca B 100% cny-
yaeB. MKeHLWKHbI ke 00bIYHO ABNATCA 6€CCUMMNTOMHBIMU HOCUTENb-
HULAMK MyTaLuWM, HO UHOTAA Y HUX TOXE MOXET OblTb CHUXeHa
aKTMBHOCTb 3Tux 6enkoB. B penkux cnyuyaax remodunua moxet
NPOABNATLCA U Y KEHLWMH. TO MPOUNCXOANT, €CNIN Y KeHLMHbI 0be
KOMMM reHa NoBpeXaeHbl N HopmasnbHaa X-XpoOMOCOMa MO KaKow-
TO NPUYKHE OTCYTCTBYET WU He paboTaeT.




Yacrota BcTpeyaemocTu remopunnmn

Ffemodunua A: 1 cnyyaim Ha 5000 ManbymKoB.

Fremodunua B: 1 cnyyan Ha 30000 manbymKoB.

X-CUEMNEHHOE PELLECCMBHOE HACINEOOBAHMUE

OTELU: 3gopoe  MATb: Hocutenb
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BornbHoM cbiH [oyb-HocuTens  340pOoBbIii ChiH 3popoBast Aoub
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OTELU: 6oneH  MATb: 3gopoBa

xX X
i o
vl i MR

3popoBbI CbiH - [lodb-HOCUTENb  30POBLIN CbiH  [lo4b-HOCUTENb
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OcHOBHble nposaBneHna remopunnn

I'emoclwmvm BbI3blBa€T KPOBOTEYEHUA, 0cobeHHO B KpynHble
CyCTaBbl (nOKTW, KONEHN, rONEeHOCTOMHble CyCTaBbI), YTO CO BpeMe-
HEM MOXET NPUBECTN K UX NOBPEXAEHUIO, TO €CTb K apTpO3aM.
B pPenknx cnyyadax Moryt BO3HMKaTb OomnacHble AN1A XKU3HWN KPOBOTE-
YeHUnA, Hanprmep, B MO3re Wi BHyTpPeHHMX OpraHax.

lemaToMbl Hocosble KpoBoTeueHus
KpoBOTeueHus npu nopesax

[emapTpo3bl KpoBoTeueHus KpoBoTeueHus
Npu 3KCTPaKLUN  NPU XUPYPrYecKmx
3y6oB BMeLlaTenbCTBax



TaxkecTb remoPpuUNUN 3aBUCUT OT TOTO, HACKONbKO CUJTbHO
NMoBpPEeXAEH reH, OTBETCTBEHHBIN 3a BbIpabOTKY dakTopa CBepTbl-
BaHuA. Yem cunbHee oH noppexaeH, TemM MmeHblle akKTUBHOCTb 3TUX
dakTOopOB, N TeM TaAxenee dopma 3aboneBaHuA. HopmanbHoe
3HayeHuA dpaKkTopa cocTaBnaeT >50%.

Taxkenana ¢popma: AKTMBHOCTb dpakTopa <1%,
NPOoABNAETCA YaCTbIMU M CMOHTAaHHbIMU KPOBOTEYEHUAMN.

CpepHAaa popma: AKTUBHOCTb pakTopa 1-5%, yallle Bcero
KpOBOTEYEeHUNs BO3HMKAIOT NPU TPaBMax Uamn onepaumsax.

Jlerkasa ¢popma: AKTBHOCTb paKkTopa> 5%, MOXKET NpoTeKaTb
nouTy 6eCCMMNTOMHO, KPOBOTEUYEHMA BO3HMKAIOT TONIbKO
NpW cepbe3HbIX TPaBMax Uan onepaumsax.

(Bnunpowal soyel o1k



femodunnuna n
HacneaACTBEHHOCTb

Bo Bcex Ccny4vanx, Korga B ceMmbe BblABJIEHA FEMO(I)VI}'II/IFI,
HEO6XOﬂ,MMO TWaTelabHO CO6I/IpaTb ceme|7|Hyro ncrToputo anA
BblABNEHNA OPYTNX BO3SMOHbIX HOCUTeNEen 1 NaLNEeHTOB.

HocuTenbHuLamn Bcerga ABNATCA:

® [louepu NauMeHToB C remodunmen

@ ’KeHLUMHbI, y KOTOPbIX HECKOSIbKO CbIHOBEWN C
remodunnen

@ KeHLMHbI, y KOTOPbIX TOJIbKO OAUH CbiH C reMobuven,
HO MO MaTePUHCKON NIMHUN eCTb ApYrre POACTBEHHUKN
€ 3TMMm 3aboneBaHuem (Hanpumep, 6pat nnu Jaaa).

Ecnn y *eHLWmHbI poAUNCA TONbKO OAWH CblH € remodbunuen, n
60sblUe B ceMbe HET HUKOTO € 3TUM 3aboneBaHveMm, 3TO He Bcerga
O3HauaeT, YTo 3Ta KEHLUMHA ABMAETCA HOCUTESIbHULEN MyTaLuun.
MyTauua morna BO3HMKHYTb BNepBble B 3TOM ceMbe. DTO NPOouC-
XoanT npumMmepHo B 30% cnyuvaes.

PKeHLWHbI, y KOTOPbIX B CEMbe eCTb XOTs 6bl OfVIH POACTBEHHMK
C remMopunmen NoO MaTEPUHCKON NINHWUW, CYUTAIOTCA MOTEHLM-
aNbHbIMU HOCUTENbHULIAMN.




Komy pekomeHAOBaHO
npoBeAeHNe reHeTNYecKoun
ANArHOCTUKM remopununn?

MauvieHTbl ¢ remodunueinn NIV NOAZO3PEHNEM Ha Hee. DTO
NO3BONMUT NOATBEPAMTb ANArHO3 U YETKO ONpeaenuTb MyTauuio,
nepenaoLLyoca B cCeMbe.

PoacTBeHHMLbI NO MaTepUHCKOM NNHUN. B nepByio ouepefpb,
MaTepu 1 cecTpbl NaUMeHToB ¢ remodunven anAa BbiABNEHUA
daKTa HoCMTeNnbCTBa NAaTOreHHOro BapuaHTa.

NoxxJ>ohNloHol

~

MnaHupylowme 6epeMeHHOCTb. MKeHLLMHbI, UMeloLMe B poay
remodunnio 1 NaHupytoLre bepemMeHHOCTb.

KeHWMHbI-HOCUTENbHULbI MPY NIAHUPOBAaHUN ceMbW. [
KEHLWNH-HOCUTENbHUL, PEKOMEHAYeTCA MpeHaTanbHaA au-
arHocTtuka unm 3KO.
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Buabl reHeTNYECKON ANArHOCTUKN

remobumnnn

Buabl reHeTNYeCcKon
ANArHoCTUKN remopunnnn

CemeliHanA (KOCBeHHasA) AMAarHOCTUKa — CEMEVHbI aHanus, npu
KOTOPOM OTCNeXMBaeTCA nepefaya 13 nokoneHnsa B NoKosieHne
X-XpOMOCOMbI, Hecyllen NoBpeKAeHHbIN reH. BoinonHaeTca no
HelTpasbHbIM perMoHam BHyTPU 3TOrO reHa v pagoM CHAM.

He BbiABNAET KOHKPETHYI0 MyTaLuio!

Mpamoin MoNeKynApHO-reHeTUYeCKUN aHanu3 - Henocpes-
CTBEHHbIV NONCK B reHax F8 unu F9 HapylweHnsa, KoTopoe NpuBo-
antKremodunuu,

EAvHCTBEHHDbIN cN0CO6 TOYHO YCTAaHOBUTb CTATYC HOCU-
Tenbcraa!l

Kak npoBogAT reHeTUYeCKYyI0 ANArHOCTUKY?

B3atue 06pa3|.|a nonyqel-l ne pesynbraTtoB
Kpoeb Ha OTA MonyyeHue 3aknioyeHna
2-4mn 0 MyTaumax

2
v

AHanus reHa
B cneunanvsvpoBaHHoli nabopatopuu



CemenHas gnarHocTmka

Mpumep pesynbrata ceMeNHON ANArHOCTUKN

Ty
d» N O:

1 - nauneHT c remodunmen

2 — cecTpa-HoCUTeNbHMLA NaLMeHTa
3 - 3g0poBan cecTpa naumeHTa

4 — MaMa naymeHTa

5 - oTey nauymneHTa

MpevmyuwecrBa:

4 5 2 3

XY XX Xy XX

HopmanbHaa X-xpomocoma
X-xpomocoma ¢ MyTaumen

® [lewesneun 6bICTpee, yem NoncK myrtauunm (aHanus

3aHMMaeT okono 1 Hepenn).

® |lenecoobpasHo NCNosb30BaThb NPU HANMYKK

CeMeNHOM UCTOPUMN.

Pucku n orpaHnyeHuns:

® HapeXHocTb = 99% (6bronornyeckre NpUUmnHbI).

HeBo3MmorkHa 6e3 maTepuana oT 60/IbHOrO.

® He nHpopmaTtnBHa, ecnn myTaLma BO3HMKIA

B CEMbeE BlepBbIE.

® HesddekTBHa gna gnarHocTuky npm KO

(TpebyeTtca 100% TOUYHOCTD).

® HesddpeKTnBHA ANA MOCTAHOBKM AMArHO3a XeHLMHE.
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Buabl reHeTNYECKOWN ANArHOCTUKN
remodunun

Mpamoin moneKkynsapHo-reHeTN4YeCKNn aHanns
MNpumep myTaumm B reHe F8

Tak Ha npubope BbIFMAZWT HOCUTENbCTBO MyTauuu, NpUBOZALLEN K
remodunum A. B BbiieneHHO TouKe BUAEH CUrHan OT ABYX HYK/1eOTUAOB C
ABYX X-XpOMOCOM — 3[,0POBOW 1 NOBPEXKAEHHON.

NHTepnpeTauma pesynbtaTtoB NPAMOW AWArHOCTUKW Y POACT-
BEHHVKOB MaLMeHTa ¢ remodunmnen 3HaunTenbHO obneryaeTca npu
HanMuUM matepmana OT Hero CaMoro, Tak Kak OH TOYHO ABMAETCA
HoCUTeNnem MyTauuu, HO MPWU 3TOM Yy Hero 3Ta MyTauua morna
NoABUTbLCA BNepBble B CeMbe.

B cnyuae ecnmn nayveHT HeQOCTYMNeH Aa TeCTMPOBAHUA, TO ANA
UNEHOB ero Cembi, UMEIOLLNX MAKCMMASTbHBIA PUCK HOCUTENbCTBA
MyTaumu (Hanpumep, ero MaTb UV AOUb) BCE eLle MOXHO NPOBeCT
MONEKYNAPHO-reHeTUYEeCKyo AnarHocTnky. OgHako B AaHHOM
CJlyyae He BbiAB/IEHVE MATOreHHOro BapyaHTa He MCKoYaeT CcTaTyca
HOCMTENbCTBA.



Haunbonee pacnpocrpaHeHHble HapyLUeHNA
npu TKenom popme remopununm A:

MHBepPCUA NHTPOHa 22 (inv22), 40-50% cny4yaeB

nHBepcua nHTpoHa 1 (inv1), 2-5% cnyvyaeB

B cnyuyae TAxenom Gpopmbl MMeEeT CMbIC/T HaYMHaATb MOWUCK
MyTaLMM UMEHHO C 3TUX HapyleHwWn. Yalle Bcero AMarHOCTUKa
pacnpocTpaHeHHbIX UHBEpPCUI Npu remodunun A npeactaBnseT
coboli OTAeNbHbIN BUA UCCE[OBaHWSA, MpeasiaraeMoro B MeanumH-
CKUX yUpeXKaeHMAX.

' l MexaHn3m BO3HVKHOBEHWA
r \ NHBEPCUN Ha X- Xpomocome

Mocne ncknoUyeHnss UHBepPCUiA npu remodunnm A BbIMOSHAIOT
NOWCK APYrX BUAOB HapyLUEHWI, N3yYasa NoCnefoBaTeNlbHOCTb reHa
F8 metogom INLP c nocneayowmm cekBeHnpoBaHviem no CaHrepy nnm
BbICOKOMPOU3BOAUTESIbHbIM CekBeHMpoBaHeMm (NGS, next-genera-
tion sequencing).

Mpwv remodurnmm B HeT pacnpocTpaHeHHbIX HAPYLLEHNIA, TO3TOMY
npv NPOBeAEHNN NPAMOIN reHeTUYECKOM AMAarHOCTUKN Cpa3sy BbINos-
HAIOT NONCK MyTaLUii, 3y4vasa NocnefoBaTeslbHOCTb reHa F9 Temu e
meTofamu, 4To npu remodunmm A.

Pe3ynbratbl, NonyyeHHble B XOA4e BbICOKOMPOU3BOANTENIbHOMO
CeKBEHMPOBaHNA, [OMKHbI ObITb NOATBEPKAEHbI CEKBEHMPOBAHNEM
no CaHrepy.

11



Y10 fenarb, ecnu Bbl
HOoCMTeNnbHuua?

3HaHMe KOHKPETHOW MyTaLmn B CEMbe 1 reHETUYECKOro cTaTyca
KEeHLWWH no3BoJiAeT XeHWWnHaM-HOCUTe/IbH1UaM MPUHUMaTb
B3BELLEHHble pelleHNA OTHOCUTESIbHO AETOPOXAEHMA 1 NAAHMPO-
BaHWA CEMbM.

D,OCTyI'IHbI canefyouie BapraHTbl:

MpeHaTanbHaA AMArHOCTUKA — 3TO KOMMIEKC MeanLVH-
CKMX npovueayp, KOTopble NMo3BOIAOT Y3HaTb O 3[0POBbe U
Pa3BUTVX MNOMA [0 €ro POXKAEHWUA. TN TeCTbl MOMOraT
BbIIBUTb reHeTUYeCcKne 3aboneBaHnA Ha PaHHMX CTaausx
6epeMeHHOCTH.

JKCcTpakopnopasibHOe OM0A0TBOPEeHNEe C npenm-
NJIAHTaLMIOHHbIM FreHeTNYeCcKUM TectupoBaHuem (KO
¢ T - 310 Npouecc onnogoTBOPEHNA ANLIEKNETKN BHE
Tena MeHLWWHbl. OTO OAVH 13 METOAO0B BCMOMOraTeslbHbIX
penpoayKTUBHbIX TEXHOIOMIA
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ﬂpeHaTaanaﬂ ANarHoOCTuKa rEMOd)IIIﬂI/II/I

MpeHaTanbHYl0 AMArHOCTUKY npu remodmamm nposoaAT
KEHWMHAM-HOCUTENbHULAM AN onpefenieHMsa nona njaoga u
HanMumA y Hero mytauuu. 3TOo MHBa3MBHaA npoueaypa. Ectb aBa
BapuaHTa ee NPOBEAEHNA.

1.UccnepoBaHne BOPCVIH XOpVIOHa:

Y10 310? Mpouenypa, npy KoTopoi 6epyT HebonbLLO 06 pa3eL TKaHN 13
MnaueHThbI.

Korga npoBogutca? Ha 10-12 Hegene 6epeMeHHOCTH.

Kak npoBogutca? Yepes Wwenky MaTKu Uv Yepes OPIoLLHYI0 CTEHKY.
Mpeumywectsa: [103BONAET BbIABUTb MHOIME reHeTUYeCcKne Hapylue-
HWA Ha PaHHUX CPOKaxX M MPUHATb peLlleHne O MPOJOSIKEHUN UK
npepbiBaHNN 6epeMeHHOCTN.

Pucku: Bo3amoxHbl HeGONbLUME PUCKM BbIKMADBIWA Y UHEKLMI (OKoMo
0,5-1%).

Pe3ynbrat: Cembsi MOXET NPUHATb pelleHne, NpoaneBaTb bepemeH-
HOCTb UJIN ee NPepPBaTb NO MeANLIMHCKMM NOKa3aHMWAM.

2.AMHMoOLUeHTe3:
Y10 310? lMpouenypa, Npu KoTopol HepyT obpasel, aMHUOTUYECKON
KNAKOCTW, OKPY»KatoLLen nioa.

Korpa npoBoputca? Ha 15-20 Hegene 6epeMeHHOCTU.

Kak npoBoauTca? Yepes 6pIoLLHYO CTEHKY.

MpenmywecrBa: OyeHb TOUYHbLIV METOZ, ANA BbIABNIEHUA reHETUYECKNX
HapyLleHUNn.
Puckmn: Bo3MoxHbI HebonbluMe PUCKN BbIKMABILA U MHOEKLUN (0
0,1-0,3%). : g‘y} A
Pesynbrat: [pepBatb 6epeMeHHOCTb YKe Henb3s, oaHak
NoArOoTOBUTHLCA K MeAULNHCKM PUCKaM. !

;eNMHAu31MDOH 199 NN ‘aleustt olh
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JKcTpaKkopnopanbHoe onioAoTBOpeHne
C npenMnJiIaHTauOHHbIM FreHeTUYEeCKNM
TectupoBaHuem (KO cII'T)

[ns Toro, 4uto6bl poaAnTb 340poBOro pebeHKa napa, MoXeT
caenaTb Bbibop B nonb3y SKOcIIT.

9KO - 370 npouecc onioaoTBOPEHUA ANLEKNETKN BHE Tena
KEeHLVMHBbI.

ArT - 3T0 MeToA ANArHOCTUKM reHeTUYecknx 3aboneBaHuii
3MOproHa Ha cTaguy 6racToumncTbl (Ha 5-6 feHb nocse onnoao-
TBOpeHus). MI'T no3sonsaet Bbibpatbh ana KO smbpuoHbl 6e3
reHeTUYeCKNX HapyLLEHWI A NepeHoca B MaTKy

C 2020 r. cembu ¢ remodunmen moryT BbinonHUTL KO B
pamkax OMC (Mpwuka3 M3 ot 31.07.2020 r. N 803H «O nopsgke
NCMONb30BaHNA BCMOMOraTeNbHbIX PEenpPOAYKTUBHbBIX TEXHOJO-
TN, NPOTMBOMOKA3aHNAX U OrPaHNYEHMAX K X MTPUMEHEHMIo») *
He3aBMCMMO OT cTaTyca GepTUIbHOCTU.

Ona HanpaBneHua Ha KO B pamkax OMC Heobxoaumo
npefocTaBuTb pe3ynbTaThl FeHeTUYEeCKOro o6cnefoBaHNA of-
HOro nny obounx poguTenein.

*FEHOTI/II'II/IDOBaHI/Ie, |/|CI'I0ﬂb30.\E3HI/|e }J,OHOpCKOIZ cnepmbl, OOLINTOB UJTN
3M6pI/IOHOB onnavynBaerT! TJINYHbIX CPeACTB MaLlMeHTOB.
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Mpu remodunmm NnpUMeHAIOT NPeMMNIaHTaLIOHHOEe FreHeTH-
yecKoe TecTupoBaHUe CTPYKTYpHbIx nepectpoek (MIFT-CN) ana
BbIAABNEHWA MHBEPCUI MHTPOHaA 22 (inv22) nnu nHtpoHa 1 (inv1) n
npenmMniaHTaLlNOHHOe reHeTn4yeckoe TeCcTupoBaHNE MOHO-
reHHbix 3a6onesaHuin (MF'T-M) gns BbiABNEHWA APYrX naToreH-
HbIX BapUaHTOB.

MpenmyuwecrsBa:

@ [loBbllWaeT BEPOATHOCTb YCMELIHON UMMIAHTaLmMy SM6pUoHa.
® CHWXXaeT pUCK BblKMAbILA.
® [lpenoTBpaLLAET Nepefayy HacneACTBEHHbIX 3a00/1IeBaHMA.

Puckun n orpaHmnyeHunA:

® He ncknouyaeT Bcex reHeTUYecKmx 3aboneBaHui.
® BO3MOXHbl OLUIMOKYM B ANArHOCTUKE.
® [Ipouepypa TpebyeT AONONHUTENBHBIX GUHAHCOBLIX 3aTPaT.
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3akKnwuyeHue

Hapeemcs, uto 31a 6powiopa noMorna Bam nyviwe
NOHATb Ba’>KHOCTb FEHETNYECKOW ANArHOCTUKUN B CEMbAX C
remodunueii. OHa uUrpaet K/oUueByIo posib B BbIIBJIEHUN
HocuTenbcTBa remodpunuu n oueHKe pucka nepepauu
3aboneBaHna 6yaywum nokoneHuAm. CBoeBpeMeHHOE ”
TOYHOE BbIfIBJIeHME FeHeTUYeCckKnx mMyTauuil nossonseT
NPVHUMAaTb B3BeLUEeHHble peLeHns, NCMNoNb30BaTb MeTo-
Abl npeHaTanbHom gnarHoctuku n KO ¢ MI'T npn nnaHu-
poBaHUU cembu.

Ona cemen, CTONKHYBLWMXCA € remodunuven, BaxHO
3HaTb, YTO COBPEMEHHbI€ MeTOAbl ANArHOCTUKIN 1 NAHU-
poBaHMA ceMbM MOTYT 3HAYMTENbHO YNYUYLINTb KayecTBO
YKMN3HU Y MOMOYb M36eXKaTb TaXKenbix popm3aboneBaHusa y
GyayLX MOKONEeHIA.

Mbl npusbiBaem Bac akTMBHO MCMNONb30BaTb Npepo-
CTaBJIEHHbIe BO3MOXHOCTU reHeTUYeCKOro KOHCYNbTU-
POBaHVSA 1 ANArHOCTMKM, YTOObI 06ecneunTb 300POBbe 1
6naronosiyuyve Bawvx AeTei U Noc/eAyoLWmnX NoKoeHNA.
MomHuTe, yTO Balle 340POBbE U 3[0POBbE Balux Gyay-
LMX AeTen HauYnHaeTcA ¢ MHGOPMNPOBaAHHOTO N OCO3HAH-
HOro noAxopda K reHeTMUYeCcKol AnarHocTuKke.

Ecnu y Bac BO3HUKNN BONpoOChbl Win Bam Heobxognma
JononHutenbHaa MHopmaumsa, He cTecHANTecb obpa-
LWaTbCA K MEANLIMHCKAM CeLManncTam n KOHCyNbTaHTam
no reHetuke. Mbl Bcerga rotoBbl NOMOYb Bam Ha 3TOM
Ba)KHOM MyTW.

3a6o0T1a 0 BawieM 340pOBbe N 3[0POBbe
BalmX 6yaywux aeTeil HAUMHAETCA C
reHeTNYeCcKo ANarHoCTUKM.



TOB c remopunuen

cniickoe oG'uec'rB bunun, -
1eHT — XKynée IOpun AnekcaHaposuy

TpanbHOro o¢mc5‘ ?
67, Mocksa, HaE)BIN.IKI/IHCKa annes, 0.5, cTp. 2, oduicbl 317, 320
n.:+7 (495) 612-2053; +7 (495) 612-3884; +7(495) 748-0510
Email: ofﬁce@hemophilb.ru :

anT: remodunus.opr ‘ ,{f

opAYas NMHWA ona naLwteH]o;.' 8 800/550- 5{

3BOHKM NPUHUMAIOTCA N0 PaboUMM AHAM 0 16 yacoB
MO MOCKOBCKOMY BpeMeHW. 3BOHOK no Poccu NaTHbIN

FAe npoBecTy reHeTNYEeCKYI0 ANArHOCTUKY?

@ Jlabopatopus reHHoM nHxeHepun OIBY «<HMUL| rematonorum»
MwuH3gpasa Poccun
3aB.1abopatopueit — MuweHnyHnkoBa Onecsa CepreesHa,
Email: pshenichnikova.o@blood.ru
Appec OIrbY «<-HMUL rematonorun» Munsgpasa Poccun:
125167, MockBa, HoBbi 3bIkoBCKMIA Npoe3g, . 4
® OIrbY «MrHu» Munsgpasa Poccun
r. Mocksa, yn.Mockeopeube, .1
HeobxoaumMyo MHGOPMALIMIO MOXXHO HalTV Ha caiTe
https://med-gen.ru/
https://med-gen.ru/patcientam/besplatnye-meditcinskie-uslugi/
® OrbHY <HUUAATUP num.A.0. OTTa»
r. CaHkT-lMeTepbypr, MeHaeneeBcKas nnHus, 4.3
https://ott.ru/services/prejskurant/
@ HUU mepuumHcKoii reHeTukn Tomckoro HUML|,
r. Tomck, yn.HabepexHas peku Ywaiiku, 4.10
https://www.medgenetics.ru/contacts/
1 B APYrX MeANLUHCKUX FOCYAAPCTBEHHBIX U YaCTHbIX
MEeAULMHCKMX OpraHmn3aumnax

NHpopmauua nogrorosneHa
3aBepyioLlel nabopaTtopueil reHHO NHXeHepun
Orby «<HMUL rematonorun» MuHsgpasa Poccun,

K.0.H. MweHnyHnKoBoi Onecein CepreeBHON

Mo Bonpocam ANarHOCTUKM 1 neyeHus remodunm MoXXHO obpaLLaTbCs
B OI'BY «HaumoHanbHbI MeQUUNHCKIN NCCefoBaTeNbCKMI LEHTP
remaTtonoruv» Munsgpasa Poccun.

MpaBuna npremMa B LieHTpe Bbl MOXeTe HalTu Ha caiTe
https://blood.ru/patsientu/




www.hemophilia.ru

Bpolutopa pa3paboTaHa v BbinyLieHa
Bcepoccunincknm obLiectsom remopunmm

lickoe o6wiecmeo 2emogpuniuu 8vipaxaem 6;1a200apHOCMb KOMNAHUAM:
eda Dapmacvromukanc», Cudc3a bepunz buomapanuc Im6X,
agpapma Hopouk Ab», AO «Pow-Mockea», AO «Dapmum3Kc»,

0 «Ceeduw OpgpaH buosumpym»

U 6powropel.
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