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NCCNEAOBAHUE TEHETUYECKUX NOJIMMOP®U3MOB METOAOM MLP*

0

19.01.010 - leHeTnYeckme $haKTopbl pUCKa Pa3BUTUS CUHAPOMA NOSMKUCTO3HbIX @ | 19.01.021 - leHOTUNMPOBAHME YyBCTBUTEIBHOCTM PeLienTopa BuTaMmuHa D,
SUYHUKOB [MarHoCTMKa 0CTeonoposa

19.01.011 - lfeHeTnyeckmne GakTopbl pUcka pa3BUTUS paka MOIOYHON Xenesbl 19.01.032 leHOTUNMPOBaHKE YYBCTBUTENIbHOCTM peLienTopa BuTaMmuHa D,
1 paKa amyHuKos (BRCA1, BRCA2) AnarHoctuka Hedponutmasa

19.01.028 - Onpenenexne Haubonee yacTtbix MyTauui B reHe CHEK2 19.01.013 - TeHETUYECKMIA TECT HA NAKTO3HYHO HENEPEHOCUMOCTb

(1100delC, IVS2 +1G>A) 19.01.014 - TeHeTnyecKue GaKToOpbl pUCKa pa3BUTUS CUHAPOMA Xunbbepa,
19.01.029 - Onpegenexue mytauun 657del5 B rene NBS1 pucka pa3BuTUsl OCNOXHEHUI NPY Tepanuu UPUHOTEKAHOM

19.01.030 - Onpenenexne Haubonee YacTbix MyTauui B reHe CHEK2 19.01.017 - inarHocTvKa BpOXXAEHHOro reMoxpomarosa

(1100delC, IVS2 +1G>A) n myTtaumu 657del5 B rene NBS1 19.01.022 - lfeHoTunupoBaHue reHa PNPLA3 npu HeankorofibHOW XWPOBOM
19.01.031 - PacLumpeHHoe nccnefoBaHue reHeTyecknx GakTopos pucka 60/1€3H1 NEYeHn
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Pa3BMTUS paka MOJIOYHON Xenesbl U paka SMYHUKOB: 19.01.023 - leHoTunMpoBaKue anbda-1aHTutpuncuua (S u Z annenu)

MyTauun B 4-x renax - BRCA1, BRCA2, CHEK2, NBS1 19.01.025 - leHopmarHocTuka 6onesHu BunbcoHa-KoHosanosa

@ | 19.01.020 - leHoAMarHOCTHKA NEPBUYHON SUYHUKOBOW HEA0CTAaTOYHOCTH 19.01.015 - KoMnnekcHoe reHeTMYeckoe 06cneaoBaHne Ha BPOXXAEHHY0
@ | 19.01.012 - TeHeTU4eckue GpaKTopbl pUCKa Pa3BUTUS 0CTEONOpPo3a runepnaasuio HaanoyeyHnkos
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*BHumaHme! Heobxopauma otaenbHasi Npobupka. 19.01.024 - TeHoTUNMPOBaHHUE YMcna X-xpoMocoM (c-Mbl KnaitHdenbTepa,
TepHepa, TpoiHou X)

OUATHOCTUKA TPOMBO®UNUIA U HEBbIHALLMBAHUSA BEPEMEHHOCTU*

][ @] 19.01.003 - CkpurmHr reneTnyeckux hakTopos pucka TpoMboduany; ][ @] 19.01.008 - Myrauuu reHos donatHoro unkna (MTHFR, MTR, MTRR - 4 Toukm)
MUHUMAasbHOe 06cnefoBaHNe NPY Ha3HaYeHNN OpanbHbIX KOHTPALENTUBOB e 19.01.009 - TeHeTu4eckne haKkTopbl pUcka Npu 6EPEMEHHOCTH: TPOMBodUINS,
(F2, F5 - 2 T04KM) HeBbIHaLLMBaHNe BepeMeHHOCTH v natonorus passutus niona (F2, F5, F7, FGB,
|:| @ | 19.01.019 - leHeTMyeckue hakTopbl pucka pasBuTUst TPOMBODUINYECKUX F13A1, SEPRINE, ITGA2, ITGB3, MTHFR, MTR, MTRR - 12 Touek)
OCNOXHEHUI

*BHumaHue! Heobxoamma otaensHasa npobupka.

MONEKYNAPHO-TEHETUYECKUA AHANU3 MYXXCKOIO BECNnoana:

|:|| .| 19.02.001 - UccnepnoBsaHue hakTopa penpoayktusHocT AZF (nokycsl A, B, C) | |:|| Q| 19.02.002 - UccnepoBaHue MyTaLui reHa MykosucLuao3a (CFTR)

*BHumaHue! Heobxogmma otaenbHasa npobupka.

HLA-TUNUPOBAHUE*
[1[ @] 19.04.001 - AnTurenbl cuctemb ructocosmectumocTin HLA I knace, ][ @] 19.04.005 - Auturen cuctemb ructocosmectumoct HLA B27
reHoTunupoBsaxue (nokycsl DRB1, DQAT, DQB1) ]/ @] 19.04.008 - Tenotunuposanve reHos HLA DQ /151 AMarHOCTUKY Lienuakinm
|:| 19.04.006 - Komnnekc “TeHoTMNUPOBaHME CYNpY>XeCKOW Napbl N0 aHTUreHam |:| @ | 19.04.009 - HLA B51 TunnpoBaHue
rucrocosmecTumocTun HLA Il knacca” [ @] 19.04.010 Tenotunuposanme HLA-Cwb npu ncopuase

*BHumaHue! Heobxoamma otaensHaa npobupka.

OUNATHOCTUKA NEPUOOUYECKOW BONE3HU*

|:|| .| 19.06.001 - [lnarHocTvka CeMenHoil Cpean3eMHOMOPCKOil nxopaaku (nepuopnyeckas 60nesHb, red MEFV)

*BHumaHue! Heobxoamma otaensHaa npobupka.

CNEUUATNBbHbLIE TEHETUYECKUE NPO®UNN* LUMTOrEHETUMECKUE UCCINTIEOOBAHUA*
1| @] 19.07.001 - IHK-gveta | [J[©] 19.05.001 - Uccnenosakve kapuotuna (kapuotunuposakme)
“Brumanme! Heo6Xonuma oTaeniHas npobupica E © | 19.05.004 - KapuoTun, aHanu3 aKCNepTHOro YpoBHA™
’ ’ 19.05.002 - Uccnenosanve kapuotuna (kapuotunuposanue) ¢ abbepaumsmm

* BHumaHue! Heo6xoauma otaenbHas npobupka.

** BHumanue! Mprem Guomatepmuana ocyuiecTBnsieTcs
TONbKO B noHepenbHuk go 12:00!
TpaHcnopTtupoBka CTPOIO npu Temnepartype +2...+8°C



MNONMUrEHOMHbBIE UCCITENOBAHUA U MAHEIN

(][ @] 1911.001 - Knunnyeckoe cekseHMpoBaHue 3k3oMa (][ @] 1911.010 - Manens "HepBHO-MblLeYHbIE 3a6oneBaHNs"
[ ][ @] 1911.002 - Knunnyeckoe cekBeHnpoBaHme reHoMa [_|[@] 197,077 - Manens "HacneacTBeHHbIe 3a60neBaHns NoyeK”
[ ][ @] 1911.003 - MonHoe cekeeHnpoBakie sk3oMa [ 1[@] 191,072 - Manenb "MUTOXOHAPUANbHBbIN FEHOM”
| |[@] 1911.004 - Nanens "DakomaTo3bl M HACHEACTBEHHbIN pak” | 1[@] 197,073 - MaHens "HacneCTBeHHbIE 3a60NeBaHNs XeNyA0YHO-KALIEYHOTO TPaKTa'
| ][ @] 1911.005 - MonHoe ceksennposanue revoma GenomeUNI ; @ | 1911.014 - NaHenb "HacnepncTBEHHAs TYroyxocTb”
[ ][ @] 1911.006 - Naxenb "3abonesans coeauHUTENbHOM TKaHK' | 1| @[ 1911.015 - MaHenb "Ty6epo3Hbiil CKepo3 u HenpodubpomaTos”
| |{@] 1911.007 - Nanenb "HacnencTaenHble anunencum’” ; @ | 1911.016 - CekBEHMPOBAHWE OAHOIO KIMHUYECKM 3HAYMMOTO reHa
| ][ @] 1911.008 - Bonbluas Hesponorunyeckas naHenb L || @] 1911.017 - TeHom "OEPTU" - mMarHoCTvKa reHeTYecKnX NpudmH becnnoaus
[ ][ @] 1911.009 - Naxenb "HacneacTenHble HapylueHns 06MeHa BelecTs” Y MYXYMH 1 XKEHLLWH
XPOMOCOMHbI MUKPOMATPUYHbIA AHANU3
[]| @] 19.09.002 - XpoMoCOMHbIit MUKPOMATPUYHbIil aHANN3 3K30HHOIO YPOBHS!
[ 1] @] 19.09.003 - XpoMOCOMHbIIt MUKPOMATPUYHbIIA aHANN3 CTaHAAPTHbIN
[ ]| @] 19.09.004 - XpoMOCOMHBIN MUKPOMATPMYHbII @HAIN3 NPEHaTaNbHbIN
HACJIEACTBEHHbIE 3ABOJIEBAHUA U CUHOPOMbI
LY 19.12.001 - TaHAEeMHag Macc-cnekTpoMeTpusa (CnekTp aMUMHOKUCIOT U aunIKapHUTMHOB)
L @ 1912.002 - CuHAPOM NOMKOIA X-XPOMOCOMbl
L | @ 19.12.003 - CuHLpOM NOMKOI X XpOMOCOMbI: onpegenexne yncna CGG nosTopoB
L | Q 1912.004 - CekBeHupoBaHue reHa CFTR
[ ]| S no4ner: 3| 1912.005 - Fa3oBas xpoMatorpadus 06pasLos Mouu (opraHudyeckue aunmypum)
[ ] @ 19.12.006 - HenpoceHcopHas HecuHApOMasbHas TYroyX0CTb: NOUCK YacTblX MyTaLuu B reHe GJB2
(1@ 1912.007 - CunapoM Mpapepa-Bunnu/AHrenbMaqa
: [) 1912.008 - CnuHanbHasg amuotpodus Tumbl |, 11, 111, IV: nouck geneunii B reve SMN1
(1@ 1912.009 - CnuHanbHag amuotpodus tunbl |, 11, 111, IV: aHanu3 HocutensbcTea
(1@ 1912.010 - Xopesi [eHTMHITOHA: NOMCK Hanbonee YacTblx MyTauuii B reHe HTT
(]| @ 1912.011 - NMomck feneumin B rede NF1 metofom MLPA
(]| @ 1912.012 - OnpeneneHune yucna konuit reHos SMN1, SMN2
(1| @ 1912.013 - HacnepcTBeHHasi MOTOPHO-CEHCopHas Heitponatus (6oneaHsb Lllapko-Mapu-Tyta) Tvn |: nouck aynnukauui Ha xpomocome 17 B 06niacti reHa PMP22
[] ! ot kaxporo | 1912.014 - MoaTBepXaeHNe MyTaLum, BbisBneHHo NGS cekBeHnpoBaHueM no Caurepy y Tpuo*
yyactHika / | *Brumanue! Boibop MPEHATATIEHOIO 6romaTepnana 3aBncuT OT Cpoka 6epeMeHHOCTU: * BOPCUHbI XOp1OHa - ¢ 10 Heaeny 6epeMeHHOCTH;
@ C QU3. p-poM © amH1oTMYECKas KUAKOCTL - C 16 Hepeny GepeMEeHHOCTH; * NyNoBUHHAS KPOBb - € 20 Hefenv 6epeMeHHOCTU.
(@ 1912.015  Mowuck peneunit B reHe NF2 metoom MLPA
(1@ 1912.016  Mouck myTauuii B reqe GJB2 (Cx26)
([ @ 1912.017  CKpUMHWHT Ha HacnencTBeHHble 3abonesaHus IKCMEPTHbIN

FTEHETUYECKUE NPEOPACIMONOXEHHOCTU

[ ]| @] 1913.001 - Nanenb «MeTabonmam rnioTeHa»

YCTAHOBJIEHME OTLUOBCTBA 1 POLACTBA

1] @@ orkaxaoro [ 1914.001 - Tect Ha 0TLLOBCTBO/MaTepUHCTBO, 20 MapKepoB (2 yyacTHUKa: oTel+pe6beHoK Ui MaTb+pebeHok)
Y4aCTHUKa
6yKKanbHbIl
ANUTENNI

00

@© wmam 1914.002 - YcTaHOBNEHME OTLOBCTBA AOPOOBOE, HEMHBA3WUBHOE™

@ omy yCTaHOBMeH Mo AaHHbIM Y3U.

*BHumanve! KpoBb MaTepu Ha uccrnegoBaHue aomkHa bbiTe caaHa He paHee, YeM ¢ 9 Heaenb ogHonnoaHow 6epemeHHocT. Cpok 6epeMeHHOCTH JormKeH BbiTb

OHKOrEHETUYECKASA FTEMATOJOIUA

01.02.011 - Onpegenenune mytauuu VB17F B 14 3K30He reHe Jak-2 KuHasbl, KayecT.

01.02.012 - Onpepenetxue mytauuu V617F B 14 ak30He reHe Jak-2 KuHasbl, KoY.

01.02.016 - Onpepenexue MyTauuii B 12 3K30He reHa Jak-2

01.02.013 - AHanu3 myTauuii B reHe MPL

01.02.014 - AHanu3 myTauuii, geneumnn, nHcepumi B rede CALR
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01.02.015 - KomnnekcHoe uccnenosanme Mytaumn B reHax JAK2, CALR, MPL

FEHETUYECKAA OUATHOCTUKA KITETOYHOIO CTAPEHUA

[1[ @] 1916.001 - Uccnenosakme Kbl TenoMep

© - npobupka ¢ 3eneHoii KpbILLKOM © - npobupka Cell Free DNA
@ - "pobuipka C CpeHeBo KpbilLKkol (6 M) |l - 30HA c konnexTopom 6e3 cpeapl
Y- unsTp

: - Nnpobupka ¢ cupeHeBoi kpbilwkow, 6 mn (M) + npobupka ¢ cupeHeBot kpbilkoit, 6 mn () [=]- 30HA B KOHBEpTE
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00020501




