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Tun 6Buomatepuana Konunuectso

OpraHusaumsa, ropos,

®UNO naymeHTa:
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®UO Bpaya

Tun ucchepoBaHusa (Bbibepute HyXKHoe):

WUccnenyembiit Haunbonee yactble HacneacTBeHHble 3abonesaHunA U coctoaHnAa PO, u Komvemim
matepuan: Apyrue ycnyru: Ay
CnuHanbHasa amuoTtpoduma Tunoi |, 11, 111, IV: nouck geneuuii B reHe SMIN1 (1 ven.).
3anonHuTe npunoxeHue 1 D 1195-1.2
CuHApOoM nomKoM X-xpomocombl. MiccnegoBaHue konndectsa CGG-nosTopos B reHe FMR1. D
3anonHuTe NnpunoxkeHve 1 9007-3
MNoaTBepiaatowee cekBeHMpoBaHUe no CaHrepy (1 myTaums Ao 4-x YenoBek, YNeHbl O4HOM D
cembu). HeobX04MMO yKaszaTb MyTauuio/myTaumm. 3anoaHuTe npuaoxkeHve 1 7005
Genetico. MyKoBucumna,03: ucciegoBaHue Hanbonee yactoit mytaumm delF508 B reHe CFTR.
3anonHuTe npunoxexue 1 D 7003
MoparoTtoBKa K 6epeMeHHOCTU — pacluMpeHHan naHenb. AHAaNN3 MyTaLMi, KOTOPbIE MOTYT CTaTb
NPUYUHOMN TAMKENbIX U/UAN HECOBMECTUMbIX C }M3Hblo 3a6onesaHuii nnoga (1 yen.) + D 3008b
UccneposaHue KonmyectBa CGG-noBTopoB B reHe FIMIR1 (TONIbKO *KeH.). 3anonHuTe npuaoxeHue 1
MoaroTroBka K 6epemeHHOCTU — pacluMpeHHan naHenb Cemba. AHaIM3 MyTaLWiA, KOTOpble MoryT
CTaTb MPUUNHON TAXKENbIX U/UAN HECOBMECTUMBIX C KM3HbIO 3a601eBaHKit nnoaa 2 yen. D 3009b
+ Uccneposanue konmyectsa CGG-nosTopos B reHe FMR1 (TONIbKO »eH.). 3anonHuTe npunoxkexHue 1
Kposb MNoarotoBKa K 6epemeHHOCTU — oNnTUManbHaa naHenb (Mykosucumnaos, CMA, HelipoceHcopHas D
(BeHO3HaA) ¢ Tyroyxoctb 1 A Tuna; 4 myTaumm). 3anonHuTe npuaokeHue 1 DP-3010
3ATA CuHgpom ¥Munbbepa: nccnegosaHue NnpoMoTopHon obnactm reHa UGT1A1 (1 yen.). D
3anonHuTe npunoxexune 1 1231-1
AHanus nonumopodusmos B reHe FSHR (Ala307Thr, Asn680Ser). 3anonHuTe npunoskexHue 1 D 0p.3012
MbiweyHaa aAucTpodura NOACHOKOHEUYHOCTHAA: NOUCK KPYMNHbIX Aeneunii 8 reHe DYSF. D
3anonHuTe npunoxexue 1 3888
Femodunua A: nccnegoBaHme MHBEPCUIA MHTPOHA 22 U MHTPOHa 1 B reHe F8.
3anonHuTe npuoxexune 1 D MD-4443
MonukucrosHas 6one3Hb NOYEK: NOUCK KPYMHbIX Aeneunin B reHe PKD1 metogom MLPA. D
3anosiHuTe npunoxexue 1 3889
CemeliHble cyyau paka MOIOYHOM XKene3bl/AUYHUKOB: NOUCK YacTol myTaumm c.5382insC B reHe D
BRCAL. 3anonHuTte npunoxenue 1 7001
Pesyc ¢paKrop, onpeaeneHme reHoTUNA M CTaTyca HOCUTENbCTB.
3anonHuTe npunoxexune 1 D PD-013
Bbigenenune AHK. 3anonHute npunoxenune 1 D
7004
9k3om 35 - MonHoak3omHoe cekBeHunposaHue [HK yenoseka Ana noncka NnpeanonoKUTENbHO D
HacneACTBEHHOrO 3ab601eBaHMA C MHTepNpeTaLumei JaHHbIX (HeobxoaAuma KarHUYecKas MHGopmaLms) NGS-E21
3k30om 35 - MonHo3K30MHOoe cekBeHnpoBaHue JHK yenoBeka An1A CKPUHUHIA HA HOCUTENIbCTBO D
peLieccMBHbIX 3ab601eBaHUI ¢ MHTepnpeTaumen AaHHbIX NGS-E22
9k30m 50 - NMonHo3K30MHOe cekBeHMpoBaHue [JHK yenoseka Ana NoMCKa NpeanonoxuTeNbHO
HacneacTBEHHOro 3a60/1eBaHMA C UHTepnpeTaumeit AaHHbIX (Heobxoarma KanHudeckas nHdopmauma) D NGS-E250
3k3om 50 - MonHo3K30MHOe cekBeHnpoBaHue JHK yenoBeka oA CKPUHUHIA HAa HOCUTENIbCTBO D
peLeccuBHbIX 3aboneBaHuii ¢ MHTEpRpeTaumelt AaHHbIX NGS-E250-2
3k3om 90 - MonHo3K30MHOe cekBeHnpoBaHue [JHK yenoBeka 1A Nomcka npesnonoXKnTesibHo D
HacneaCcTBEHHOro 3aboneBaHMA C HTepnpeTaLmel AaHHbIX (Heobxoarma KanHuYeckas nHbopmaumsa) NGS-E290
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Tun ucchepoBaHusa (Bbibepute HyXKHoe):

Uccnepyembiit | Hanbonee yactble HacneacTBeHHble 3aboneBaHunA U coctoaHua PP, u ‘
o ycnyru:
matepunan: apyrue ycnyru:
3k3om 90 - MonHO3K30MHOe cekBeHnpoBaHue JHK yenoseka o1s CKPUHUHIA HAa HOCUTEIbCTBO D
peLeccMBHbIX 3ab601€BaHMI ¢ UHTepNpeTaLmen AaHHbIX NGS-E290-2
NonHo3k3omHoe cekBeHuposaHue "TPUO" - c MHTepnpeTaumeit AaHHbIX NONYYEHHbIX MO
pesynbTaTam CEKBEHWPOBaHMA, A1 MOUCKA NPEANO/IOKUTENbHO HAaCNeACTBEHHOrO 3ab0n1eBaHuA. D
(LleHa yka3aHa 3a 3 obpasua). NGS-105-S
FeHOM-45 - MonHOreHoMHoe cekBeHupoBaHue [HK yenoBeKa c MHTepnpeTaLmeit 4aHHbIX CPOYHOEe D
(HeobxoaMMma KAMHUYeCKan MHGopmaLmn) NGS-G21
FeHom-90 - MonHoreHoMHoe cekBeHMpoBaHue [HK yenoBeKa c MHTeprpeTaumen 4aHHbIX, 418 D
Kposb KAMHUYECKUX Lieneit (HeobxoamMma KanHUYeckan HbopmaLms) NGSL-G21
(senHo3Han) ¢ FeHom-45-TPUO - MonHoreHoMHoe cekBeHnposaHue [IHK yesoseka ¢ MHTepnpeTauumen gaHHbIX, D
3ATA ONA KNMHUYECKMX Lienel (Heobxoamma KanHudeckas nHdopmaums) NGS-G45T
MNoaroTtoBKa K 6epemeHHOCTU IK30M natoc Hanbonee NONMHbLIN CKPUHUHT Ha HAaCNeACTBEHHbIe
HacneacTBeHHble 3a60/1eBaHUA Ha OCHOBE AAHHbIX NMOJIHO3K30MHOTO CEKBEHMpPOBaHUsA, natoc CMA, D
NIOMKasA X XpoMOoCcoMa (TO/IbKO XeH.), BapuaHT B reHe CFTR dele2,3. NGS-3000b
MoparotoBka K 6epemeHHOCTU IK30M NAIOC - AYIT Hanbonee NoAHbIN CKPUHUHE Ha HaCNeACTBEHHbIE
3a60/1€BaHMA Ha OCHOBE AA@HHbIX MOJIHO3K30MHOIO CeKBEeHMpPoBaHuA, natoc CMA, nomkas D
X Xpomocoma (TONIbKO KeH.), BapuaHT B reHe CFTR dele2,3. NGSP-3000b
Napa¢. 610K Bbiaenenue [ HK u3 napadpuHosbix 610KoB (1 obpasel). 3anonHUTe NnpuaoxKeHune 1 D 2006
o HeunsasusHoe onpepeneHue pesyc-paktopa nioaa no KPOBU maTepu.
CPDA PN-778
3anonHuTe npunoxexue 1 -778a
3ATA/6ykKkanbH. | TecT Ha onpepeneHue OTUOBCTBA. 3anosHuTe UC npunoskeHve 3 D
cocko6/AHK MG-201.1

*Mpwu 3TOM THNE NPOBMPOK - TPAHCNOPTUPOBKA NPKU KOMHATHOM TemnepaTtype (o1 +18°C a0 +25°C) B TeYeHue 2 CyTOK.

KommeHTapuu:

Bpau ( )
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HAMPABJIEHUE (KON)
Ha XpomocomHbi MuKkpomaTtpuuHblii AHanus (XMA) s nabopatopuio Genetico

[aTta HanpaBneHua « » 20 r. [arta3abopa bnomatepuana « ». .20 T

Tun 6Buomatepuana

Konunuectso

OpraHusaumsa, ropos,

®NO naymeHTa:

[aTa poXKaeHus naumeHTa . . r.

®UO Bpava

Tun uccnepoBaHua (BbibepuTte HyXKHoe):

Uccnepyembli matepuan:

XpPOMOCOMHbIA MUKPOMATPUUHbINA aHanu3 (XMA)*:

Kog ycnyru:

KpoBb (BeHO3Has)
3ATA

XPOMOCOMHbIA MUKPOMATPUUHDbIA aHANIU3 (MOIEKYNAPHO-TEHETUYECKUIA
aHanm3 aCGH) nocTHaTaNbHbIM (NaumeHTbl pasHbIX BO3PacTos).
Heobxo0uma KnauHuveckas uHgopmayus.

3anoaHume UC npunoxceHue 1

D 9006

BOpCKHbI XOpMOHa MUK
aMHMOTMYECKan KUAKOCTb
He meHee 5 mn (cTepwma.
KOHTelHep)

XPOMOCOMHbIA MUKPOMATPUYHbIA aHANU3 NPEHATa/IbHbIN.
Heobxo0uma KnuHuveckas uHgopmayus.
3anoaHume UC lNpunoxceHue 1

D 9008

BopcuHbI XOpMoHa
(nnaueHTa) MAn nHoM
NAOAHbLIA MaTepuan

(TKaHM MapeHXMMaTO3HbIX
OpPraHoB WM NyMNOBUHbI
nnoaa) (10-20mr,

XPOMOCOMHbBIN MUKPOMATPUUHDBIA aHA/IU3 (MONEKYIAPHO-TEHETUYECKUI
aHanun3 aCGH) npu Hepa3BmMBaloLLLENCS 6epeMEeHHOCTU (aBOPTUBHBDIN
maTepuan).

CpoK 6bepemeHHOCTM _____ Hepgenb

Heobxoduma KnuHu4vecKasa uHgopmayus.

D 9004

CTEPUNbHbIN KOHTENHED,
p-p 0,9% NaCl)
+ KpoBb (BeH.) 3A4TA
martepu

3anonHume UC npunoxceHue 2

Takxce Heobxo0umo npedocmasums obpasey, Kposu nayueHmMKuU 011
UCK/MI0YeHUA KOHMamuHayuu obpasya mamepuHcKum 6uomamepuasnom.

*([ocTaBKka o nabopatopum Genetico BXOAWUT B CTOMMOCTb YCAyru)

KommeHTapuun Bpava:

Bpau ( / )

[ol7]6)

Moagnuco
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