Q Kaxkabl N3 HaC MOXKeT ABNATbCA .
HOCUTENIEM MyTaLNii MNouemy BbiGUpatoT Genetico?

[axke ecnu B cembe He OblSI0 HaCeACTBEHHDbIX CoBpemeHHOe 060pyaoOBaHNe:
3a0051eBaHNI, FeHETUYECKNI TECT BaXKeH - NextSeq 550 lllumina
npw NIaHNPOBAHNN CEMbU. - Novaseq 6000 Illumina
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CnuHAbHAA MbIWEYHAS ampopus 803HUKAEM v Renaem aHanus
. B PEKOPAHO KOPOTKME
y 1u36000-10 000 HOBOPOXOEHHBIX. CppOKI/I P P

lMpumepHo 1 u3 30 Yes108eK A8/19emcs 300P08bIM
Hocumenem CMA.

Mykosucyudo3 scmpevaemca npumMepHo
y 1u35000. 1 u3 25 yenosek a81demcsa Hocumesem 1 800
Mymauyuu u Moxem He 3Hame 06 5mom.

reHeTUyecKmnx
—— 3aboneBaHui
CuHOpom s1oMKOU X-XpOMOCOMbI 803HUKAem f ] MO>XHO NMpPoBePUTb
y 1 u3 4 000 Manbyukos. B XOAe aHann3a
1 U3 249 XXeHWUH s819emcs HocumesibHuUyeu
npemymayuu: y Hux 3a6osieeaHue He 803Hukaem, BapuaHTtbl «9K30M +» n «<dK30M + JYIT»
HO MOXem noAasumscAa y ux demedl. [NA OfAHOro 1y oboux poanTenei.

MponaAa reHeTMyecKkoe TeCTUpPOBaHNe

6yaylme poguTenn MoryT y3HaTb, % 8 (800) 250 90 75

ABMSTCA I OHU CKPbITBIMY HOCUTENAMU
MyTaLU B OQHUX U TEX Ke reHax

3BOHOK Mo Poccum 6ecnnatHbin

Ecnu Bbl 3HaeTe, YTO Bbl UK BaLl Cynpyr - HOCUTeNn |=i Www.genetico.ru I—l 6

MyTauunn, TO Bpay-reHeTUK N COBpeMeHHbIE O'D'rOTOBKa K epeMeH HOCTW:
MeANUNHCKNE TEXHONOTNN NOMOTYT Bam OU-eHVl‘Tb MoproToeka K6epf.‘MeHHOcTVI «K30M +» «3 K3OM +» U «3K3OM + nyaT»
reHeTMyYecKmne PUCKM i POANTb 30POBOI0 pe6eHKa. Hanbonee NosHbIN CKPUHUHF Ha HacneaCTBeHHble 3a60n1eBaHNA Ha OCHOBe

JlaHHbIX MOMIHO3K30MHOTO CeKBeHMpoBaHuA, natoc CMA,
nloMKas X XpoMocoma (TonbKo »keH.), BapuaHT B reHe CFTR dele2,3.



«9K30M +» - CaMOe MOJIHOe NCCNefoBaHne
INA NNaHMpPYyoLWnx 6epeMeHHOCTb, MPOBOAMMOe
KomMmnaHuen Genetico.

B xope nccnegoBaHma Mbl MpOBEpPAEM reHbl,
oTBevalLme 3a bonee yem 1 800 N3BECTHbIX
reHeTnYecKmx 3aboneBaHunii yenoBeka,
NCMONb3yA MeTof CEKBEHMPOBaHNA

HoBoro nokonenusa (NGS).

Kpome a1oro, B rccnefioBaHve BKIIOYEHO
HEeCKOJbKO JOMONHNUTENIbHbIX METOAVK [/ MONCKa
TPEX YaCTbIX HAPYLLEHWIA, KOTOPbIE He BbIABNAIOTCA
meTtogomM NGS. 3To aHanm3 Ha CNHaNbHYO
MblLLEYHYI0 aTPOodKI0, TOMKYIO X-XPOMOCOMY

(y »eHwwmH), a TakKe BapuaHT dele2,3 B reHe CFTR.
Takum 06pazom, 3To NccefoBaHye BKOYaeT

Kak caMble yacTble reHeTUu4eckre 3abonesaHus,

Tak 1 6onee penkune.

[ocne TOro, Kak Bbl 1 Ball Cynpyr

npowaeTe CKPUHMUHE Ha HOCUTENbCTBO

MyTaL MM, CBA3AHHbBIX C BbICOKMM
PUCKOM HaceaCcTBEHHbIX 3abone-
BaHWI y OeTe, Bpay CMOXET
YTOUHUTB VIMEIOLMECH PUCKMN

1N NPU HeOOXOANMOCTU NPEaNOKNTb
CMOCOObI VX CHUMKEHWS.

CoBpeMeHHasa MeauLHa MOXET NoMoYb
CEMENHbIM MapaM CHU3UTb PUCKM
pokaeHusi pebeHka

C HacneacTBeHHON

naTosiornen.

OTEL MATb
(HocuTenb) (HocuTennb)
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310POBbIE HOCUTEJIN (reTepo3urotbl) BOJIbHbIE

He ncknioyeHo, uto o6a napTHepa,
nAaHVpyoLWnX 6epemMeHHOCTb, ABAAIOTCA
CKPbITBIMY HOCUTENSIMU MyTaL{nK,
BbI3bIBaOLLEN HACIeCTBEHHbIE
3aboneBaHus.

m Onsa cnpasku:

Ecnu Hocumenamu Mymayuu e O0OHOM 2eHe AB/IAMCs

06a pooumeris, puck poxoeHus pebEéHKa ¢ HaceocmeeH-

HolU namoJioaueli 8 makou cemMbe cocmassisem 25%.

OCHOBHOW MeTOf, KOTOPbIV Mbl UCNOSIb3yeM
B CCNefoBaHNN «DK30M +» - BbICOKO-
Npon3BoANTENIbHOE NOSIHO3K30MHOEe
CEKBEHMPOBaHME HOBOIO MOKOIeHWA
(NGS).

MIMeHHO BbICOKOMPOW3BOAUTESIbHOE MOJHO-
5K30MHOE CEKBEHMPOBaHe No3BoseT
O[IHOBPEMEHHO MCCe0BaTb MHOXECTBO
reHOB 1 TOYHO OBHAPYKUTb BaPUAHTBI,
npueogALLMe K Pa3BUTUNIO HACeACTBEHHbIX
3aboneBaHui.

KppEDeR
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Kak npoxoaut nccnegoBaHue?

B neHb caauv aHanu3a He pekoMeHayeTCs
€CTb XMPHYIO NKLLy.

[na aHanm3a 6epeTtcs KPoBb 13 BEHDI.

Pe3ynbTtaTbl aHan13a Bbl nosyyaete

Mo 371eKTPOHHO NoYTe, NP HEOOXOANMOCTH
NPUXOAUTE Ha KOHCY/bTaLMo

K Bpauy-reHeTuKy.



