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HAMPABAEHUE (FOA) Ha reHeTUUeckoe UcCAepoBaHUe B Aabopatoputo Genetico

AataHanpaBAeHUS « » 20 r.  Aatasabopabromarepmnana « ». 20 T

Tun6uomatepuana KoanuecTtso
OpraHu3aums, ropoa
®UO naumneHTa:

NATa POXKA. MALUMEHTE «eeverererecrrrererererererenns r.

®NOBpaua

Tun nccaepoBaHus (Bbibepute HyxHoe):

Marepuan: Hanbonee yactble HacAeACTBEeHHbIE 3aboaeBaHUA U cocTosiHUA PD, U Apyrue yCeayru: Koa ycayru:
CnuHanbHas amuotpodus tunel I, 11, I, IV: nouck aeneumii B reHe SMNL (1 uea.). 3anoAHuTe NpUAoxeHHe 1 [ 1195-1.2
CUHAPOMAOMKOW X-XpoMOCOMbl. MiccaepoBaHne koandyectBa CGG-nostopoB BreHeFMR1. 3anoAHuTe npuaoxeHue 1 [ 90073
MoaTBEpXAatoLLee cekBeHWpoBaHKe Mo CaHrepy (1 mytauma A0 4-X YEAOBEK, YAEHbI OAHOM ceMbK). HeobxoarMo
yKasaTb MyTauuo/MyTaumu. 3anoAHUTE NPUAOXKEHKE 1 L 7005
Genetico. MykoBUCLMAO3. UccaepoBaHue Hanbonee yactoin myTaummn delF508 B reHe CFTR. 3anoAHUTE NPUAOXKEHHUE
1 — 7003
MoarotoBka kK 6epeMeHHOCTH - KOMMNAEKCHanA naHeAb (+remopuansl, FMR1) AHaAU3 MyTaLMWI, CBSI3aHHbIX C Pa3BUTUEM
28 HacAeACTBEHHbIX 3aboAaeBaHWi (B T.4. MyKOBUCLIMAO3, FeMODUAUS, AOMKas X XPOMOCOMa (TOAbKO XEH.) U Ap.). [ 3011b
3anonHuTe npuaoxeHue 1
MoarotoBka kK 6€peMeHHOCTU - KOMNAEKCHas aHeAb CeMbsl AHaAW3 MyTaLWi, CBA3AHHbIX C pa3BUTUeM 28
HaCAEACTBEHHbIX 3a60AEBaHWI (B T.U. MYKOBUCLMAO3, FeMOOUAUS, AOMKas X XPOMOCOMa (TOABLKO XEH.) U ApP.) 2 UeA. [ 3010b
3anonHuTe npuaoxeHue 1
MoarotoBka kK 6epeMEHHOCTU — paclUMpPeHHan NaHeAb. AHAaAU3 MyTaLMiA, KOTOPbIE MOTYT CTaTb MPUUMHOM THXEABIX —

W/WAU HECOBMECTUMbIX C XM3HbLO 3aboAeBaHui naoaa (1 uen.). 3anoAHUTe npuAoxeHue 1 3008b

KpoBb MoaroToBKa K 6epeMeHHOCTH - pacLUMpeHHasa NnaHeAb CeMbsl. AHaAU3 MyTaLWi, KOTOPbIE MOTYT CTaTb MPUUMHOM TSKEABIX

(BeHO3Has) | W/VAM HECOBMECTUMBIX C XN3HBIO 3aboneBaHUI NAOAA 2 UeA. + UccaepoBaHne kKoandecTBa CGG-NOBTOPOB B reHe [ 3009b

¢ IATA FMRZ1 (TOAbKO XeH.). 3anoAHuUTE NpUAOXeHue 1
MoarotoBKa K6epeMEHHOCTH - ONTUMaAbHasA NaHeAb (MykoBuUcLUMA03, CMA, HellpoceHcopHas TyroyxocTb 1 A Tmna;

4 myTaumu). 3anoAHuTe NpuaoxeHue 1 [ DP-3010
CuHapom Xuabbepa: ncecrepoBaHne NPoMoTopHOM o6aacTi reHa UGT1AL (1 yen.). 3anoAHuTe npuaoxeHue 1 [ 12311
AHaAu3 noammopduamoB B reHe FSHR (Ala307Thr, Asn680Ser). 3anoAHWUTe NpuaoxeHue 1 [ DP-3012
MblweyHan AUCTPOPUS MOACHOKOHEUHOCTHARA: NOUCK KPYMHbIX AeAeumnit B reHe DYSF. 3anoaHuTe npuaoxeHue 1 — 3888
Femoduamna A: nccrepoBaHne MHBEPCUIM MHTPOHA 22 U MHTPOHAa 1 B reHe F8. 3anoAHute npuaoxenue 1 [ MD-4443
MoAnkKcTO3Has 6OAE3Hb MOYEK: NMOUCK KPYMHbIX Aeneunit B reHe PKD1 meToaom MLPA. 3anoAHuTe npuaoxeHune 1 — 3889
CemeiHble cAyuam paka MOAOUHOMKEAE3bl/AMUHMKOB: MOMCK YacTon MyTaumnm ¢.5382insC B reHe BRCAL. Mpuroxenne 1 | [ 7001
Pesyc dakTtop, onpeaeAeHUe reHOTHNa 1 CTatyca HOCHTEALCTB. 3anoAHUTE NpUAOXKeHue 1 [ PD013
Boiaenenne AHK. 3anoaHute npunoxenue 1 — 7004
3k30Mm 35 - [OAHO3K30MHOE cekBeHMpoBaHe AHK uenoBeka AAA NOMCKa NPEANOAOXKUTEABHO HACAEACTBEHHOMO

3aboAeBaHWA C MHTEpNpeTaumen AaHHbIX (He0OX0AMMa KAMHUYecKas MHGopMaums). 3anoAHUTE NPUAOXKeEHUE 5 [ NGS-E21
9k3om 35 - MoAHO3K30MHOE cekBeHMpoBaHUe AHK uenoBeka ANt CKPUHWHIA HA HOCUTEABCTBO PELECCUBHbIX

3ab0AEBaHUIN C UHTEPNPETALMEN AGHHBIX. 3aMOAHUTE NPUAOXKEHKE 5 [ NGSE22
3k30m 50 - MoAHO3K30MHOE cekBeHWpoBaHne AHK yuenoBeka AAA NOMCKa MPEANOAOXKMUTEABHO HAaCAEACTBEHHOIO

3aboneBaHWA C UHTEPNPETaUMEN AaHHBIX (HE0BX0AMMA KAMHUYEcKas MHbopMaumsa). 3anoAHUTE NMPUAOXKEHME 5 [ NGS-E250
9k3om 50 - MoAHO3K30MHOE cekBeHupoBaHue AHK uenoBeka AAA CKPUHWMHIA Ha HOCUTEABCTBO PELLECCUBHbIX [ NGS-E250-2
3aboAeBaHWI C MHTEPNPETALMEN AAHHBIX. 3aNOAHWUTE NPUAOXKEHUE B

3Ak30M 90 - MOAHOIK3OMHOE cekBeHWpoBaHne AHK yenoBeka A MOUCKa NPEANOAOXHUTEABHO HACAEACTBEHHOIO NGS-E290
3aboneBaHWA C MHTEPNpeTaumen AaHHbIX (HE0OX0AMMa KAMHUYEeCcKasi UHGopMaLmMs). 3anoAHUTE NPUAOXKEHUE 5 —

9k3om 90 - MoAHO3K30MHOE cekBeHnpoBaHue AHK yuenoBeka AN CKPUHMHTA Ha HOCUTEABCTBO PELIECCUMBHbIX NGS-E290-2
3aboAeBaHUI C MHTEPMPETAUMEN AAHHBIX. 3anOAHUTE NPUAOXEHWE 5 [
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HAMPABAEHMUE (KOA) Ha reHeTUueckoe uccaepoBanue B nabopatoputo Genetico
Jata HanpaBAeHWS « » 20 r.  Aatasabopabuomarteprana « ». 20T
Tun buomateprana Koanuectso
OpraHu3auusi, ropoa
®UO naumeHTa:
AaTa POXKA. MALMEHTA weeereeeeeeeereeraeesrereenns r.
®HO Bpaua

Tun uccarepoBaHKA (BbiBEpPUTE HYXXHOE):

Martepuan: Haunb6onee yactble HacAeACTBEHHbIE 3a60A€BaHWA U COCTOAHUA PO U Ap.yCAyru: Koa ycayru:
MNMoAHO3K30MHOE cekBeHupoBaHue "TPUQ" - ¢ HTepnpeTaumMen AaHHbIX MOAYYEHHbIX MO
pe3yAbTaTaM CEKBEHMPOBAHUSA, AASI MOMUCKA MPEANOAOXKUTEABHO HAaCAEACTBEHHOMO [ NGS-105-S
3aboneBaHus. (LleHa ykasaHa 3a 3 06pasua). 3anoAHUTe NpUAoXeHue 4.
KanHnueckas dnu-TNaHeAb 35, 6e3 Bblaauu CbiPbIX AGHHbIX. 3aMOAHWTE NPUAOXKEHME 5 [— NGS-EPI35
KanHuueckan Anu-NMaHeab 90, 63 BbiAaUM CbipbIX AGHHbIX. 3aNOAHWUTE NPUAOXKEHUE 5 [— NGS-EPIQO
KAMHHueckas naHeAb «AyTuam» 35, 6€3 BblAaum CbIPbIX AAHHbIX. AONOAHUTEABHOE NGSL-AUT35
—
ncenepoBaHue konmdyectsa CGG-nostopoB B reHe FMR 1. 3anoAHuTe npuaoxeHue 5
KanHnuyeckas naHeAb «Aytam» 90, 6e3 Bblpaum CbiPbIX AAHHbIX. AOMOAHUTEABHOE NGSL-AUT90
—
ncenepoBaHue konmdyectsa CGG-nostopoB B reHe FMR 1. 3anoAHuTe npuAoxeHue 5
Kannnueckas Hedpo-naHeab 35, 63 BbiAaUM CbiPbIX AQHHbIX. 3aMOAHUTE NMPUAOXEHHE 5 [— NGS-KID35
Kannnueckas Hedpo-naHeab 90, 63 BbiAaUM CbiPbIX AQHHbIX. 3aMOAHUTE NMPUAOXEHHE 5 [— NGS-KID90
KanHnueckas UMmyHo-naHenb 35, 6e3 BbipauM CbipbIX A@HHbIX. 3aNOAHUTE NPUAOXKEHUE B [—NGS- IMM35
KanHuueckas UmmyHo-naHeAb 90, 6e3 BbipauM ChipbIX AGHHbIX. 3aMOAHUTE MPUAOXKEHKE 5 [—INGS- IMM9O
l'eHom-45 - MoAHOreHOMHOe cekBeHnpoBaHue AHK uenoBeKa € MHTepnpeTaumen AaHHbIX
CpoYHOe (HeobxoarMMa KAMHWUYEeCKasa MHGOPMaLMS). 3aNOAHUTE NPUAOXKEHWE 6 [ NGsG21
l'eHom-90 - [loAHOreHoMHoe cekBeHMpoBaHe AHK uenoBeEKa C UHTEpPNPETALUMEN AQHHbIX, AAS NGSL-G21
KAMHUYECKHMX LeAel (HeobXxoAMMa KAMHWYECKasa MHOOopMaLUms). 3anoAHWUTE NPUAOXKEHWE 6 L
leHom-45-TPUO - MoaHoreHoMHoe cekBeHnpoBaHWe AHK YenoBeka ¢ nHTeprnpeTaumnen
AQHHbIX, AT KAMHUYECKMX LeAer (HE0OOX0AMMa KAMHMYECKasa MHOopMaLms). [ NGS-G45T
3anoAHUTE NPUAOXKEHUE 6
MpekoHuenuuoHHaa NGS-naHeAb. MiccaepoBaHme kKonmuectsa CGG-NoOBTOPOB B reHe [— NGS-4000b
FMR1(TOABKO X€H). 3anOAHUTE NPUAOXEHME T
MoarotoBKa kK 6epeMeHHOCT K30M NAOC. Hanbonee NOAHbIN CKPUHUHT Ha
HaCAEACTBEHHbIE HACAEACTBEHHbIE 3a60AEBAHMSA HA OCHOBE AAHHbIX MOAHO3K30MHOMO NGS-3000b
cekBeHupoBaHus, natoc CMA, nomKkas X XpoMOocoMa (TOABKO XeH.), BapuaHT B reHe CFTR —
dele2,3. 3anoAHUTE NPUAOXKEHUE B
MNoarotoBka k 6epeMeHHOCTH IK30M NAKOC - AYST. Hanboaee NOAHbBIN CKPUHWUHT Ha HACAEACTBEHHbIE NGSP-
3aboAeBaHUA Ha OCHOBE AAHHbIX MOAHO3K30MHOIO CEKBEHMpPOBaHUA, NAoC CMA, noMkas X 3000b
XpOMOCOMa (TOAbKO XeH.), BapmaHT B reHe CFTR dele2,3. 3anoaHuTe npuroxeHue 5 L
Napad. 6A0K BblaeneHne AHK 13 napaduHoBbix 6A0K0B (1 0bpasel). 3anoAHWTe NpUAoXeHHe 1 — 7006
CPDA* HeuHBasnBHOe onpeapeAneHUe pesyc-daKropa NAoAa NO KPOBU MaTepM. PN-7784
3anoAHuTe npUAoxXeHue 1 (I
IATA/6ykkanbH, | TeCT Ha onpeapeAeHUe oTuoBcTBa. 3anonHuTe C npuaoxeHue 3 [ MG-201.1
cocko6/AHK )

*[pKn 3TOM TUNE NPOBUPOK - TPAHCMNOPTUPOBKA NPK TeMnepatype oT +2°C Ao +8°C B TeueHune 2 CyToK.
KommeHTapuu:

Bpau( / )
Moanuce [017]0]
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HAMPABAEHUE (KON)
Ha XpoMOCOMHbIM MuUKpomMaTpuuHbiin AHaau3 (XMA) B nabopaTopuio Genetico
AaTaHanpaBAeHUS « » 20 r. Aatasabopabromateprana « ». .20 r.
TunbuomaTtepuana KoanuectBo

OpraHu3auus, ropoa
®UO naupenTa:

AaTta poXAeHWA nauneHTa . . r.
®KNO Bpaua

Tun uccarepoBaHun (Bblbepute HyxHoe):

Uccaepyembin XPOMOCOMHbI MUKPOMATPHUYHbIA aHaaus (XMA): Koa yeayri:
marepuaa:
AocTtaBka Ao AabopaTopuun Genetico BXOAWUT B CTOMMOCTb YCAYTH
XpOMOCOMHBIA MUKPOMATPUUHBINA aHAAM3 (MOAEKYASIPHO-TEHETUYECKUI aHaAn3 aCGH)
KpoBb (BeHO3HaA) NOCTHaTaAbHbIN (NALMEHTbI pa3HbIX BO3PacToB).
SATA HeobxoaMMa KAMHMYECKaa MHOOPMaLMS.
3anonHute UC npunoxeHune 1 L1 9006
BopcuHbl xoproHa XpOMOCOMHbIA MUKPOMATPUUHbI aHAAU3 NPEHATAAbHbIN.
WAM aMHUOoTMYeckaa | HeobxoaMMa KAMHMYECKasa MHGOPMaLMS.
XMAKOCTb He meHee | 3anoaHute UC Mpuaoxenne 1 —1
5 MA (CTEPUA. 9008
KOHTENHEP)
BopcuHbl xopnoHa XPOMOCOMHbI MUKPOMATPHYHBIM aHAAK3 (MOAEKYAIPHO-TEHETUYECKMI aHaAM3 aCGH) npu |
(nAnaueHTa) uAn HepasBuBaLlenca 6epemMeHHOCTH (aBOPTUBHbIA MaTepuan).
WMHOW NMAOAHbIN Cpok 6epeMeHHOCTH HeAeAb
MaTepuan (TKaHu
napeHxumatosHbix | Heobxoanma kamHuueckas nHpopmaums. 3anoaHute UC npunoxexune 2
OpraHoB MAK
nynoBUHbI MACAA) Takxe Heob6X0AMMO NPeAoCTaBUTL 06paseL] KpOBH NMaLMEHTKU ANS UCKAIOYEHHS 1 9004
(10‘20""er KOHTaMWHau1u 0bpa3sLia MaTepUHCKUM BroMaTePHaNOM.
CTEPUABHbIV
KOHTEWHEP, p-p
0,9% NacCl)
+ KpOBb (BeH.) IATA
marepu
KomMmeHTapuu Bpaya:
Bpau( / )

Moanuchk (01710)



