Korpa cnepyet o6paTUTbCA B FreHETUUYECKUN LeHTP?

1- EcTb N1 y Bac Kakaa-n1Mbo poacTBeHHasa CBA3b C BalLMM CyMpyroM/Cyrpyron?
2- Bbl 1 BaLL cynpyr/cyrnpyra U3 «ofHOM» UK «COCeOHEeN» AePeBHU?
3- B 06eunx ceMbsix:
ECTb /11 KTO-HWOYAb C YMCTBEHHbBIMU HapPYLUEHUAMU UAN OFPaHUYEHHBIMW BO3MOYKHOCTAMM?
EcTb 11 3a6oeBaHMe, KOTOPOE BCTpeYaeTcs 6onee YeM y 0QHOro YeroBeka?
ECTb 11 KTO-HWOYAb B BalLen BNIU3KOM CEMbE, Y KOO BblN10 HECKOMbKO BbIKMAbILEN UMW OETH,
KOTOpble POAUINCH, HO YMepnn?
EcTb N1 KTO-HUBYOb B ceMbe 6e3 netein?
EcTb N KTO-HWOYAb, y KOro BO3HWKAOT MPobreMbl BO BpeMs 6epeMeHHOoCTN?
EcTb N KTO-HMOYAb, y KOro ecTb Pe6EHOK C 3aAEPXKKOMN PAa3BUTUS UKW aHOMANUAMMN?
EcTb 1 KTO-HUBY[b, Y KOro AMarHocTMpoBanu pak go 50 net? ECTb M HECKObKO Ntogen ¢
OVarHo3oM pak?
ECTb N KTO-HMOYAb C NoTepen cryxa?
ECTb /11 KTO-HWOYAb C BblPaXeHHbIMUW HapyLUEHUSIMU 3PEHMSA, OCOBEHHO B MOIOLOM BO3pacTe?
4- EcTb N1 y BaC HeOMOraHue, 13-3a KOTOPOIro Bbl MHOTOKPATHO MocellaeTe Bpada 1 KOTopoe,
MOXoyKe, He MPOXOoAUT? (ECTb M y Bac XpPOHUYeCKoe 3aboneBaHme?)
5- EcTb 1 y Bac 3aboneBaHMe, KOTOPOE He YAaéTca AUarHOCTUPOBaTb UK BbITE€YUTb, HECMOTPS Ha
neyeHune?
6- YacTo nn Bbl 6boneete MHGEKLNAMN? (MHEBMOHWA OOWH pa3 B rof, bonee 2 cryvyaeB CUHYCUTa UK
YLHbIX MHDEKLMM B rof)
7- ECTb N1 y Bac XpoHunyeckasa gunapesa?
8- YacTto nn y Bac 6bIBatOT reprnec Ha rybax nnm a3B04YKU BO PTY, MOOYHMLA?
9- BbIfIO NN Y BaC CHUMKEHME KONMUYeCTBa KITETOK KPoBU?
10- ECTb NW yBENUYEHUE NEYEHU, CENE3EHKN NNN NMMPATUHECKUX Y310B?
11- BbiBana nn y Bac TsHKENaa sK3eMa Ha Koxxe?
12- NoKa3an x Ball CKPUHUHE Ha TaslacceMmio (Cpeam3eMHOMOPCKY aHeMuio) n CMA
HOCUTENbCTBO?
13- BbiBanu nin y Bac anunenTuyecKkme npucTynbl?
14- ECTb N1 NeKapCTBa, KOTOPbIE Bbl MPUHWMMAETE MOCTOAHHO, UMW CreLManbHasa gueTa, KOTOpOoKn Bbl
OO/MKHbI MPUAEPXKMBaTLCA?
15- Bblfin N1 y BacC TaKMe COCTOAHMS, KaK M3BbITOYHbI POCT BOSIOC UMK PaHHEE MOSTIOBOE CO3PEBaHME?
16- ECTb /11 y Bac UM B Ballel ceMbe 3abofeBaHue, KOTOPOE CUMTAETCA FEHETUYECKUM?
17- Ecnn y Bac 6binn apyrne 6paku, 6bim vy Bac Kakme-nmbo npobnemMbl Co 300POBbEM BO BPEMS
©epeMeHHOCTEN MW Y AETEN, POXKAEHHDIX B 3TUX BpaKax?
Ecnu Bbl OTBETUNM «Aa» Ha NOBOM U3 3TUX BOMNPOCOB, 0653aTeNbHO 06paTUTECh B FEHETUYECKIUIN
LLeHTP.

YTo Takoe Pregnarisk u korga ero cnepyer aenartb?

ABnsaloTCA NN reHeTU4YecKne 3abonesaHMsa BONpPocoM cyabbbi?

B reHoMe YyenioBeKa eCcTb 0Koso 20 000 reHoB, KOAMPYOLWMX 6eNKK. Y KaykOoro n3 Hac B 3TUX reHax
MMeloTCa onpeaenéHHble reHeTUYeCcKne N3MeHeHUs, M3-3a KOTOPbIX Mbl MOYKeM BblTb HOCUTENSMM
HEKOTOPbIX COCTOAHMMN. MPK ayTOCOMHO-PELLeCCUBHbIX 3a60N1€BaHNAX HOCUTENAMU AOMKHbI OblTh
ob6a NapTHEpPa; Npu X-cuenneHHbix 3a6oneBaHnax HOCUTENbHULEN AONMKHA OblTb XXEHLLWHA; a Npw
AYTOCOMHO-AOMWHAHTHbIX 3a60M1eBaHNAX PUCK 719 OeTel MOXeT BO3HMKATb, €CM OAWH 13
MapTHEPOB HECET cBA3aHHOe C 3abo/eBaHMeM U3MEHeHMe.

STV PUCKU 3HAYNTENbHO BO3PACTaloT Yy Map, COCTOALLMX B POACTBE, MOCKOSbKY Y HMUX YacTo
COBMAAAloT reHbl M CTaTyCbl HOCUTENbCTBA. axke Bpakun Mexay No4bMU M3 OAHOM MMM COCeQHUX
nepeBeHb MOTyT MOBbILLATb BEPOATHOCTb POXAEHUS PebEHKa C reHeTUYecKnM 3aboneBaHmem 13-
3a reHeTUYeCcKoro cxoncTea. bonblumne reHeT4ecKmMe naHeny No3BONSIOT BbIBAATb MHOIME
reHeTUYeCcKMe M3MEeHEHMS, CBA3aHHbIE C 3TUMU pUCKaMU. [MapaM, KOTopble XOTAT onpenenunTb Bce
BO3MOXHbI€ PUCKW 40 HACTyrneHUsa 6epeMeHHOCTH, PeKOMeHayeTCca Nony4nTb MHGopMaLmMio 06
3TUX NaHenax.

BblaBneHme pnckoB 0o 6epeMeHHOCTM MO3BONAET CEMbAM MPEeANPUHATL Warn ang
NPODUNAKTUKM, MOSITOMY 3TOT Nepmo 0COBEHHO BaxKeH. [layke ec/in NapTHEPBI He COCTOAT B
POACTBE, PACMpPOCTPAHEHHbIE B NOMYAALMN CTaTyCbl HOCUTENbCTBA BCE PaBHO MOMyT CO3aBaTb
PUCKW. MNPU LOMUHAHTHbBIX COCTOSHUAX FTEHETUYECKOE U3MEHEeHME, MMetoLLeecs Yy poaUTENS, MOXET
He NPOoABMATLCA Y HEero, HO Bbl3biBaTb MPOGEeMbl CO 300POBbEM Y ero aeTew. Mpu X-cuenneHHbIX
3aboneBaHnax, ecriv MaTb ABNAETCA 300POBON HOCUTENbHULEN, Y Mallb4MKOB 3ab0/1eBaHMe MOXKET
Pa3BUTLCS C BEPOATHOCTbIO 50%. MO 3TUM NPUUYMHAM KayKOoW nape, nnaHupytoLlen 6epeMeHHOCTb,
cnepnyeT 6blTb MHHOPMUPOBAHHOM 06 STUX TECTAX.

XOTa HEKOTOPbIE PUCKU COXPaHAKTCA MU3-3a TEXHUYECKUX OFPaHNYEHUI N HOBbIX FEHETUYECKMX
M3MEHEeHWIN, KOTOPble MOIyT BMepBble BO3HUKHYTb Y peb&HKa, 6ONbLUMHCTBO HacNeoyeMblX PUCKOB
MOXXHO BbIIBUTb, 4TO AenaeT BO3MOXHbIM MpeaoTBpaLleHNe MHOMMX COCTOAHUM.

Kakue aHanusbl MOXHO caenatb Ao 6epeMeHHOCTH, UTO6bl 06ecnevunTb poXKaeHue 340poBoro
pe6éHka?

MapTHEPOB MOXXHO 06CIeAoBaTbh Ha HOCUTENLCTBO 3ab01eBaHMM, KOTOPbIE PAacnpPOCTPaHEHbI B
CTpaHe, NPOTEKAT TAXKENO UMK YIPOXKAIOT XKU3HW. BaxkHbl TakKe 1 peakue 3aboneBaHus, He
TOMbKO YacTble. 1115 3ToM Lenm 6binu co3naHbl maHenbHble TecTbl Pregnarisk.

Bpak mexxay
POACTBEHHWMKaMU
(Oenbl 6bin 6paTbaMm)

Y Heé ecTb ncrtopma
paKa MOMTOYHOM
YKenesbl — KaK B cCeMbe,

TaK Ny HEE caMOon.
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CBA3aHHble C MoOYKaMMW.
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B cemenHom
aHaMHe3e TaKKe
€CTb MbilLie4YHoe

3aboneBaHue.

B cemenHom
aHaMHese
npucyTcTBYyeT
MblLLleYHoe
3aboneBaHue.

Laxke ecnu B ceMbe HeT TEHETUYECKIX 3a6oneBaHuii, Kaykabl M3 HAac MOXKET 6bITb HOCUTENEM
HEKOTOPbIX COCTOAHMM. Y Map, COCTOALLMX B KPOBHOM POACTBE, BEPOATHOCTb TOrO, YTO 06a 6yayT
HOCUTENAMM OOHOIO M1 TOTO e reHa, CBA3aHHOro ¢ 3aboneBaHMeEM, 3HAaUYUTENbHO BbiLLE.

OOHAKO

Mapbl, He cocTodLLME B POLACTBE, TaK)Ke MOTYT UMETb M3SMEHEHUS B OOHOM U/TM HECKOMbKMX FEeHaX, YTo
MOXKET MOBbICUTb BEPOSITHOCTb MrEHETUYECKOro 3a60eBaHUA Y X PeBEHKaA.

MO 3TOU MPUYNHE 3TOT TECT PEKOMEHOYETCA BCEM MAPAM, KOTOPbIE XOTAT 3ABECTU
PEBEHKA.

LleHTp OnarHocTukmn
leHeTUYecknx
3abonesaHnit
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MNMaHenb 1- ba3zoBas NaHenb

Copaep)XaHue NaHesIu U YCNIOBUA CKPUHUHIA: DTa NaHe b PeKOMeHOyeTcs BCEM Mapam,
NMAaHUPYOLWLMM 6epeMeHHOCTb, UK 06paLLAOLLIMMCS 33 KOHCY IbTauMen 0o 3akntoveHns 6paka.
CocToaHMA, UCccrenyemble B paMKax 3TOM NaHesnu, ABNAOTCS PacrpoOCTPaHEHHbBIMU B MOMNYAaLMY,
BbI3bIBAIOT KpanHe TAXKENble KMTMHUYECKNE CUMMTOMBbI AW MPUBOAAT K CMEPTHOCTM B PaHHEM
Bo3pacTe. CKOUHUHI HOCUTENbCTBA A0 6ePeMEHHOCTU U, MPW HEOBXOAMMOCTH, MAaHUPOBaHWe
npouenyp KO ¢ reHeTUYECKNM TECTUPOBAHNEM MOJYT MOMOYb CHU3UTb PUCKK B ByOyLLMX
6epeMeHHOCTSX.

MaHenb 1 BKAOYaeT:

AHanus XpoMocoM, anbda- 1 beTa-TanacceMmsa (Cpeam3eMHOMOoPCKas aHeMUs) U
CepnoBUAOHOKNETOUYHAA aHeMKS, NoMKasa X-xpoMocoMma (Fragile X), cnmHanbHasa MbllleyHada
aTpoduna (SMA), beHUNKeToHYpUd, AedULUT BUOTUHWNOA3LI, BPOXKAEHHAA rMnepnnasma
Hagno4Yye4YyHWKOB BcreacTeue geduumta 21-rnapoKcuiasbl, MyKOBUCLMAO3, MbllLeYHaa guctpodua
LioweHHa (DMD).

MNMaHenb 3 - KoMnneKcHas naHenb

Copaep)XaHue NaHesu U YCNoBUA CKPUHUHIA: [1apaM, NnaHnpyowmM 6epeMeHHOCTb Un
obpallatoLlLMMcs 32 KOHCYNbTalMeN 0o 3aKItodYeHna 6paka, coobLatoT 06 3TOM TecTe, Korga oHM
3anpalumBatoT 6onee geTanbHYy OLEeHKY PAaChpPOCTPAaHEHHbIX COCTOAHUM. DTOT TECT MOXKET
mcecnenoBatb 60MbLMHCTBO MEHOB, M3BECTHbIX KaK CBA3aHHbIX C 3ab6oneBaHnAMK y YenoBeKa, M
obecrneymBaeT O4eHb BbICOKYIO AMAarHOCTUYECKYO MOLLHOCTb. MOCKOMbKY Mapbl TakyKe MOryT 6biTb
B rpyrnne pucka no 6onee peakmMM COCTOAHUAM — OCOBEHHO MPW HaNnMYMKM BIN3KOro UIn
[anbHero KPoOBHOro poacTeBa — pekoMeHayeTca «Pregnarisk Panel 3».

B paMKax 3Ton naHenm npoBOAUTCH KapUOTUMKMPOBaHME ANA onpeneneHus PUCKOB, CBA3aHHbIX C
XPOMOCOMaMMU, a TakXKe BbIMOMHAETCH CEKBEHMPOBaHWe Bcero ak3oma (WES) y obomx NapTHEPOB
0119 aHanu3a Hanmbosee BaXKHbIX Y4aCTKOB MOYTK BCeX 6eMOK-KOAUPYIOLLMX FreHOoB. [JoNONHUTENbHO
BKJTIOYAOTCA MCCrefoBaHMSA ANA COCTOAHUMN, KOTOPbIE TPYAHO OLEHUTbL 3STUMU MeTogaMun. Takom
Moaxof HampaBfeH Ha MaKCUMarbHO LLUMPOKUI CKPUHWHT. MNpeaBapuTenbHoe BbigBIEHNE PUCKOB
MOXET MOMOYb CEMbAM BblbpaTb BapuaHTbl KO € reHeTUYEeCKMM TECTUPOBAHMEM, YTOObI CHU3UTb
BEPOATHOCTb POXAEHMA pebEHKa ¢ 3abofeBaHMeM, NMMBO CnlaHWUPOBaTb AMarHoCcTUYecKme
nccnenoBaHMa Bo BpeMs 6epeMeHHOCTU UK MOoce POXAEHUS Y Map, KOTOPble BCE YKe XOTAT
3a4aTb peb6EHKa eCTEeCTBEHHbIM MYyTEM.

MNMaHenb 3 BKAOYaeT:

CekBeHMpoBaHMe Bcero ak3oma (WES) onga Tbicay COCTOAHMM, aHann3 XpPOMOCoM, anbda-
Tanaccemms, noMkasa X-xpomMmocoma (Fragile X), cnnmHanbHaa MblledHaa atpodua (SMA),
BPOXOEHHAa r’Mnepniasng Haono4Ye4YHMKOB BCNeAcTBMe geduumta 21-rmgpoKcmiasbl, MblilleyHad
ouctpooma OioweHHa (DMD), atakcusa Opugpenxa.

MNMaHenb 6 — PaclumpeHHaa naHenb

Copep)XaHue NaHesIU U YCNOBUA CKPUHUHIA: [1aHenb 6 NpeacTaBiseT cobom LLMPOKUIA
CKPUHWHIOBbIN MOAXOM4, aHanornyHbln NaHenm 3, ogHako BMECTO CEKBEHMPOBaHMS BCEMrO 9K30Ma
(WES) ncnonb3yetcs cekBeHMpoBaHWe Bcero reHoma (WGS). WGS — 3To MeTof, KOTOPbIN
nccnenyeT NpPaKTUYEeCKn BECb FEHOM, MOMOorad BbiIBAATb FreHETUYECKME BapUaHTbI U
noaaepPXmMBasa Kak KIMMHUYECKYIO ANAarHOCTUKY, TaK M HayYHble nccnegoBaHuda. B To Bpemsa Kak
WES cocpefnoTo4eHo Ha 6eoK-KoOOUPYIOLLMX PEFMOHAX, FOe PacrooXeHo 60NbLLNHCTBO
M3BECTHbIX BapuaHToB, WGS TakyKe oLeHWBaeT LOMONHUTENbHbIE FEHETUYECKME UIMEHEHUS,
YBeNMUYMBas BEPOATHOCTb BbiABEHNA BapMaHTOB, Bbl3blBatOLLMX 3a601eBaHMA.

MaHenb 6 BKJIIOYaET:

CekBeHMpoBaHMe Bcero reHoMa (WGS) ansg Teicad 3aboneBaHumM, aHanm3 XxpoMocoM, anbda-
Tanaccemus, ToMkasa X-xpoMmocoMma (Fragile X), cmmHanbHaga MblledHada atpodusa (SMA),
BPOXXOEHHAA rMnepnaasua Haaono4yeyHMKoB BcneacTesme geduumta 21-rmopokcmiasbl, MbllleyHasa
ouctpoduma OoweHHa (DMD), atakcusa @pugpenxa.

3popoBbe /19 HenoBeka,
Hayka 0149 3popoBbsi!

lFeHeTUYeckMe 3a6oneBaHna — 3TO TAXENbIE, ANUTENbHO MNPOTEKaoLLLME COCTOAHMS, KOTOpbIe
CYLLECTBEHHO BIUAIOT Ha KM3Hb MaLMEHTOB 1 MX ceMei. XOTA paHHAA OMarHOCTVKa MOCc/e POXKOEeHMS
KpanHe BaXkKHa, Hanbonee adPeKTUBHbBIM LLUAroM ABNAeTCA NpodunakTmKa 3TMX COCTOAHMK 3apaHee.
[MocKosbKy reHeTundeckmne 3aboreBaHmsa o4eHb Pa3HoobpasHbl, ONMMPATbLCA TOIbKO Ha OOMH MEeTOL,
HEeOO0CTaTOUYHO AMA CHUXEHUA puckoB. O6cneaoBaHMe 4OMHKHO NoabmMpaTbcs MHAMBUOYANbHO C
YUYETOM YHUKaMbHbIX GaKTOPOB PUCKa CEMbU.
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