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Pabouuni AucT 1 6AaHK 3akasa / Worksheet

# ID Maumenta / # ID of patient
®.1.0. NaumneHTkM / Patient
AoHop ooumToB (Aa, HeT) Ne / Oocyte donor (yes, no) Ne

®.1.0. NaptHepa / Partner

AoHop cnepMbl (aa, HeT) Ne / Sperm donor (yes, no) Ne

QAata 6uoncuun / Date of biopsy Koanuectso ambpuroHoB / Number of embryos

OueHka ambpuoHa
Before biopsy

=z
ic

Trophectoderm biopsy

Ne 3mb6proHa/ Embryo Ne
Crapus pasBuTHA
Development stage
XapaKrepucTmka
pasBuTUA SMOPUOHa
KOAMUYECTBO KAETOK B
6uonTate
Number of cells
MNMpumeuanusa / Notes
AHanuz/XpaHeHue

Ambpwuonor 6uoncumn / Embryologist responsible for biopsy

KoanuectBo PCR npobupok / number of tubes for PCR
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HAMNPABAEHUE

Ha reHeTUYecKoe NCCAeAOBaHWE BUONOTMUYECKOro MaTteprana B AabopaTtoputo Genetico

Aata HanpaBAeHWA « » 20 r.
OpraHusaums, ropoa

KoHTaKTHOE AULLO:

TenedoH, e-mail:

®UO naumeHTa, Bo3pacTt

®UO naptHepa, Bo3pacT

Tun uccaepoBaHUs (BbibepUTe HYXHOE):
D MrK-1 MNepBrUHan MeAMKo-reHeTuYecKasa KoHCyAbTauus (r. MockBa).

MpenMMnAaHTaUMOHHOE reHeTHYecKoe TeCTUpOBaHuUe:

D PD-009 3AMbpuoTect. Boicokoe paspelleHue. MNpenumnaaHTaLUnoOHHOE reHETUUECKOE TECTUPOBAHUE XPOMOCOMHbIX
aHoManuit metopom NGS 3a kaxabli obpasel, (12 pabourx AHeR).

D PD-009-1 3Mm6puoTect. Boicokoe pa3peLleHue. MNperMnaaHTaLMoOHHOE FreHETUYECKOe TECTUPOBAHUE XPOMOCOMHBbIX
aHomannin metoaoM NGS 3a Kaxabli 06paseL, (7 paboumnx AHel).

D PD-009-2 CpouHbIi AMBPUOTECT BbICOKOE pa3pelleHUe. NpenMnAaHTauMoHHOE reHeThYeckoe TecTMpoBaHue
XPOMOCOMHbIX aHOMaAni metopoM NGS 3a kaxabli obpasel, (1,5% pabounx AHS).

D PDB-009 3Mm6puoTect. ba3oBoe pa3pelueHue. NpenumnAaHTaUMOHHOE reHeTUYecKoe TECTMPOBaHWE XPOMOCOMHbIX
aHomannin metoaom NGS 3a kaxablii 06pasel (12 pabounx AHEN).

D PDB-009-1 CpouHbIi IM6pHoTECT 6a30BOE paspeLleHue. MNperMnAaHTaLMOHHOE reHeTUYecKoe TeCTMpoBaHue
XPOMOCOMHbIX aHoMaAni metopom NGS 3a kaxabiin obpasel, (1,5% pabounx AHS).

D PDS-009 3Mm6puoTect. HauanbHoe paspelleHue. MNpenMnAaHTaLMoOHHOE reHeTUYecKoe TECTUPOBAHUE XPOMOCOMHbIX
aHomanni metoaom NGS 3a kaxablii 06pasel, (12 pabounx AHel).

D PDS-009-1 CpOuHbIi IMBPHUOTECT HAaYAAbHOE pa3pelleHUe. MpenMnAaHTaLUMOHHOE reHeTMYECKoe TECTUPOBaHUe
XPOMOCOMHbIX aHOMaAKi MmeToaoM NGS 3a kaxablit obpasel, (1,5* pabounx AHs).

D PD-004-1-1 MIT MOHOrEHHOro 3a60AeBaHMA 1 KaTEropuM CAOXKHOCTH, BKAKOUAS MOAFOTOBUTEALHBIN 3Tan.

D PD-004-1-2 MIT MOHOFEHHOrO 3a60AEBaHUS 2 KAaTErOPHUM CAOKHOCTH, BKAIOUYAS MOAFOTOBUTEABHBIN 3Tar.

D PD-004-1-3 .
MIT MOHOreHHOro 3a60AEBaHUA 3 KATErOPHUM CAOXKHOCTH, BKAKOUASI TOAFOTOBUTEAbHbIN 3Tar.

D PD-004-2-1 MI'T MOHOreHHbIX 3a60AeBaHMit 1 KaTeropun CAOXKHOCTH, MOBTOPHOE 06paLLEeHHe.

D PD-004-2-2 MIT MOHOTEHHBIX 3a60AEBAHUIN 2 KATEFOPUM CAOXKHOCTH, MOBTOPHOE 06paLLEHHE.

D PD-004-2-3 MIT MOHOTEHHbIX 3a60AE€BAHUI 3 KAaTErOPUM CAOXHOCTH, MOBTOPHOE 06paLLEHME.

MokasaHuA AN NPOBEAEHWUA NPEUMNAGHTALUOHHOIO reHETUYECKOTO TECTUPOBAHUA XPOMOCOMHbBIX aHoOManui:

NO3AHWUI PENPOAYKTUBHbIN BO3PACT;
MHOTOKpaTHble HeyaauHble NonbiTku SKO;
NPMUBbIYHOE HEBbIHALLMBAHWE B aHAMHE3E;

HekoTopble GOPMbl MYXCKOTO 6ecnnoamsl, CBA3AHHbIE C XPOMOCOMHbIMW aHOMaAUAMMU;

Hinininln

BbIsIBA€HHblE CHaNaHCMPOBaHHbIE TPAHCAOKALIMU Y POAUTEAEN.

* Heob6X0AMMO npeABapUTEALHO CorAacoBats ¢ AabopaTtopueii Genetico
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AWarHocTMka U CKPMHUHI Ha HOCUTEABCTBO HAaCAEACTBEHHBIX 3a6oneBaHuI:

MoAroToBKa K 6epeMEHHOCT IK30M MAKOC
D NGS-3000b Haunbonee NOoAHbIN CKPUHUHT Ha HAaCAEACTBEHHbIE 3a60AeBaHWUA Ha OCHOBE AQHHBbIX
NMOAHO3K30MHOr0 CEKBEHUPOBaHKS, NAOC CMA, AOMKasi X XpOMOCOMa (TOALKO XEH.), BapuaHT B
reHe CFTR dele2,3.
MoAroToBKa K 6epeMEHHOCTM IK30M MAIOC - Ay3T
D NGSP- Hanbonee NOAHbIN CKPUHWUHT HA HAaCAEACTBEHHblE 3ab0AeBaHMSA HA OCHOBE AQHHbIX
3000b NMOAHO3K30MHOr0 CeKBeHUpPOoBaHUs, NAoC CMA, AomMKas X XpOMOCOMa (TOABKO XEH.), BapUaHT B
reHe CFTR dele2,3.
MoaroToBka k 6epeMeEHHOCTM — pacluMpeHHas naHeAb CeMbs
D 3009 AHaAM3 MyTaLMi, KOTOPbIE MOTYT CTaTb NMPUUUHOM TAXEABIX U/UAK HECOBMECTUMBbIX C XMU3HbIO
3aboneBaHui Nnoaa 2 Yen. McenepoBaHre koanyectBa CGG-noBTopoB B reHe FMR1 (ToAbKO
XEH.).
D 3008b MoAroToBKa K 6EPEMEHHOCTH — PaCLLMPEHHasA NaHEeAb.
MoaroToBka Kk 6€peEMEHHOCTM — ONTUMaAbHAs MaHeAb
DP-3011 o .
(MykoBucumpo3, CMA, HerpoceHcopHas TyroyxocTb 1 A Tnna; 4 mytaumu).
D 1195-1.2 CnuHanbHas amuotpodus Tvnbl I, 11, 111, IV: novck aeneumnit B reHe SMNI (1 uen.).
D 7003 MyKOBMCLIMAOS: UCCAEAOBaHME Hanbonee uyacTtoi MyTaumm delF508 B reHe CFTR.
D 9007-3 CMHAPOM AOMKOM X-XpOMOCOMbI. MccaepoBarue koanyectsa CGG-nosTopos B reHe FMR1.
CemelHble cAydan paka MOAOYHOM XeAe3bl/AMYHUKOB: MOUCK YacTor MyTaummu ¢.5382insC B
7001
reHe BRCAL.
D PD-013 Pesyc dakTop, onpeaeneHre reHoTHna 1 cTatyca HOCUTEALCTBA.
D 3001 LlMToreHeTMYeCcKoe UccAepA0BaHUE (KapuoTun), nepudpepuyeckas KpoBb (1 uen.).

lMpeHaTtanbHasn reHeTMMECKasa AMarHoCTUKa:

HanoAHUTEAb U
LBET KPbILIKK
npPobupKK

D PN-001 MpeHeTMKC 5 - HeuHBa3MBHOE MpeHaTaAbHOE WCCAEAOBAHWE MAOAA Ha HaAMuMEe puUCKa
aHeynaonann 13, 18, 21, X, Y xpomocom (1 ueA.) u onpepeneHne NoAa NAOAA. Ha6op
«[IpeHeTUKC»
D PN-004C MpeHeTMkc 3 - HeMHBA3MBHOE MNpPEeHaTaAnbHOE WCCAEAOBaHME MAOAA Ha HaAMuMEe pUCKa peHeTMke
aHeynronanin 13, 18, 21 xpomocoM (1 ueA.) n onpepeneHre NoAa NAoAA.
D N-O1 HenHBa3uBHbIN MpeHaTaAbHbIA TECT PACLUMPEHHbIA Ha OMNPEeAeAeHMe YacTblX aHeyNnAOWAUK Wt
MWUKPOAENELINI.
D N-02 HenHBa3uBHbIA MpeHaTaAbHbIA TECT, OCHOBAHHbIA Ha aHaAuM3e BHekneTouHon AHK, ans
BbIIBAEHMS MOHOreHHbIX 3aboaeBaHui (30 reHoB).
KoHTeliHep
D 9004 XPOMOCOMHBIM  MWKPOMATPUUHBIA  aHaAM3 (MOAEKYASIDHO-TeHeTMYeckuin aHaau3 aCGH) npu | HE nomewatb
Hepa3sBuBatoLleca 6epeMeHHOCTH (aBOPTUBHBIN MaTepran). 6uomatepuan B
dopmanmH
MpeHaTaAbHas AMArHOCTUKA MOHOTEHHbIX 3ab0AEBaHUN.
MpepocTaBAsieTcA NPU  YCAOBWMM TMOATBEPXKAEHUS MyTauUMM Yy poAMTEAer WAM npobaHaa B
D PD-004-3 nabopatopum LIFTPM. _
AHaAM3 BBINOAHSIETCA MPSAMbIM METOAOM B COYETaHUM C  MCMOAb30BaHMEM MOAMMOPHbIX
MapKepOoB AN UCKAOUEHUST KOHTaMUWHaLMK 06pasua MaTepPUHCKUM BroMaTepuanom.
MaTtepuan AAA UCCAEAOBaHUS — BOPCHMHBI XOPMOHA, aMHUOLMTBI MAOAA, MYNOBUHHASA KPOBb.
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