rE H O M EIDI Megauko-reHeTMueCKMIt LEHTP
JNabopatopus monekynspHoOM natonormm

HeunHBa3mnBHBIM NpeHATANbHbIN

AHK ckpyHuHr

Tprcommm 13. JloxHble nonoxutens
cocraensinn 0,08%, 0,15% u O

Hospital Leuven, benbrus Jour

«TPAANLMOHHBINA CKPUHWHF CHBGHMSM K
nepeoro Tpumectpa aaet PPV (nporHoctnueckyio ueH
pe3ynbtatos) MeHblue, Yem 4%. 1o osHauaert, yto Gonee 96% xeHLpH co
300POBLIM MOAOM MONYYAT BEICOKUIM PUCK ANs TPUCOMMM 2 1 No pesynbTaTam
TPAANLMOHHOTO CKPUHUHIO» i

«bonee 99% 6epemerHocTer c Tpucommert 2 1 MoryT 6biTb MBEHTUDULMPOBAHSI
npv HUMT no cpasrenuio ¢ 78,9 % BbisiBneHnsi KOMBUHUPOBAHHBIM CKPUHUHIOM

NepBOro TPUMECTPA>.

Norton ME, Jacobsson B, Swamy GK; Laurent LC, Ranzini AC,

WL RY BmiN Engl ) Med. 2’0’1,5-,372‘(17)}



ECTb MPOBJIEMA

3% OETEM POXOAKOTCS C BPOXAEHHBIMM OEDEKTAMM,
N ITA ULMPPA HE CTAHOBUTCA MEHbBLLIE

BpoxpeHHble aedekTbl: YHacToTa U NPUYMHBI

XpoMocoMHas
natonorus

HOPMA (97%)

[MpeHaTanbHble
OCIOXHEHNS

NATONOTUA (3 /°) N 5 . MoHoreHHas natonorus
4 40-60%

MynbTudakTopmanbHble
NPUYMHBI
A

HeunsBecTHble

3abonesanne Yacrora

160 CepnoBmaHOKNEToUHAs aHeMMS! 113625

140 Tesi-Cakca cuHopom 1133000

120 Mykoeuncumnaos (KucrosHeiit dprbpos) 1135000

100 PDeHunkeToHypus 1137000
80 CeHCoHeBPanbHAs TYroyXocTb 11310000
60 [anakTozemms 11310000
40 Myknonucaxapuao3s 11325000
2 I JnsocomHbie GonesHu 11340000

0 I I . . [ [—

[nuKoreHo3bl 11350 000

Ha 100 000 HoBOpOXAEHHBbIX
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Mpobnema poxaeHus AeTei C reHETMYECKOM NATONOIMEN NO-NMPEXHEMY OKTYANbHA. DTO BCETAA TpAreams Ans
CEeMbM, [OMONHUTENBHAS HArPY3KA HA OBLLECTBO M CUCTEMY 3APABOOXPAHEHMS.

Mopnepxka 6onbHOro pebeHKa MOXET OBXOAUTLCS B COTHM Thicsiy pybneit B rod, M oHa He Bcerad s¢dektmaHal

ECTb PELLUEHUE

HeunsasueHbin npeHaranbHbin [JHK ckpunmur HUTC!




HUMC ocHosaH Ha ananuse [IHK nnopa, umpkynupyiowien B KpoBu Marepm

CeKBeHMpOBCIHl/Ie

(ycTaHoBNEHWE HyKNeOoTUAHOM

nocnenoBaATENIbHOCTUM KAXA0ro
\ BbioeneHue dparmeHTa)
L BHOHK
13 KPOBU

VISAS

(I 00000000

—

AmMnnveoukaums
XPOMOCOMHbIX
$parmMeHTOB

OBPABOTKA AAHHbIX

OnpepeneHve NPUHAANEXHOCTU KaXA0ro ¢parMeHTa COOTBETCTBYOLLEN
XPOMOCOMe, MoACHET NX KoNinyecTea n CTaTUCTUYECKMI aHanm3

1 2 3 4 5 6 7 8 9 10
L | L | L | L |1 | L | L |1 |1 | L |

n 12 13 14 15 16 17 18 19 20
— ¢

LononHutenbHble dparMeHTbl
XpoMocoMmbl 21 Npu ee TPUCOMUU
y nnopa

21 22 X Y

Pasnuume B KonimyecTtse XpOMOCOMHbIX
¢$pArMeHTOB NMpu TpUcoMmum coctaenaet 2-5%

CkpwuHuHr 1 rpumecrpa unn HUMC?

OG6biuHbIN cKpUHUHT 1 TpUMecTpa HewnHBa3sMBHbLIA NPEHATANBHBIN CKPUHUHT

3 CUHOPOMA

LA )
Rk
21%

ﬂO)KHO-OTpI/ILlaTEﬂbeIX

I'm
6%

JIOKHO-MONOXMTENBHBIX
pesynbTaTtos pesynbTaTos
DT0 03HAYAET, YTO BPAYM 30 FOA «NPONYCTAT» 4 THICSYM rEHETUYECKNX
Hapyweruit, a 12 000 xeHLMH nogBeprHyTCs HEOMPABAAHHOM

MHBO3MBHOW AMATHOCTHKE — CTPECCY M PUCKY MOTEPU BEPEMEHHOCTH.

lNoyemy Bpay4u HaMpPABASIOT 6ePEMEHHbIX Ha 6UMOXMMUYECKUIA
CKPUHUHI

24 CUHPOMA

<0,1%

JI0’KHO-NONOXUTENbHbBIX

TouHOCTb

>99%

pesynbTaToB

TecT NO3BONUT TOYHO BLISIBUTL reHeTU4eCKyo NaTonoruto. rlpOI'IyI.Ll,eHHbIe
CKPUHUHTOM NEPBOro TOMMECTPA CUHOPOMbI 6y.|1yT O6H0py)KeHbl, a
HeonpasadHHbIE MHBA3UBHbIE NpoLeaypbl HE 6y,IJ,yT HA3HA4Y€eHbI.

lMoyeMmy Bpayn HaNPABAsOT 6epeMeHHbIx Ha HUTC

*  Broro TpebyloT HOPMATUBHBIE AOKYMEHTbI

MpakTKa MOKA3bIBAET, YTO MPMU POXAEHUM PebeHKa C reHeTMYecKoM
NATONOIMEN POAUTENM NPEAbSBASIOT NPETEH3MM B NEPBYIO OYepefb BPAYYy.
MHorpa 3TM npeTeHsnn B TOM, YTO OHW He MHPOPMMPOBANM XKEHLUMHY O
HQANMYMUM COBPEMEHHBIX METOLOB AMArHOCTUKM.

l[ocynapctBeHHoe  30paBOOXpaHeHMe  He  CnocobHo  obecneunts
BCeX  GEpPEeMEHHbIX ~ COBPEMEHHBIM  TEHETUYECKMM  CKPMHMHIOM.
Llens rocynapcTBeHHOro  3[PABOOXPAHEHWS COCTOMT B MONYYEHWM

CTATUCTUHECKM NPUEMITEMOTO PE3YNbTATA 34 MEHbLLNE AEHbIU.

Ons mepmupmrckon cratnctnkn 0,2% — ponyctumblii nokasatens. A ans
4 000 cemeit — ato Tpareaus |

e Ectb pekomeHaaumm npodeccuonansHoro coobuecraal

o XoTaT AaTh CBOMM NALMEHTAM Ny4iuee!

3apava
O BO3MOXHbIX

Bpa4Yd — MPOMHGOPMUPOBATL XKEHLUMUHY
puckax,

M NpeanoxXnTb AONOJIHUTENIbHbIE BO3MOXHOCTH.

OrpaHHUYEHUAX MEeTonoB

Y 6yaywmx poauteneit M X Bpayei Apyrue Lenm - 3To
npexae Bcero poxaeHue 3aoposoro pebeHka.

HUMC sdbdektmeHee ckpuunura 1 tpumectpa e 200
pas,  CTOMT TonbKo B 4 pa3da fOpPOXe.

HUMC - TMABHbIN TECT KAXXJOW BEPEMEHHOCTM!



Cungpomsl, onpegensembsie HAMNC

HUMNCT21 HUNC5 HUNC12 HUMC PacwmpeHHeiin

Cwunapom ayHa (]
CuHapom Sasapaca

Cwungpom Maray

Cwungpom TepHepa

Cunppom Knaitndenstepa
Cunapom XXX

Cuhppom Akobea

CuHapom [un Oxxopaxu
Curppom peneumnn 1p36
CHHEpOM Kowaybero kpuka
Cungpom Axrenbmana
Cwunapom Mpapepa-Bunnu
Cwunapom Bonbda-XupixopHa
Mykosucumnaos
DeHunkeToHypus
Fanakrosemus

HerpocercopHas Tyroyxocts

Onpegenenue nona nnoaa ° °

Tyroyxocts T1n 4 ¢ YBIT 1 ewe 14 ayTocoMHO-peLecCHBHBIX MyTALMIA Yy MATEPH, NO3BONSIOLME
paccyMTaTh BEPOATHOCTb BO3HUKHOBEHUS HACNEACTBEHHOro 3060HEBGHHH Y nnoaa.

KnuHunueckum onbit

Maumnentka O. 38 ner Mauuentka I. 36 ner

+ CKPVIHWHT NepBoro TpumecTpa — pUck crHapoma layHa 1:560. + CKPVIHWMHT NepBoro TpumecTpa — puck crHapoma layHa 1:690.
« Y3U B 11-12 Henenb. TBI 1,8MM, HOCOBasA KOCTb BU3yanu3npyeTca. Y31 B 11-12 Hepenb. TBI 1,7 MM, HOCOBaA KOCTb BU3yanu3npyeTca.

MaumeHTKa OTKa3blBasacb OT MHBA3VBHOW ANArHOCTUKY, el Bblil peKOMEHA0BAH MaumeHka noyunna nHGopmaLuio oT Bpaya o BosmMoxxHocTax HATC.
HWMNC, no pesynbTatam KOTOPOro obHapyxeHa Tprcomus 21. Mo pe3ynbTatam nccnesoBaHns o6Hapy»KeHa NaTonorys NoaoBbIX
MoaTBep>KaeHO MHBA3VBHO. XPOMOCOM — cHApom KnaHdenbTtepa. MoaTBep»KAeHO MHBA3NBHO.

Mauuentka M. 24 ropa Maumentka . 30 ner

+ CKpVHVHT NepBoro TprmecTa (yposeHb ropmoHa X4r 3,8MOM « CKPVHVIHT NepBoro TprMecTpa — puck cuHapoma [ayHa 1:900.

(8biE Hopubl) ypoBeHb PAPP-a 0,5MOM. + Y3 B 11-12 Hegenb. TBI 1,7 MM, HOCOBas KOCTb BU3yanusnpyeTcs.

» Puck cunppoma llayra - 1:312. MaumreHka nonyuuna nHGopMaLio OT Bpaya o0 Bo3moxxHocTsax HAMC.

* ¥3 8 11-12 Hepenb TBI 2,1Mm, HOCOBaA KOCTb BU3yanusnpyeTtca. Y Hee 06Hapy»eHO HOCUTENIbCTBO MyTaLMK B reHe MyKOBUCLUA03a.
PekomeHpoBaHO TecTUpoBaHUe cynpyra Ha myTauumu B reHe CFTR.
Pe3ynbTaTbl NOKa3anu HOCUTENbCTBO APYroOi MaTOreHHON MyTaLuu.
Prck poxpaeHusa pebeHka c natonorviein coctaBnaeT 25%.
PekomeHpoBaHa NHBa3MBHasA AUarHoCTuKa.

MauymeHTKa NponHbopMMPOBaHa BPauYOM O BOSMOXHOCTV HEMHBA3NBHOMO
npeHaTanbHoro JHK ckpuHuHra. Mo pesynbTaTtam nccnefoBaHna 06Hapy»KeH
BbICOKUI pUcK Tprucommn 21 XpOMOCOMbI.

MaTonorua noaTBepXKaeHa MHBa3UBHO.

MauvenTka B. 31 rog Maumnentka M. 36 ner

« CKPMHVHT NepBOro TpUMeCTa - pUCK cuHapoMa [layHa- 1:96. + HopmanbHble pesynbTatel ckpuhmra 1 Tprmectpa.

« MNokaszaHua kK HAMC - BO3pacTHOM PUCK XPOMOCOMHOW NaTonornum
nnopa.

« Y3/ B 11-12 Hepgenb. TBI 1,9 MM, HOCOBasA KOCTb BU3yanu3npyeTca.

MauyeHTKa obecrokoeHa pPUCKOM MHBA3MBHOW NpoLieypbl U NPUHANA peLeHne
0 HenHBa3uBHOM npeHatanbHoM [IHK ckpuHure. Mo ero pesynbTratam prck
XPOMOCOMHOW MaToNOrMn HU3KMIA. HopmasbHble pofibl — 3A0POBbIN PEGEHOK.
Ypanocb n3bexaTb HeonpasAaHHOW MHBA3UBHOW NpoLeaypbl.

AyTOCOMHbIX aHeynnom,qul He o6Hapy>KeHo, HO nonyyeH ATUMUYHBIV CUrHan
OT MOJIOBbIX XPOMOCOM, YTO HE MNO3BONUIO0 ONpeaennTb Noa nNnofa n puckn
FOHOCOMHbIX aHeyI'IJ'IOVIp,VIVL Mpy MHBa3UBHOM AnarHOCTKe ynnoga 6bina
o6Hapy>KeHa MUKpOAeneLma KOpoTKoro rnineya X XpoMoCoMbl

N MUKpOAynnnKaumAa KOPOTKOro nieya Y XpOMOCOMbI, KOTOpble
KJ'IaCCVI(I)VILI,VIpOBaHbI KaK naToreHHole.

MHOIOA BPAUYU NPEOJIATAIOT HEMHBA3UBHbIVN MPEHATAIbHbIN
OHK CKPUHWUHI TOJ1IbKO MPU MJTIOXNX MOKA3ATEJNIAX CKPUHUHT A
1 TPUMECTPA — 3TO HENPABUJIbHO!

Y 6onbluei yact1 aeteit ¢ cunapomom JlayHa 1 apyroit reHeTMHECKOM naTonorueit Guinu xopoLme nokasarenu
ckpuumura 1 tpumectpa. Kpome toro ckpuHuHr 1 Tpumectpa - 370 Tonbko 3 XPOMOCOMHBIX CUMHAHOMA.
HUMC - 310 11 xpoMocomMHbIX M 5 MOHOTEHHbIX CUHAPOMOB.

HUNC - s1o Tect gns Bcex 6epemMeHHbIX XeHLWUH!

Pacckaxure kaxaon o HAMC!

Mepmko-reHeTH4eCKMIt LIEHTP Jlabopatopus MonekynspHoi natonormu «leHomen» 8 (800) 333-45-38



