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®NOBpaua

HANPABAEHME (HOA) Ha reHeTMUyeckoe uccaepoBaHue B Aabopatoputo Genetico

Tun uccaepoBaHuA (BblbepuTe HyXHOE):

Martepuan: Hanbonee yactble HaCAEACTBEHHbIE 3aO0AeBaHUA U COCTOAHUA PP, U Apyrue ycayru: Koa ycayru:
CnuHanbHas amuotpodus Tunbl I, Il, 111, IV: nonck aeneunit B reHe SMN1 (1 uen.).
3anoaHuTe npuaoxeHune 1 | 1195-1.2
CUHAPOMAOMKOMN X-XPOMOCOMBi!.
UcenepoBaHme konmuectBa CGG-nostopoB B reHe FMR 1. 3anoaHuTe npuaoxeHue 1 O 9007-3
MoaTBepXxaatoLlee cekBeHUpoBaHUe no CaHrepy (1 myTauma A0 4-X YeAOBEK, YAEHbI OAHOM CEMbM).
HeobxoAMMO ykasaTb MyTauMio/MyTauMu. 3anoAHUTE NpUAOXeHKe 1 O 7005
Genetico. MykoB1CLMAO3
McecnepoBaHue Hanbonee vactoit mytaumm delF508 B reHe CFTR. 3anoAHUTe npuaoxeHue 1 (] 7003
MoArotoBka K 6EpEMEHHOCTH — PacLUUPEHHan NaHeAb. AHaAU3 MyTaLMi, KOTOpPble MOTYT CTaTb
NPUUUHOW TAXKEABIX U/UAU HECOBMECTUMbIX C XM3HbIO 3a60AeBaHMi Naoaa (1 yen.). O 3008b
3anoAHUTe NPUAOXKEHHE 1
MoarotoBka k 6epEMEHHOCTH — paclUMPEHHasA NaHeAb CeMbA. AHaAM3 MyTaumii, KOTOPble MOTyT
cTaTb NPUUYMHON TAXKEABLIX U/UAU HECOBMECTUMbIX C XM3HbIO 3a60AEBaHUI NAOAG 2 YeA. + O 3009b
UcenepoBanme koamyectsa CGG-noBTOpoB B reHe FMR 1 (TOABKO Xe€H.).3anoAHUTE NPUAOXEHME 1
MoarotoBka K6EPEMEHHOCTH — ONTUMaAbHasA naHeAb (MykoBrcLMA03, CMA, HelipoceHCopHasn
TyroyxocTb 1 A Tuna; 4 mytaumm). 3anoAHWUTe NpUAoXeHue 1 J | DP-3010
KpoBb CuHapoM Xuabbepa: uccrepoBaHMe NPOMoTopHOM obaactu reHa UGT1AL (1 yen.).
(BeHOSHas)c | 3aMOAHMTE npunoxeHue 1 0| 12311
3ATA AHanus noammopéduamos B reHe FSHR (Ala307Thr, Asn680Ser). 3anoAHUTe NpUAOKeEHNE 1 O] | DP-3012
MbilweyHasa AUCTPOPHUA NOACHOKOHEYHOCTHASA: MOUCK KPYMHbIX AeAeumid B reHe DYSF.
3anoAHuTe npuroxexue 1 0 3888
Femoduansa A: nccrepoBaHne MHBEPCUIM MHTPOHa 22 1M MHTPOHa 1 B reHe F8.
3anoAHuTe npuroxeHue 1 L1 | MD-4443
MoAnKKcTO3HAsA 6OAE€3Hb NOUEK: NOWCK KPYNHbIX AeAeumnit B reHe PKD1 metopom MLPA.
3anoaHuTe npuAoxeHue 1 (] 3889
CeMeiHbIe CAyYau paka MOAOUHOM XXEAE3bl/AMUHUKOB: MOMCK YacTor MyTauum ¢.5382insC B reHe
BRCA1. 3anoaHute npuaoxeHue 1 (] 7001
Pe3syc ¢paKTop, onpeaeAeHHe reHOTUNa U cTaTyca HOCUTEALCTB. 3anoAHMTE NpruAoxeHue 1
1| PD-013
BbiaeneHue AHK. 3anoaHute npuaoxenue 1 O 7004
9k30m 35 - [NOAHO3K30MHOE cekBeHMpoBaHMe AHK uenoBeka AASl MOMCKa
NPEANOAOXUTEABHO HACAEACTBEHHOTO 3aB0AEBaHWA C MHTEPNPETALMEN AQHHbIX ] | NGS-E21
(HeobxoAMMa KAMHWYECKas MHOPMaLKSA). 3anOAHUTE NPUAOXKEHUE D
9k30M 35 - [loAHO3K30MHOE cekBeHMpoBaHne AHK uenoBeka ANt CKPUHUHIA HA HOCUTEABCTBO
peLecCUBHbIX 3a60AEBaHWII C MHTEPTIPETaLMEN AQHHbBIX. 3aMOAHUTE MPUAOXEHWE 5 ] | NGS-E22
3k30M 50 - [ToAHO3K30MHOE cekBeHMpoBaHWe AHK uenroBeKa AAA MOMCKA NPEANOAOXUTEABHO
HaCAEeACTBEHHOIO 3a60AeBaHMWA C MHTEPMPeTaLMen AaHHbIX (HE0OX0AMMA KAMHUYECKast . NGS-E250
MHPOPMaUMs). 3anOAHUTE NPUAOXKEHME 5
9k30om 50 - MoAHO3K30MHOe cekBeHupoBaHue AHK yenoBeka AAT CKPUHUHIA HAQ HOCUTEABCTBO NGS-
peLeccHBHbIX 3ab0OAEBaHWI C MHTEPNPETALMEN AQHHbIX. 3aNOAHUTE MPUAOXKEHKE 5 L] E250-2
3k30M 90 - NoAHO3K30MHOE cekBeHMpoBaHUe AHK uenoBeKa AR MOUCKA MPEANONOXUTEABHO
HaCAEACTBEHHOIO 3a60A€BaHUA C UHTEPNPEeTaLnein AaHHbIX (HE0BXOAMMA KAMHUUECKas L1 INGS-E290
UHbOPMaUMS). 3anOAHUTE NPUAOXKEHUE D
9k30oM 90 - MoAHO3K30MHOE cekBeHUpoBaHUe AHK uenoBeKa AAS CKPMHMHIA HA HOCUTEABCTBO NGS-E290-
peueccuBHbIX 3a60AeBaHWI C MHTEPNPEeTaLumeln AaHHbIX. 3anoAHUTE NPUAOXKEHUE B O 2
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AaTa POXAEHUA NALUMEHT . ccueeereervee e r.
®HOBpaua
Tun uccaepoBaHUA (Bbibepute HyXHoe):
Martepuan: Hanbonee yactble HaCAEACTBEHHbIE 3a60A€BaHUA U COCTOAHUA PO 1 AP.yCAYTH: Koa ycayru:
MoAHO3K30MHOE cekBeHupoBaHue "TPUO" - ¢ nHTepnpeTaumen AQHHbIX MOAYYEHHBIX MO
pes3yAbTaTaM CEKBEHMPOBAHUSA, AAS MOMCKA NPEANOAOXKUTEABHO HACAEACTBEHHOIO NGS-105-S
3aboneBaHus. (LeHa ykasaHa 3a 3 obpasua). 3anoAHWUTE NPUAOXKEHWE 4. (]
KauHuueckas dnu-MaHenb 35, 6€3 BbiAaUM CbIPbIX AAHHbIX. 3aNOAHUTE NMPUAOXKEHUE 5
NGS-EPI35
™
KauHuueckas dnu-MaHeab 90, 6€3 BbiAauUM CbipbIX AQHHbIX. 3aMNOAHWUTE NMPUAOXKEHUE 5
NGS-EPI90
O
leHom-45 - MoAHoreHOMHOe cekBeHMpoBaHWe AHK uenoBeka ¢ MHTepnpeTaumMen AaHHbIX
CpoYHOe (He0bX0AMMa KAMHMYECKasa MHPOopMaLMst). 3anoAHUTE NPUAOXKEHWE 6 O | NGS-G21
F'eHom-90 - [ToAHOreHOMHOE cekBeHMpoBaHue AHK uenoBeka ¢ MHTEpPNpEeTaUMEN AQHHbIX, AAS NGSL-G21
KAMHUYECKMX Lienei (HeobxoaMMa KAMHMYecKas MHGopMaums). 3anoAHUTE NPUAOXKEHUE 6 (.
reHom-45-TPUO - MoaHoreHOMHOE cexkBeHnpoBaHue AHK YenoBeka ¢ HTepnpeTaumnen
AHHbIX, AAA KAMHUUYECKKX LieAel (HE0BXOAMMaE KAMHWUYECKas UHGOPMAaLIMS). 3anoAHWUTE ] |NGS-G45T
npUAOXeHHe 6
MoarotoBka K 6epemMeHHOCTH IK30M MALOC. Hanbonee NOAHBIN CKPUHUHE Ha
HaCAeACTBEHHbIE 3a60AeBaHMA HAa OCHOBE AAHHbIX MOAHO3K30MHOI0 CEKBEHMPOBAHKS, NGS-
natoc CMA, roMkas X xpomocoma (TOAbKO XeH.), BapuaHT B reHe CFTR dele2,3. | 3000b
3anoAHuUTE NpUAOXKEHUE 5
MoarotoBka k 6epeMeHHOCTU K30M NAIOC - AYaT. HanboAee MOAHbBIN CKOUHWUHT Ha HACAEACTBEHHbIE NGSP-
3ab60AeBaHUsl Ha OCHOBE AAHHbIX MOAHO3IK30MHOMO CEKBEHMPOBaHMSA, NAtoc CMA, Aomkas X 3000b
XPOMOCOMa (TOAbKO X€EH.), BapuaHT B reHe CFTR dele2,3. 3anoaHuTe npuaoxeHune 5 (.
Napad. 610K BoiaeneHne AHK 13 napaduHoBbix 6A0KOB (1 06paseLy). 3anoAHUTE NPUAOXKeEHUe 1 0 7006
CPDA* HeunHBasMBHOE onpeaeneHue pesyc-pakropa NAOAa N0 KPOBU Matepu. PN-7783
3anonHuTe npuAoxeHue 1 O
9ATA/6ykkanbH. | TECT Ha onpeAeAeHUne oTUoBCTBa. 3anoAaHuTe UC npuaoxenune 3
[ | MG-201.1
cockob/AHK

*[pun 3TOM TUNE NPOBUPOK - TPAHCNOPTUPOBKA NpK TeMnepatype oT +2°C po +8°C B TeueHue 2 CyToK.

KommeHTapum:

Bpau(

Moanucb 01716}




gl 3./, www.genetico.ru
ene “CO 88002509075

HAMNPABAEHUE (HON)
Ha XpoMocoMHbIiM MuUKkpomMaTpuuHbiit AHaan3 (XMA) B AabopaTopuio Genetico
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®WO naupnenTa:

Aata poxAeHWA nauueHTa . . r.
®UNO Bpaua

Tun uccarepoBaHUA (BblbepuTe HyXHoe):

¥ XPOMOCOMHbIA MUKPOMATPUUHbIM aHaAu3 (XMA):
Hccaeayembiii pomoco pomartp aHaav3 (XMA) Koa ycayru:
MaTtepuan:

AocTtaBka po AabopaTtopun Genetico BXOAWT B CTOMMOCTb YCAYTH
XpOMOCOMHbBIA MUKPOMATPUYHBIA aHaAU3 (MOAEKYAIPHO-TEHETUYECKUM aHaAn3 aCGH)

KpoBb (BeHO3HaA) NOCTHaTaAbHbIW (NALMEHTbI Pa3HbIX BO3PacTOB).
3ATA HeobxoanMMa KAMHMYECKas MHbOopMaUmS. O 9006
3anonnute UC npuaoxenue 1

BopcuHbl xoproHa | XPOMOCOMHbI MUKPOMAaTPUUHBINA aHaAWU3 NpeHaTaAbHbIN.
WAV @aMHWOTHYeckan | HeobxoanMa KaMHWYeckan MHGopMaLWS.

XHUAKOCTb He meHee | 3anoanute UC MpunoxeHune 1 O
5 MA (CTEPHUA. 9008
KOHTENHeP)
BopcHHbI xOoproHa XpPOMOCOMHBIA MUKPOMATPHUYHBIA aHAAU3 (MOAEKYASIPHO-TEHETUYECKMI aHaAn3 aCGH) npw |
(nAaLeHTa) nan HepasBuBatoLlencs 6epemMeHHOCTH (aBOPTUBHbIA MaTepUan).
MHOW NAOAHbIV Cpok 6epeMeHHOCTH HeAeAb

martepuan (TkaHu
napeHxumatosHbix | Heobxoanma kanHuyeckasn nHdopmaums. 3anoaHute UC npuaoxeHue 2
OpraHoB AU
MynoBHHbI MAOAA) Tarxe Heo6X0AMMO NMPeAOCTaBUTL 06pa3eL] KDOBM NMaLMEHTKN AAST UCKAIOYEHHSA

(10'20""er KOHTamMuHaumuu 06pasiia MaTepuHCKUM bromarepraom.
CTEPUAbHbIN

KOHTEWHED, p-p
0,9% NaCl)
+ KpOBb (BeH.) IATA
MaTepu

O | 9004

KoMMeHTapuu Bpaua:

Bpau( / )
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