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YTo Takoe CKpUHUHT Ha
HOCUTEIBCTBO?

HacnefcTBeHHbIe, WM reHeTUYECKE, HapYLLIEHNs NepeaaloTcs ot
poauTeneii k pebstam. 10 YacTo NPOMCXOAUT AAaxe B TeX Cryyasix,
KOrfia Y1 y OZHOTO U3 POAVTENeli He PasBUBAETCS HACNeACTBEHHOe
3a6onesaHue. [1ns1 Toro ytoObl pebeHOK yHacneaoBan OHo U3 aTux
3a6oneBaHuit, y 060ux poauTenei fomkeH ObiTb M0 kpaiiHel Mepe
OJVH N3MEHEHHbI TeH, SBNSIOLMIACS MPUYUHON ero paseuTHs, To
€CTb 062 PoAMTENs AOMKHBI OGbiTb HOCUTENSIMU M3MEHEHHOTO TeHa.
CKPUHUHT Ha HOCUTENBCTBO MO3BOJIAET OLEHUTH CTENEHb PUCKa,
BbI3BaHHYIO TEM, YTO YENOBEK SIBNSIETCS HOCUTENEM U3MEHEHHOTO
reHa, Bbi3blBaOLLEro OfIHO W3 aHHbIX 3a001eBaHmiA. CKPUHUHT Ha
HOCUTENLCTBO MO3BONSIET TAKKE BbIBUTL BEPOSITHOCTD POXAEHMS
pebeHka ¢ Takum 3a6oneBaHneM. OfHAaKO CKPUHUHT HE MO3BONSIET
y3HaTb HaBepHsika, byzer /my pebetka ato 3abonesanue. [ns atoro
HEoBX0AMMO LOMONHUTENBHOE FeHHOE TecTUpoBaHue. B atom
6GykneTe CoaepXarcsi CBeAIgH!s!, KOTOpbIE MOMOrYT BaM MOHSTh,
Kakoro poaa iaHHble MOryT GbiTb NOMY4EHbl C MOMOLLbIO CKPUHUHTA
Ha HOCUTENLCTBO W KaK WX MCTONb30BATb MPU MIaHMPOBAHUN CEMbM.

JI7st 4ero Hy’KHO NPOBOANTH
CKPHHHHI' HAa HOCUTCJILCTBO TOJIBKO
y €BpEEB alllKeHa3u?

EBpeu alwkeHasu - 370 NOTOMKM BbIXOALEB 13 BocTouHoi Esponbl.
CylecTyeT Lienblii psn, 3aboeBaHunii, koTopble HabNIOAAINTCS Y
NPELCTaBUTENEl 3TOM STHUYECKOI MPyNMbl Yalle, YEM Y OCTaIbHbIX.
Mockonbky y €BpeeB allKeHas) YacToTa pa3BuTUs 3TUX 3a60eBaHMIA
BbILLIE, YEM Y APYrUX STHUYECKUX FPYNM, UIMEHHO [isi HUX
L1enecoobpasHo NPOBEAEHNE CKPUHMHTA.

Kakue HacnencTseHHbIE
3200JI€BaHUS BBISIBIISIIOTCS Y €BPEEB
aIlIKeHA3U C TIOMOIIBI0 CKPHHUHTA
Ha HOCHUTEJIBCTBO?

B uncno HacnencTBeHHbIX 3a00/1eBaHUI €BPEEB allKeHa3m,
BbISIBISIEMbIX C MOMOLLK) CKPUHUHTA HA HOCUTENBCTBO, BXOLST
cnenyioume: cuhapom biyma, 6onesHb KataBaHa, MyKoBUCLIMAO3,
HACNE/ICTBEHHAs 13ayTOHOMMSI, aHemust DatkoHm (rpynna C),
6onesHb [ayuepa, 6onesHb Humaxa-Muka v 6onesHb Tes-Cakca. B
33BMCHMOCTY OT BALLEN NINYHON 1 CEMENAHOA UCTOPUM MPU CKPUHUHTE
MOXET ObiTb 0GHAPYXEHO OfIHO M3 3TUX HAPYLLEHWIA I [IAXE BCE OHU.
B Tabnuue 1 npuBeneHbl CBEAEHWS O KaXIOM 13 3TUX 3a00eBaHMIA.



TaGnuua 1. YacTo BeTpeyatoLpecs HacneaCTBeHHbIe G0Ne3HM y eBpees allkeHasu

CUHOPOM BITYMA

Yacrora 3a6onesanus* 1 13 40 000

Puck HocutenbcTBat 113100

Cumntombl YBENMYEHHBIA PUCK MHULMPOBAHNS M PA3BUTUS paka,
TOBBILLEHHAS YyBCTBUTENBHOCTb K CONTHEYHOMY CBETY,
NPbILLYA HA IMLE (CBET/IbIE UM KPACHOBATLIE),

BeposiTHas TMOHIXEHHas CIOCOBHOCTb K 3a4aTuIo (Y erugAH),
NPOAOIKNTENIbHOCTD Gecnnoave (y MyXyuH), HU3KuiA pocT (MeHee 5 ¢yToB)
XU3HM (B ropax) 13-30

BOJIE3BHb KAHABAHA
Yacrora 3aGonesatus* 1 13 6400

Puick HocutenscBat 1u340

CvmrToMbI JDeduumt depmeHTa, BEAYLLMIA K iereHepaLmum Moara,
reHepann3oBaHHasi cnaboCTb, yMCTBEHHAS AerpapaLs,

as npunagaku, 3aTpyaHeHNs npu BCKapMamBaHuu, cnenota

NPOJODKUTENBHOCTL <20

X13HM (B ropax)

MyKoOBMUCLMOO3

Yacrora 3aGonesaHus* 1 u3 2500

Puick HocutenscBat 11325

CHMITTOMbI CKonnenue Cnuam B NIErkux, 3aTpyaHsIoLLee fibixaHue n
BbI3bIBAIOLLEE MHOTOYUCIIEHHDIE JIET0YHbIE MHPEKLMN;

Bepostmas NI0X0€ NEpeBapy1BaHNE MULLY, CHIXEHHas CrIOCOOHOCTb K

NPOAOKUTESTbH 3a4aTIo (Y XEeHLMH), Gecnioame (y MyXumnH)

Mu3HM (B ropax) 30

HACIEOCTBEHHASA AN3AYTOHOMUSA

Yacrora 3aGonesaHms* 1 13 3600

Puick HocutenbcBat 11330

CvmrToMbI HapyLueHusi HepBHOIA CUCTEMBI, BEAYLLVME K MOXO0i
perynsuv TeMneparypbl Tea 1 KPOBSHOTO /JABNEHNS,
OLLyLLIEHMe Xapa 1 60N, CHUKEHHBIA FNOTaTENbHBIA
pecﬁnexc, BbI3bIBAIOLLMI PBOTY 1 AAPYr1e HApYLIEHNs Npu

Beposimias €efle, a Takke HapyLUeHue Cne3ooTToka, Bepyiliee K

NPOAOIDKUTESIBH DPa3fipaXeHmio 1 NOPaXeHMIo ras

XW3HM (B roaax) <30

AHEMUA ®AHKOHMU (FTPYIMIA C)

Yacrora 3aGonesaHms* 113 32 000

Puck Hocutensceat 11389

CHMITTOMbI [MOHMXEHHOE KONMYECTBO KPAaCHBIX KPOBSHBIX TeNeL,
(aHemms1), Genbix KPOBSHBIX TENeL, (HeATponeHus) u
TPOMBOLMTOB; iedpopMaLms PyK, HOT, NOYeK 1 CEPALa;

as HI3KMIA POCT; 4aCTble KPOBOTEYEHMS 1 KPOBOMOATEKN;
NPOJODKMTENBHOCTD NOBBILLEHHbIA PUCK Pa3BUTUS paka
XKu3t (B roaax) leproz nonoBoro cospesanms

BOJIE3Hb FAYYEPA, TUM 1

Yacrora 3aGonesatus* 1 13 1000

Puck Hocutenscrat 11313

CvmnToMbI [lednumt hepmenTa, BEAYLLNIA K HAKOMIEHNIO XUPOBbIX
CYOCTaHLMIA B NEYEHM, CENe3eHKe 1 KOCTHOM MO3re,
olLyuigHre 6onu B KOCTSX M CYCTaBaX, YacTble NEPENOMbI

BeposiTHas KOCTEN (CBULLM, pa3pbiBbl, PACLUENIEHNS), QHEMUS, YacTble

NPOAOIDKUTENBHOCTD KPOBOMOATEKN M KPOBOTEYEHMS!

XW3HM (B roax) 6-80F

BOJIE3BHb HUMAHA-MMUKA

(TUN A)

Yacrora 3aGonesaus* 1 13 40 000

Puck Hocutenbcreat 11390

CvmnTOMbI Jednumt pepmeHTa, BeyLumii K CKOMIEHNIO X1pa B
NeyeHN, cenesexke, Mo3re 1 IMMQoy3nax. 3amesIeHHbIA

Bepostmas POCT, YBENNYEHHas MEYeHb 1 Cene3eHka, YacTble

NPOAOIKUTENBHOCTD MHGEKLMM, CHKEeHNE YHKLMIA Mo3ra

Xu3Hu (B ronax) 2-3

(TUN B)

Yacrora 3aGonesaHus* Menee 1 13 40 000

mcxuocmenmaf Menee 1 13 90

MITTOMbI depmenTa, 4 K CKOTUIEHMIO XWpa B NEHEHM,

ggﬂ%, MO3re 1 nmwx. 3amep,neﬂubwj1)a pocr,
YBESIVYEHHast NedeHb 1 CENe3eHKa; NIerOHHbIE MHQEKLIMM, 04eHb

Beposmas Hu3KiA ypoBeb HDL-xonecTepuHa (XopoLLero), BeayLumi K

NPOAOIDKUTENIbHOCTL 3200/1€BaHVIM cepaua

XW3HM (B ropax) 40-50

BOJIE3Hb TEA-CAKCA
Yacrora 3aGonesaus* 1 13 3600

Puick Hocutensceat 1u330

CHMITTOMbI CwnbHas YMCTBEHHaS OTCTANIOCTb, MOTEPSt KOOPAMHALMN,
ast ©ecrnopsizioyHble ABUXEHUS PYK U HOT, NpUnaaky, crenota,

NPOAODKUTENBHOCTD rnyxota

JU3HM (B ropax) 3-5

* YacToTa 3a6oOneBaHA Cpeau eBpees alukeHasn.
1 Putck 3aGoneBaits An1A e8pes alLKeHasn, He UMEIOLLEr NYHOI U CeMEViHOV UCTOpUH GonesHedt.
+ BaBUCHT O CTENEHM BLIPAXEHHOCTH CMITOMOE.



Y10 03HAYAET MOHATHE «HOCUTEID
oone3Hn»?

Kaknast Hallia HacneCTBEHHas XapaKTepucTvka 0bpasyeTcs npu
MOAYYEHN OIHOMO reHa OT MaTePM 1 OHOTO reHa ot oTLia. Jlioau,
KOTOPbIE MOMYYUN OBMH HOPMATBHBIA FEH Y OMH U3MEHEHHBIIA,
«OTBEYAIOLLMIA» 3 Ty WM MHYIO 60ME3HD, HA3LIBAIOTCS HOCUTENSIMI: OHU
«HECYT» U3MEHEHHBIVA FeH, HO CaMu He UMEIOT JiaHHOIA GonesHu. Hocuenm
MOTYT C BEPOSITHOCTBIO 50% nepeaaTh U3MEHEHHBIN FeH KaxIoMy 13
CcBOVX AieTeit. OpHako s passuTvs Y pebeHKa HaCNeACTBEHHONO
3a00MEBAHMSI, OH (WM OHA) ZIOMXEH NOMYYUTL U3MEHEHHI FeH OT 000MX
ponveneit. Ecnu HocuTenem SBnSETCS TONbKO OMH 13 POaUTENeid, y
pebeHka He OyLeT HacnenCTBEHHOrO 3a60NeBaHuAS.

Kak mpoucxonut HaciaeroBanue
M3MEHEHHOr0 TeHa, Korga o00a
POOAUTEIIA ABJIAIOTCA HOCI/ITGHHMI/I?

Ha pucyHke 1306paxeHbl MaTb 1 OTeL, SBASIOLLMECS HOCUTENSIMI
HacneacTBEHHON B0NE3HM, NOITOMY KXK[bI U3 HUX UMEET OBUH
M3MEHEHHBIVA TeH (g) ¥ 0aMH HOpManbHbIiA (G). Y kaxaoro 13 ux
[DeTeii umeeTcs:

- 25% BeposiTHoCTb (1/4) yHacneaoBaTh 2 U3MEHEHHBIX reHa 1
nprobpecTy HaCNeACTBEHHOE 3a60NEBaHME.

- 25% BeposTHOCTb (1/4) yHacnenoBath 2 HOPMasIbHbIX reHa.
Takoit pebeHoK He 3aboneet cam U He ByfeT HocuTenem
W3MEHEHHOro rexa.

- 50% BeposiTHOCTb (1/2) yHacnenoeath 1 U3MEHEHHBIIA reH.
Takoi1 pebeHok He npuobpeTeT 3abonesatune, Ho byaet
HOCUTENEM, TaK Xe KaK 1 ero poauTeny.

Orel, HocuTeNb '
Marb Hocutens

G = HOpMabHbiii reH
g = UBMEHeHHbIIi reH

Gg Gg
Gg Gg 99

o L
H; Hocutens BonbHoi




KTo 13 eBpeeB allikeHas3u JOIKEH
MPOXOJUTh CKPUMHUHT Ha
HOCHUTEILCTBO?

970 petLeHre JOMXHbI MPUHSTH Bbl U
Balll napTHep. Kak npaBuio, CKpUHUHE
Ha HOCUTENCTBO NpeaiaraeTcst
CYNPYXeCKUM napam Jiio6oit ITHUYECKOi
MPUHAZIEXHOCTH, KOTZIa OfH U3
MapTHEPOB SIBNISIETCS HOCUTENEM
M3MEHEHHOTO MeHa UM YXE UMEET OfIHO
13 HaCcNeaCTBEHHbIX 3a0071EBaHUI,
OMnvcaHHbIX Bbille. MpoBeaeHne
CKPUHMHIa MPEANIaraeTcs Takke TemM
N0AAM N0 3THUYECKON rpynnbl, Y
KOTOPbIX B POy Habnoaanack ofHa U3
OMMCAHHBIX HACTIECTBEHHbIX GONE3HEN,
HanpuMep TeM, Y KOro yXe eCTb OfuH
60nbHO PEBEHOK, UK TEM, YbM
6MKHYE POACTBEHHUKN CTPafAlT
nopo6HbIMM 3a60/eBaHMSIMU. B Takux
CNyyasiX CKPUHUHI Ha HOCUTENBCTBO
06bIYHO BBIMOHSETCS TONLKO AIst
JaHHON HacnencTBeHHoN Gonesnu, a He

[Ons BCEX NepevnCeHHbIX.

CKPVHVMHI Ha HOCUTENBCTBO MPELIAraeTcs Takke TeM eBpesiM
allKeHasu, y KOTOPbIX B CEMENHOI UCTOPUM GONE3HEN HET HU OHOTO
13 Ha3BaHHbIX 3a60/1EBAHMIA 1 KOTOPLIE XOTAT 3HaTb, KaKoBa
BEPOSITHOCTb, 4TO UX PEOEHOK ByAET MMETb OfIHO 13 HUX. B 3TOM
C/ny4ae CKPUHMHI HA HOCUTENbCTBO MPOBOAMTCS 1 BbISIBNIEHNS BCEX
8 HacneacTBeHHbIX GonesHeii.

CKPUHUHI Ha HOCUTENBCTBO [i/1s BLISIBNIEHNS OIHOM GONE3HU MOXET
6biTb MPESIOKEH EBPESIM aLLKEHA3M, PENPOAYKTVBHBI NapTHEP
KOTOPbIX SIBNSIETCS BbISBNIEHHLIM HOCUTESIEM FEHETUHECKNX MYTaLWiA,
MPUCYLLMX 3TON STHUYECKON rpynne. VIHoraa TecTupoBatHne
MPOBOAMTCS 1 [iisi NApTHEPA-HEEBPES], MOCKOJIbKY MOAO0GHbIE
HapyLLEeHMS BCTPEYAIOTCS Takke Y NpencTaBuTeneit pyrnx
3THUYECKNX TPYMM, HO rOpasfo pexe.

Bbl MOXETe Takxe OLEHUTb COOCTBEHHBIN PUCK 0KA3aThCsi HOCUTENIEM
M3MEHEHHBIX reHOB. B Tabnuuie 1 ykasaH BEpOSITHBIA puUCK
HOCUTENbCTBA [/ €BPEEB ALUKEHA3M, Y KOTOPbIX B CEMENHOI
uctopum 6one3Helt He HabKAANOCH TO WKW MHOe 3ab0MeBaHVe.
ECnu y 0BHOTO M3 4neHOB BaLLel CEMbN UMEETCS M3 3TUX
3a60/1eBaHWiA, BEPOSTHOCTb HOCUTENHCTBA U3MEHEHHOTO TeHa Al
BaC BO3pacTaeT Ao 2/3.



Ecrnn Bbl 60/1bHbI OHOV 13 NOROOHbIX GONE3HEN, PUCK HOCUTENLCTBA
cocrasnsieT 1 3 1, 10 ectb 100%, nockonbKy y Bac yxe uMeeTcs Aga
M3MEHEHHBIX FeHa, BbI3BaBLUMX 60/IE3Hb.

Cnefyet NOMHUTb, Y4TO CKPUHWHT HA HOCUTENLCTBO 06ECNEYMBAET BaC
HeoOX0MMON MHpOPMALVEN O PUCKE HACNe0BAHNS OJHOI U3
OMMCAHHBIX BbilLe GONIE3HEN, HO HE MOXET [1aTh TOUHbII OTBET Ha
BOMPOC, MEPENACTCS /1 OHA BalLeMy PEOEHKY.

Kak npoBoanTCS CKpUHUHT Ha
HOCHUTENBCTBO y €BPEEB AILIKEHA3U?

HeKOTOpre 3a00neBaHna Moryt ObiTb BbI3BaHbI HECKOMLKUMM N3MEHEHUAMU,
W MyTaLMSIMK, OJHOMO U TOr0 Xe rexHa. Hanpwmep, B reHe, Bbi3bIBAOLLEM
MYKOBUCLMA03, 6bino 0BHapyxeHo cabilue 1000 myTaupii. OpHako
CKPUHWHIOBbIE TECTbI CATYXaT [/151 BbIIBNIEHUS TOJIbKO Hanbonee
PacnpOCTPAHEHHbIX MyTaLWiA. B TabnmLe 2 nepeymceHbl Te MyTaLmu,
KOTOPbIE 0OHAPYXMBAIOTCS MPU CKPUHUHTOBBIX TECTAX, BbIMO/HAEMbIX
kopriopauvei Quest Diagnostics Incorporated. C noMoLLbo 3Tux TeCTOB
MOryT ObiTb HaaeHbl 95 13 100 MyTaLwil Kak 3T0 Moka3aHo B Tabnuuge 2.

Ta6nuua 2. FeHHble N3MeHeHUs, 00HapY)XeHHbIE C MOMOLLbIO
CKPUHMHT-TECTa (B NPOLIEHTax)

Konuyectso TMPOLEHTHOE
BonEestb OBHAPY)XEHHBIX ComEPKHVE (%)
MYTALWA OBHAPYXXEHHbIX
MYTALWR*
Cunppom Bnyma 1 97
Bonesnb KaHaBaHa 4 99
MykoBucuupo3 25 97
HacnepcreenHas gusaytoHomus 1 >08
Avemus Pankonu (rpynna C) 1 99
BonesHb Mayyepa 4 96
Bonesnb Humana-Muka 4 >95
BonesHb Tes-Cakca 3 up to 98

*OTHOCUTCS! TONKO K YUCTOKPOBHBIM EBPESIM AlLIKEHA3M.



CKDVMHUHT Ha HOCUTENLCTBO Y €BPEEB ALUKEHA3V NPOBOAUTCSHA
HebonbLLOM 06pa3Le kpou. Bo Bpems npoBeneHus Tecta nabopaHT
BbISICHWT, IBNSIETECH /I Bbl HOCUTENEM OJHOMO WM HECKOMbKUX 4acTo
BCTPEYAIOLLMXCS HApyLUeHWiA. Baww Bpad coobLuT nabopaHTy AaHHbIe
BaLLei COOCTBEHHON WA CEMEIAHOI UCTOPUN HACNEACTBEHHbIX
6onesHeit, KOTOpbIE MOMOTYT MPY UHTEPNPETALMM PE3YTbTATOB.
CKDVHUHT KPOBY MOXET ObiTb BLIMOMHEH HA HA/IMYME U3MEHEHHBIX FEHOB,
BbI3bIBAIOLLYX BCE OMMCAHHbIE BONE3HM UM TOMLKO OAHY U3 HUX: 3TO

Oy/IeT 3aBUCETb OT BALLEr0 PELLEHIS 1 PELLEHNS BALLIErO NapTHepa.

YTo 03HaYaeT OTPULATENbHBIN
pe3ymbTar Tecta’?

«MpepBapuTenbHbIA» PUCK HOCUTENLCTBA NMoKa3aH B Tabmue 1,
paccmaTpyBaIoLLEN Ciyyau NPOBEEHNS CKPUHMHIA Y YUCTOKPOBHBIX
€BPEEB aLLKeHa3N U Hannyme INYHON UM CEMEHON UCTOpUK
HacneaCcTBEHHbIX 3a00N1eBaHMIA. CKDUHUHT HA HOCUTENBCTBO Y EBPEEB
allkeHaav 06eCreyMBaEeT ONONHUTENBHYIO MHdOpPMALWIO, KOTOpast
M3MEHSIET KapTUHY «BEPOSITHOrO» pucka. OTpuLaTeNbHbINA pesynbTar
TeCTa 03Ha4aeT, YTo Npu 1abopaTopHbIX UCCEn0BaHMSX He Bbuin
06HapYXeHbl HUKAKWE reHHbIE MyTaLWK, BbI3bIBAIOLLME HACTIENCTBEHHbIE
3a60/1eaHus. Takm 06pa3oM, puck Nocie NPoBeneHIs TecTa
CYLLECTBEHHO HUXE, YeM [0 €ro npoBeaeHus. BeposTHOCTb poXaeH!s
60onbHOro pebeHka Takxke CHUXaeTcsl. [0CKOMbKY CKPUHUHT-TECT
06HapyXVIBaET TOMbKO Camble PacripOCTPaHEHHbIE MyTaLW FeHOB,
OTPULATENbHBIN PE3yNbTaT TECTa HE 03HAYAET, YTO Bbl HE IBNSETECH
HOCUTENEM HACNEACTBEHHbIX 3aD0NEBAHMN.



YT0 03HAYAET IOJIOKUATEIbHBIN
pe3yJibTat Tecta?

TonoXuTENbHBIN PE3YNbTaT CKPUHUHT-TECTA 03HAYAET, YTO MpU
nabopaTopHbIX UCCE0BaHUSIX Y BAC Obi 06HAPYXeHbI MyTauum 1
13 2 reHOB, TO €CTb Bbl SIBNIAETECH HOCUTENEM HACNIEACTBEHHOTO
3a6onesaHus. CywiectyeT 50%-Hasi BEPOSITHOCTb Nepeaayn
M3MEHEHHOTO reHa Balemy pedeHky. [laxe ecnv Bl Nepeaante
M3MEHEHHBIA reH CBoeMy pebeHKy, 3T0 BOBCE HE 03HAYaeT, YTO OH
3a6oneet. Bo3MoxHOCTL 3abonesanus y pebeHka 3aBuUcuT Takxe OT
TOro, IBNSIETCS /1 BaL MapTHEP HOCUTENEM TOYHO Takoro Xe
M3MEHEHHOTO reHa WM CTPAAAeT COOTBETCTBYIOLLMM 3a607EBaHNEM.

Ecm y Bawwero napTHepa oTpULATENbHbINA CKDUHUHT-TECT Ha
HOCUTE/IbCTBO, BO3MOXHOCTb POXAEHUs 60/1bHOr0 pebeHka HaMHOro
MeHbLLE, YeM MpU NONOXMTENbHOM CKPUHUHT-TECTE; TEM HE MeHee
cyLecTByeT BeposiTHOCTb 50%, unm 1/2, yTo aw pebeHok bymet
HocuTenem aToro 3a60neBaHus. ENVHCTBEHHas CUTyaLwsi, B KOTOPOi
BO3MOXHO MOSIBNIEHIE Y BAC U Y BALIEr0 napTHepa 601bHOr0
pebeHKa, - Hanyme y Ballero napTHepa PeaKoi MyTauun OJHOTO U3
reHoB, koTopasi He Oblna 0BHApyXeHa Npu CKPUHUHTE. JTa
BEPOSITHOCTb 3aBUCUT OT NMPOUCXOX/EHMS BaLLIEro NapTHepPa 1 ero
cemeiHoin uctopum Gonesteit. 3a 6onee NOAPOOHBIMM CBEAEHUSIMM
0bpalLaiiTech K CBOEMY Bpayy MM KOHCYMbTAHTY-TeHEeTHKY.

Ecqm Balw napTHep Takxe SIBISETCS HOCUTESIEM, UIMEETCS
BEPOSTHOCTb 25%, 4TO Bl pebeHoK yHacneayeT aty 6onestb. C
BEposTHOCTb 50% Y Bawero pebeHka He ByneT aToro 3abonesanus,
HO OH GyZeT HOCUTENEM U3MEHEHHOTO reHa. M HakoHeLl, CyLiecTByeT
BEPOSITHOCTb 25%, 4TO BaLl pebeHoK He ByLeT HocuTenem
M3MEHEHHOTO reHa.

Ecnm Balu napTHep 60JIeH, a Bbl IBNSETECH HOCUTENIEM, BEPOSITHOCTb
poxaeHus 6onbHoro pebeHka coctasnset 50%, wim 1k 2.
CywectyeT Takke 50%-Hasi BEPOSTHOCTb, 4TO Bawl pebeHok bynet
HocuTenem 6onesHu, Ho He 3a6oneeT cam.

TonoxuTenbHbIil Pe3yNbTaT CKPUHUHT-TECTA TAKKe 03HAYAET, YTO Apyrvie
YneHbl BaLLIEi CeMbW UMEIOT NOBBILLEHHIV PUCK OKa3aThCsl HOCUTENSIMM.

CnegnyeT NOMHUTb, PUCK, O KOTOPOM LU Peyb BbILLE, COBEPLUIEHHO
O[IMHAKOB [191 K&XZ0ro 3a4aToro Bamy U BalMM NapTHEPOM pebeHka
(To ecTb ans kaxmoi GepemeHHOCTH). KpoMe TOro, NOMHUTE, YTO
CKPUHWHI Ha HOCUTENBCTBO Y €BPEEB aLLKEHa3n AaeT CBeAeHMs
TONbKO O prCKe poxaeHus 6onbHOro pebeHka, HO He MOXET faTh
abCOMIOTHO TOYHbIE CBELEHMS O TOM, ByAET 1 XOTS BObl y 0AHOIO U3
BaLLNX [ieTeil 310 3aboneBaHme.



Kak MOXHO m1aHupOBaTh CEMBIO?

Ecnm TeCT Ha HOCUTENBCTBO AN OTPULIATENbHBIN PE3yNbTarT 1 y Bac
HeT 6/M3KUX POACTBEHHIKOB, CTPAAAIOLMX OfHOI 13 3TUX GonesHel,
Bbl MOXETE MMIAHMPOBATL CEMbIO C YBEPEHHOCTBIO, YTO Y BaLLEro
pebeHka He GyneT 3aboneBaHuit, Ha KOTOPbIE MPOBOANIICS CKPUHMHT-
TEcT. 310 CNPaBeAIMBO 1 B TEX CAyYasX, KOrfia BaLl napTHep
ABNAETCS HOCUTENEM, NOCKOMbKY NSt TOro 4To6bl peGeHoK men
OZIHO W3 3TIX 3a00NEBAHUMA, HYXHbI 1B U3MEHEHHbIX reHa. TeM He
MeHee CeayeT NOMHUTb, YTO OTCYTCTBME Y Balero pebeHka OAHOro
13 3TIX 3a60N1EBaHUN He FrapaHTVPOBaHO.

Ecnu Bbl v Baw napTHep 06a SBASIETECH HOCUTENSIMU OLHOM 1 TOV Xe
HacneCTBEHHOM 6oNne3Hwn, Bam ByaeT NoNesHo y3HaTb, KakoBbl €8
CUMMTOMbI M KaKOW yXOL, TPEDOYeTCs YenoBeky, CTpafaoLiemy Takoi
60ne3HbI0. Bl MOXETE Takke 03HAKOMUTLCS C TEMU MELVLMHCKAMM
npoLeaypamm, KOTOpble MO3BOMSKOT ONPELENUTh, YHACTEL0BAN W
elle He POXZEHHbIN pebeHok JaHHOe 3aboneBaHue. Hanpumep, npu
6uoncuu xopnoHa (CVS) obpaselt TkaHu 6epeTcs 13 nnaleHTbl
mexay 10 m 12 Hepenamu
6epeMeHHoCTH.  3aTeM
NPOBOANTCS aHaNU3 TOr0
00pas3Lia Ha Hanuure
MyTaLuil, 0BOHAPYXEHHBIX B
reHax pogureneii. Mpu
BbINOJIHEHVM JPYroi
npoLeaypbl Moz, Ha3BaHWEM
aMHMOLIEHTE3 B Nepuop, ¢
14 no 18 Hepento
6epemeHHoOCTH bepetcst
06paseL;, aMHIOTUHECKOI XMAKOCTU, KOTOpas OKPYXAeT 1 3alLuiLaeT
nnoA. 3Ta XMAKOCTb COLEPXUT KIETKU, KOTOPbIE CMbITbIE C KOXM

nnopa. 31 KneTkn NPOBEPAIOTCA HA HANN4YME U3MEHEHHbIX FeHOB,
06HapyxeHHbIX y poguTeneit. Mpn XenaHnum Bbl MOXETE Y3HaTb O
npyrux cnocobax 3a4aTiis, Takux Kak MCnosb30BaHue SiLeKneTku
NN CiepMbl IOHOPA, KOTOPbIV HABEPHSIKA HE ABASETCH HOCUTENEM
3abonesanus. HakoHew, MOXHO PacCMOTPETb BO3MOXHOCTb
YCbIHOBNIEHUS UK YO0YEPEHUS. Bau Bpay WJIM KOHCYNbTAHT-
TEHETUK pacckaxyT Bam noppobHee 060 BCEX 3TUX BapuaHTax
NJIaHNPOBAHUA CEMbK, @ TakKXe 0 CBA3AHHLIX C HAMU PUCKOM U
npeumyLLecTBaMu. 31a MHOOPMALWS MOMOXET BaM MPUHSITL
Hanbonee NpaBUbHOE PELLEHVE.



Pesrome...

CKPUVHWHI Ha HOCUTENbLCTBO y eBpeeB
awkeHasu

* OMpenensieT PUCK HOCUTENbCTBA U3MEHEHHOTO reHa, KOTOpbiii
MOXET BbI3BaTb OIHO 13 NEePeYMCNIEHHbIX 3a6071eBaHUN;

* OMPe[IENFIET CTENEHb PUCKA Nepenayi SToro reHa BaLlieMy PeOeHKY;

* OnpenenseT BePOSTHOCTb 3a60/eBaHms Ansl BaLlero pebeHka,
€CTIN CKPUHUHT-TECT 6bl1 MPOBEAEH ANt 060MX POAUTENEN.

OTpuuaTtenbHbIi pe3ynbTaT CKPUHUHI-
TecTa Oo3HayvaeT, 4YTo

* HW 0JHA W3 PACNIPOCTPAHEHHDIX FEHHbIX MyTaLMii He
0bHapyxeHa B 06pasLie BaLLeii KpoBM;

* CYLLECTBYET ropasao MeHblUasi BEPOSTHOCTb Nepefayy
M3MEHEHHOTO reHa BalleMy pedeHKy;

* B 3HAUMTENbHOI MEPe CHUXAETCS BEPOSTHOCTb POXAEHNS
6onbHoro pebeHka.

CnenyeT MOMHUTb, 4TO OTPULIATENbHBINA PE3YNbTaT CKPUHUHT-TECTA
He rapaHTUPYeT TOro, YTO Bbl HE IBMAETECH HOCUTENIEM W NO3TOMY He
MOXETE NepenaTb U3MEHEHHbI reH CBOeMy PeGeHKy.

MonoxutenbHbIn pe3ynbTaT CKPUHWUHTI-
TecTa Oo3Ha4aeT, 4To

* Bbl IBNIIETECH HOCUTENEM;
* Bbl MOXETE NepefaTb U3MEHEHHbI reH cBoemy peGeHKy;

* Y BaC MOXET poauTbCsa 6onbHoiA peﬁeHOK, €C/n Ball napTHep
TaKxe ABNgeTca Hocutenem U3MEeHEHHOro reHa, Bbi3blBaloLLEero
TO Xe 370 3ab0neBaHme.

CKpI/IHVIHF Ha HOCUTENBCTBO Y €BpeeB allikeHasn He MOXET AaTb BaM
MNOJNHYIO YBEPEHHOCTb B TOM, YTO Y Bac He poauTca peﬁeHOK C O4HUM
13 311X 3aboneBaHnii. TeM He MeHee CKPUHUHI Ha HOCUTENbCTBO
A3eT BaM BaXHYIO |/|H¢opmauvuo, KOTOpas NOMOXET BaM NPUHATb
Hanbonee npuemnemoe asis Bac u BalLen ceMbi peLieHue.



Ana nony4yeHnsa [ONONHNTENIbHBIX CBERAEHUH
nocetute Be06-y3nbl:

* ®oHp KaHaBaHa

http://www.canavanfoundation.org/index.php

* ®oHp MykoBucumnposa

http://www.cff.org/index.cfm

® ®oHA UsyyeHns AHemun ®aHKOHU

http://www.fanconi.org

® ®oHp N3yyeHun MeHeTnyecknx BonesHen

http://www.geneticdisease.org/index.html

* ®doHp UsyyeHua HacneactBeHHOW [luzayToHOMUM

http://www.familialdysautonomia.org

® HauuoHanbHbii ®oHAa Mayuepa

http://www.gaucherdisease.org

* HauvoHanbHbIi PoHa U3yyeHusa BonesHn Humaxa-NMnka

http://www.nnpdf.org

* HaumoHanbHasa Accouunauus BonesHu Tes-Cakca n
Mopo6Hbix 3a6onesaHumn

http://www.ntsad.org/index.htm
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