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HANPABAEHME (HOA) Ha reHeTMueckoe uccaepoBaHue B Aabopatoputo Genetico

Aata HanpaBAeHWS « » 20 r.  Aataszabopabromartepuana « ». 20T
Tunbuomatepurana KoanuectBo
OpraHwu3aums, ropoa
®NO naumeHTa:

AaTa POXKA. NALMEHTA ..eceveeereeeerereenereenenns r.
®HOBpaua

Tun uccaepoBaHuA (BblbepuUTe HyXHOE):

Uccnepyembiii
mMartepuan: Haubonee yactble HacAeACTBEHHbIE 3aboneBaHUs U cocTosiHuA PO, U Apyrue yeayru: Koa ycayru:
CnuHanbHasa amuotpodua tunel |, 1, 11, IV: nouck aeneumnit B reHe SMNL (1 yen.).
3anonHuTe NpUAOXKEHWE 1 0| 119512
CUHAPOMAOMKOMN X-XPOMOCOMB!.
UcenepoBanme konmyectsa CGG-nostopoB B reHe FMR1. 3anoaHuTe npuaoxeHue 1 0 9007-3
MoaTBEepXAatoLwee cekBeHUpoBaHue no CaHrepy (1 mytaumsa A0 4-X YUEAOBEK, YAEHbI OAHOM
cembm). Heob6x0AMMO yKa3aTtb MyTaumio/MyTaumn. 3anoAHUTE NprUAoXeHue 1 0 7005
Genetico. MykoB1CLMAO3
MccnepoBaHne Hanbonee vacton mytaumm delF508 B reHe CFTR. 3anoAHuTe npuaoxeHue 1 0 7003
MoarotoBKa K 6€peMEHHOCTH — pacLUMPEeHHas NaHEAD. 0 3008b
AHaAM3 MyTauMi, KOTOPbIE MOTYT CTaTb MPUYMHON TAXKEABIX U/UAWM HECOBMECTUMBbIX C XXM3HbIO
3aboneBaHuUi nNAoaa (1 yen.) + UccaepoBaHme koamuvectBa CGG-noetopoB B reHe FMR1
(TOABKO X€H.). 3anoAHWUTE NPUAOXEHUE 1
MoaroTtoBka k 6epEMEHHOCTH — paclUMPeHHasA naHeAb CeMbA. AHaAM3 MyTaumii, KOTOPble MOTyT 0 3009b
cTaTb NPUUYMHON TAXKEABLIX U/UAU HECOBMECTUMbIX C XM3HbIO 3a60AEBaHUI NAOAG 2 YeA. +
UcenepoBanme koamyectea CGG-noBTOpoB B reHe FMR1 (TOAbKO XEH.).
3anoAHuTe npuAoxeHue 1
KpoBb MoarotoBKa Kk 6epemMeHHOCTH - onTUManbHas naHeAb (MykoBucLMA03, CMA,
(BeHO3Has) ¢ HelipoceHcopHas TyroyxocTb 1 A Tuna; 4 MyTaumu). 3anoAHUTE NpuAoxeHue 1 0 DP-3010
3ATA CuHApoM XXuabbepa: nccarepoBaH1e NpomMoTopHor obaact reHa UGT1AL (1 yen.).
3anoAHuTe npuroxeHue 1 U 12311
AHanus noaMmopduamos B reHe FSHR (Ala307Thr, Asn680Ser). 3anoAHuTe npuaoxeHue 1 0 DP-3012
MbilweyHasa AUCTPOPHUA NOACHOKOHEYHOCTHASA: MOUCK KPYMHbIX AeAeunid B reHe DYSF.
3anoAHuTe npuroxexue 1 0 3888
Femodpuams A: nccrepoBaHne MHBEPCUIM MHTPOHa 22 U MHTPOHa 1 B reHe F8.
3anoAHuTe npuroxexue 1 LJ | MD-4443
MoAnKKcTO3Has 60Ae3Hb NOYEK: MOWCK KPyMHbIX Aeneumnit B reHe PKD1 metopom MLPA.
3anoAHuTe npuaoxeHue 1 (] 3889
CeMeiiHble cAydau paka MOAOYHOW XXeAe3bl/ AUYHUKOB: MOUCK YacToi MyTaumu ¢.5382insC B
reHe BRCA1. 3anoaHuTe npuaoxeHne 1 (] 7001
Pesyc paktop, onpeaeAeHUe reHoTUNa U ctatyca HOCUTEALCTB. 3anoAHUTE NpUAOXKeHKe 1
| PD-013
BbipeneHne AHK. 3anoanute npuaoxerue 1 O 7004
9k30m 35 - [OAHO3K30MHOE cekBeHMpoBaHMe AHK uenoBeka An MOMCKa
NPEANOAOXUTEABHO HACAEACTBEHHOIO 3a60AEBAHWSA C MHTEPMNPETALIMEN AAHHbIX | NGS-E21
(HeobxoAMMa KAMHWYECKas MHGOPMaLMSA). 3anOAHUTE NPUAOXKEHUE D
9k30M 35 - [loAHO3K30MHOE cekBeHpoBaHne AHK uenoBeKka ANt CKPUHUMHTA Ha
HOCUTEABCTBO PeLLeCCHBHbIX 3a60AeBaHUit C MHTEPTIPETaLMe AQHHDIX. (. NGS-E22
3anoAHWTE NpUAOXeEHKE 5
3k30M 50 - [ToAHO3K30MHOE cekBeHMpoBaHne AHK ueroBeKa AN MOMCKa NPEANOAOXUTEABHO
HaCAEACTBEHHOro 3a60AeBaHMA C MHTEpNpeTaumen AaHHbIX (HE0OX0AMMA KAMHUYECKast [J | NGSE250
nHGopMauma). 3anoAHUTE MPUAOXKEHHE 5
9k30M 50 - NMoAHO3K30MHOE cekBeHMpoBaHe AHK yenoBeKa AN CKPUHKMHIA Ha ] | NGS-E250-2
HOCUTEALCTBO PELIECCUBHbBIX 3aB0AEBaHUI C UHTEPMPETALMEN AQHHBIX. 3aMOAHUTE
NPUAOXKEHHNE 5




gl o www.genetico.ru
ene E/CO 8800 25090 75

HAMPABAEHMUE (OA) Ha reHeTMUeckoe uccaepoBaHmne B nabopatopuio Genetico
AataHanpaBAEHMS « » 20 r.  Aatasabopabromatepuana « ». 20_ .
Tunbuomatepuana KoanuectBo
OpraHu3aums, ropoa
®NO naumeHTa:
AaTa POXKA. MAUMEHTA ...vevrurerirerrreeereesaens r.
®HOBpaua

Tun uccaepoBaHUA (Bbibepute HyXHoe):

HUccaepyeMblii Haunbonee uyactble HacAeACTBEHHbIE 3aboAeBaHUA U cOCTOAHUA PO,
marepuan: W APYrue yCAyru: Koa yeayru:

3k3om 90 - MMoAHO3K30MHOe cekBeHMpoBaHMe AHK uenoBeka AAA MOUCKaA O
MPEANOAOXUTEABHO HACAEACTBEHHOIO 3a60AEBaHUA C MHTEPRPETaLMEN AGHHbIX NGS-E290
(HeobxoAMMa KAMHUYECKasa MHGOPMaLMSA). 3anOAHUTE NPUAOXKEHHUE 5

3k30M 90 - [NoAHO3K30MHOE cekBeHMpoBaHWe AHK yenoBeKa AN CKPUHWMHIA Ha O
HOCUTEAbCTBO PELIECCUBHbIX 3a060AEBAHUI C MHTEpNpeTaUMen AaHHbIX. 3anoAHUTE NGS-E290-2
npuAoxeHue 5

MNoAHO3K30MHOE cekBeHupoBaHue "TPUO" - ¢ MHTepnpeTaumen AaHHbIX MOAYYEHHbIX MO

KpoBb pe3yAbTaTaM CEKBEHWPOBAHUSA, AASI OUCKA MPEANOAOXUTEABHO HACAEACTBEHHOIO 1| NGS-105-S
(BeHoaHas!) ¢ 3aboneBaHus. (LleHa ykasaHa 3a 3 obpasua). 3anoAHUTE NPUAOXKEHKE 4.
JATA leHom-45 - MoAHOreHoMHoe cekBeHMpoBaHue AHK uenoBeka ¢ MHTepnpeTaumMen AaHHbIX O

NGS-G21

CpouHoe (HeobXoANMa KAMHUUECKan MHGOPMALIMA). 3aMNOAHWTE NPUAOXKEHWE 6

leHom-90 - MoAHoreHoMHoe cekBeHMpoBaHue AHK ueroBeka ¢ MHTepnpeTaumMein AaHHbIX, O
AN KAMHUUYECKMX Lienel (HeobxoAMMa KAMHUUeCKas MHbopmaumsa). 3anoAHuTe NGSL-G21
NpPUAOXEHUE 6

eHom-45-TPUO - MoaHoreHoMHoE cekBeHnpoBaHmie AHK YenoBeka ¢ HTepnpeTaumnen
AQHHbIX, AAST KAMHUYECKMX Leneit (HeobxoAMMa KAMHMYECKasa MHGopMaLms). L1 | NGS-G45T
3anoAHUTE MPUAOXKEHUE B

MoarotoBKa K 6epeMeHHOCTH DK30M MAKOC.

Hanbonee NoAHbI CKPUHUHI Ha HACAEACTBEHHbIE HACAEACTBEHHbIE 3ab0AeBaHUA Ha 7 | NGS-3000b
OCHOBE AQHHbIX MOAHO3K30MHOIO CEKBEHMPOBaHUSA, NAatoc CMA, nomkasa X
XPOMOCOMa (TOAbKO XeH.), BapuaHT B reHe CFTR dele2,3. 3anoAHuTe npuaoxeHne 5

MoArotoBKa K 6epeMeHHOCTU 3K30M NAIOC - AYaT.

Hanbonee noAHbIN CKPUHUHI Ha HaCAEACTBEHHbIE 3ab60AeBaHUSi HA OCHOBE A@HHbIX 1 INGSP-3000b
NOAHO3K30MHOIo CEKBEHMPOBAHUA, NMAKOC CMA, nomkas

X Xxpomocoma (TOAbKO XeH.), BapuaHT B reHe CFTR dele2,3. 3anoaHuTe npuaoxeHue 5
Napad. 6A0K BoiaeneHne AHK 13 napadrHoBbIx 6A0K0B (1 06pasel). 3anoAHUTe NpUAOxKeHHe 1 .

7006
CPDA* HeunHBasnBHOE onpeaeAeHre pesyc-pakropa NA0AA MO KPOBU MaTepu. O PN-778a
3anonHuTe npuaoxeHne 1
OATA/6yKKaABH. Tect Ha onpeaeneHue oTUOBCTBa. 3anoAHuTe NUC npuaoxeHne 3 | MG-201.1
cockob/AHK bt
*[pun 3TOM TUNE NPOBUPOK - TPAHCNOPTUPOBKA NpK TeMnepatype oT +2°C po +8°C B TeueHue 2 CyToK.
KommeHTapuu:
Bpau( / )

Moanucb (01716}



www.genetico.ru
8800 25090 75

Geénetico

HAMNPABAEHHUE (FON)
Ha XpoMoCOMHbI MukpomaTpuuHbii AHaau3 (XMA) B AabopaTtoputo Genetico
Aata HanpaBAEHMS « » 20 r. Aartasabopabuomarepuana « ». .20 r.
TunbuomaTtepuana KoanuectBo

OpraHu3aums, ropoa

®WO naupnenTa:

Aata poxAeHWA nauueHTa . . r.
®UNO Bpaua

Tun uccarepoBaHUA (BblbepuTe HyXHoe):

HccaeayeMbilin XpOMOCOMHbI MMKPOMATPUUHbIM aHaAn3 (XMA)*: Koa ycayru:
MaTepuan:
XpOMOCOMHbBIA MUKPOMATPUYHBIA aHaAU3 (MOAEKYASIPHO-TEHETUYECKUI aHaAn3 aCGH)
KpoBb (BeHO3HaA) NOCTHaTaAbHbIM (MAUMEHTbI Pa3HbIX BO3PaCTOB).
SATA HeobxoaMMa KAMHMYECKasi UHGOPMaLUMS. 0 9006
3anoaHute UC npunoxenue 1
BopcuHbl xoproHa XPOMOCOMHbI MUKPOMATPUUHbI aHAAU3 NpeHaTaAbHbIN.
WAM aMHUOTHUECKasA | Heobxoanma KAMHUYecKasa MHGopMaLums.
XMAKOCTb He MeHee | 3anoaHute UC MpuroxeHue 1 O 9008
5 MA (CTEPHUA.
KOHTENHED)
BopcuHbI xoproHa XPOMOCOMHbIA MUKPOMATPUUHLIMA aHAAU3 (MOAEKYASIPHO-TEHETUYECKNI aHaAn3 aCGH) npu |
(nAaLeHTa) UAn HepasBuBatolLlenca bepeMeHHOCTH (aBOPTUBHBINA MaTepuan).
WMHOW NAOAHbIV Cpok 6epemeHHOCTH HeAeAb
mMatepuan (TkaHu
napeHxumaTtosHbix | Heobxoanma kanHuyeckasn uHdopmaums. 3anonHute UC npuaoxeHue 2
OpraHoB AU
nynoB1HbI MAOAG) Tarxe Heo6X0AMMO NMPeAOCTaBUTL 06pa3eL] KDOBM NMaLMEHTKN AAST UCKAIOYEHHSA O | 9004
(10‘20"”’_ KOHTaMMHauun 06pa3Lia MaTepUHCKUM Buomatepuanom.
CTEPUABHbIV
KOHTEWHED, p-p
0,9% NaCl)
+ KpOBb (BeH.) IATA
marepu

KommeHTapuu Bpava:

*(AocTtaBka A0 AabopaTopun Genetico BXOAWT B CTOMMOCTb
YCAYTH)

Bpau(

[Moanucb
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