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LLitpux-kon,

FEEHETUYECKUE NPEAPACNONIOXXEHHOCTU

BHuMaHue! «AHKeTa MONEKYNSIPHO-TEHETUUECKOro UCCeA0BaHUA» ANS UCCnenoBaHui ¢ wudpom b3 B Homepe HE HY)XKHA!

06pas3 u3HKU 1 reHeTu4eckue HakTopbl

OLEeHKa pUCKOB, CBA3AHHbIX C MHTEHCMBHOW
u3nyeckoi Harpyskom

reHbl ACE, AGT, F2, F5, ApoE, MTHFR, MTRR, MTR,
NOS3, ITGB3, ITGA2, GP1BA, FGB

Puck pasBuTus paka npu KypeHuu
reHbl GSTT1, GSTM1, GSTP1, NAT2

HeobxoaMMOCTb 3alLMTbl KOXM Npy 3arape
reHbl GSTT1, GSTM1, GSTP1, NAT2

OnacHoCTb Npu NpuUéMe OpasbHbIX KOHTPALENTUBOB

reHbl F2,F5

PenpoayKTUBHOE 340pOBbE

XeHckoe 6ecnnoamne 1 oCNoOXHeHUs 6epeMeHHOCTU
reHbl ACE, AGT, F2, F5, MTHFR, MTRR, MTR,
RHD, HLA II; +kapuoTtun

Xouy cTaTb MaMoWi: OCNIOXHEHUS GepeMeHHOCTU
reHbl ACE, AGT, F2, F5, MTHFR, MTRR, MTR, RHD

lecTo3bl 1 dheTonnaueHTapHas HefoCTaTOYHOCTb
reHbl ACE, AGT, F2, F5, MTHFR, MTRR, MTR

BpoxaeHHas runepnnasus HaanovyeyHMKos
ren CYP21A2

O6MeH honuneBom KUCNOTbI
reHbl MTHFR, MTRR, MTR

HacnencrBeHHble cnyyan paka MONOYHOWM
Xenesbl U/Mnn SUYHUKOB, 2 reHa
reHbl BRCA1, BRCA2

HacnepncTBeHHble clyyan paka MOIOYHOM
Kenesbl U/unm SMYHUKOB, 4 reHa
reHbl BRCA1, BRCA2

leHeTnueckme dakTopbl Myxckoro Gecnnoams
renbl AR, CFTR; AZF-pervoH

Pesyc-cdakTop

Pezyc-cbakTop nnopa. Beisenenue redsl RHD
N/10A3 B KPOBM MaTepu

BnaHk peiictsyet ¢ 21.06.2020
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MMmyHoreHeTuka

TunuposaHue reHos cuctembl HLA Il knacca

nokycel DRB1, DOA1, DQB1 130@
(SEHOﬂHeHMe «AHKeTbI MONEKYNApPHO-TeHeTUYeCKoro

nccnenoBaHus» He Tpebyetca!)

MonekynsipHo-reHeTuyeckoe uccnenosanue HLA-B27

Mapkep 6onesHu bextepesa 9784 @
(3anonHeHne «AHKeTbl MONeKYNSPHO-TEHETUYEeCKOro 4
uccnenoBaHus» He Tpebyetcal)

HacnencreeHHas npenpacnonoXXeHHOCTb K

caxapHoMmy auabety 1 Tmna no Tpem Nokycam
reHos cucteMbl HLA 1l knacca 130@
nokycol DRB1, DOA1, DOB1

bonesHu cepaua u cocynos

Cep,ﬂ,eHHO-COCyﬂMCTbIe 3aboneBanus

reHbl ACE, AGT, F2, F5, ApoE, MTHFR, MTRR, MTR, 060 @
NOS3, ITGB3, ITGA2, GP1BA, FGB

060 @
ApTepwuanbHas runepTeH3us: noiHas naHenb
reHbl ACE, AGT, NOS3

060 @

060 A
MBC, uHbapkT Mnokapaa g
reHbl ACE, AGT, ApoE, NOS3, ITGA2, GP1BA

060 @

§ 060 @ A

MieMryeckuii MHcynst
reHbl ITGB3, ITGA2, GP1BA, FGB

060 @

BonesHu xxenyaouHO-KULLEYHOrO TpaKTa
Bonesnb KpoHa 060@
reHbl DLG5, NOD2, OCTN1, OCTN2
OHkonoruveckue sabonesaHns

CeMeitHbIi MeaynnspHblid pak LUMTOBUAHON Xenesbl
3k30HbI 10, 11,13, 14, 15 revia RET 060 @

CMHAPOM MHOXECTBEHHOM 3HA0KPUHHOM
Heonnasm 2A TMna 060 @
3k30Hbl 10, 11 rena RET npu M3H 2A

CUHAPOM MHOXECTBEHHOWM 3HLOKPUHHOWM
Heonnasuu 2B tuna 060 @
3k30H 16 reHa RET npu M3H 2B u.m.



HapyweHus o6meHa Belwects

CucteMa AETOKCMKALMM KCEHOBMOTUKOB M KQHLLEpPOreHoB

HacnenctBeHHas npenpacnonoXeHHoCTb K LUuTtoxpom CYP2C9 A
116M caxapHoMy Anabety 1 TMna no Tpem nokycam 130@ 7261CYI reH CYP2C9 060 @
reHoB cuctembl HLA Il knacca
nokycbl DRB1, DQA1, DOB1 7259 IF&JT—IT%BSB(,CYWDG) 060 @
Cuupopom Xunbbepa
7003UGlI reH U%TlAl P 060 @ 119 [nyTaTnoHTpaHchepasbl 060 @ E
reHbl GSTT1, GSTM1, GSTP1
153rmn 060 A
C onucarmem OCTeonopo3: NonHas naHenb ® 7601 N-auetuntpaHcdepasa 2 060 @ [
rexbl CALCR, COL1A1, VDR reHbl NAT2
g.SSFI'I/ES 060 @
€3 OnucaHus
HACJIEQCTBEHHbIE MOHOTEHHbIE 3ABOJIEBAHUA U COCTOAHUSA
7014A-VDRI 060 @ (NONHbIM NepeyeHb — CM. OTAENbHbIN 6NaHK)
€ onncannen OcTeonopo3: peLenTop BUTaMmuHa D
701463 rex VDR 060 @ OcHoBHble HacnenCcTBEHHble 3a6oneBaHuUs
6es onucanus Onpep-e HOCUTENbCTBA YaCTbIX MyTaLMiA B reHaX, OTBETCTBEH-
HbIX 3@ pa3BUTUE HanBosee YacTblX ayTOCOMHO-PELIECCUB-
120rm 227@ 1260 HbIX 3a060/1€BaHMIA: MyKOBMUCLMAO3, HEPOCEHCOPHAs HECUH- | 060 o
€ omcannen O6MeH honneBoi KUCNOoTbl [pOMasbHash TYroyXxoCTb, GEHWUNKETOHYPUA U CIMHATIbHAS
reHbl MTHFR, MTRR, MTR amuotpodus (reHbl CFTR, (JB2 PAH, SMN). MepeyeHb nccne-
él.20|'|'|/53 227 @ [lyeMbIX MyTaLMii MOXET BbITb NpefoCTaBneH Mo 3anpocy
€3 ONUCaHna
o MykoBucumnos
7779HFEI t'eicﬂe&cmembm remoxpomaros, | n 060 @ 77911 Arz,anm Haubonee 4acTbix MyTauuit B reHe TpaHcMembpa- 060 @
HOro perynstopHoro 6enka mykosucumnposa (CFTR)
MapmakoreHeTHKa DeHUKETOHYPHS
77811 AHanu3 Hanbosiee YacTbiX MyTaLMit B reHe 060 @
deHnnananunH-4-ruppokcunassl (PAH)
MHrnbutopbl AMN®, dnysacratiH, 6nokatopsl peuentopos ATII
MporHo31poBaHe HehpPONpPOTEKTUBHOMO 3dheKTa MHTMBUTOPOB CnuranbHas amuotpodua (tunb 1, 11, 111, 1V)
AN® npu HenmabeTueckmX 3a6onesaHmsx. [eHeTMUeCKMe Mapke- 77711 AHanu3 HanMums MyTaLmi B reHe BbIKMBAEMOCTH 060 @
1420M PbI SOEKTVBHOCTH ATEHONIONA NPV APTEPHATLHOI TMNEPTEH3NA | (3 @) MoToHerpoHos 1 (SMN1)
C runepTpodwelt 1EBOTO XenynouKa wiv Tepanuu dyBactatm-
HOM Mpu MLLeMMYECKOi BoneHn cepaua. OnpeneneHue BapuaH- 7003UGI CunpapoM Xunbbepa 060@ [
Ta NoNMMOPGHM3Ma B reHe aHMMOTEH3MH-NIPeBpaLLaoLLEero dep- reH UGT1A1
meHTa (ACE,AGT)
Cunppom Kpurnepa-Haiispa®
MHTepenelikuH 28 6eTa - IL28B, reHoTMNMpOBaHKe 7010UGl Mccnenosanume MyTaumii B reHe ypuauHandocdarrniokypo- 060 @
MccnenoBaHue ByX reHeTUUECKMX MapKepOB, Onpeaensio- Huaasel 1 ("BbinonHaeTca no pesynbratam Tecta 7003UGI)
Wmnx 3HEKTUBHOCTb Ie4eHNs XpoHUuYeckoro renatuta C
2447 MHTEPHEPOHOM U PUBABMPUHOM 9784 @ Meproanyeckas 6onesHb
(3an0nHeHNe «AHKETbI MONEKYSIPHO-TEHETUYECKOrO 7012MEI MccnenosaHme YacTbix MyTauuil B reHe CEMeNHOM 060 @

nccnenoBanus» He Tpebyetcs!)

cpeansemMHoMopcKor nuxopanku (MEFV)

06bEM naﬁopaToprlx UCCNe0BaHMM, 3aKa3aHHbIX [auneHToM cornacHo HacTosalemy 6naHKy, onpe,qenéH [MaLneHTOM caMOCTONATENbHO, @ UX BbINONHEHUE onpeaenaeTca opraHusa-

LIMOHHO-TEXHMYECKMMM BO3MOXHOCTAAMM McnonHuTens.

Hacroswmm noaTteexaato, 4To S MMen(a) BO3MOXHOCTb 334aBaTb Bonpockl pabotHuky MOOO «Hesasucumas nabopatopus MHBUTPO», kacatowwmecs 3akasaHHbIX MHO fabopaTop-
HbIX UCCNEA0BAHUM, M Ha BCE BOMPOCHI MONYYMA(a) McueprbiBatoLLue OTBETbI. [laHHbIe, yka3aHHbIe B HACTOALLEM G1aHKe, SB/SIOTCS MPaBU/IbHLIMM U OCTOBEPHBIMU.

I'IpeaHanMTquCKwe TpeﬁOBaHMﬂ MHOI COBNIOAEHbI U MHE Pa3bACHEHO, YTO HecobnopeHue YKa3aHHbIX TpeﬁOBaHMﬁ MOXET NOBJINATb HA PE3YNbTaT BbINOJIHAEMOrO naﬁopaTopHoro

nccnenoBaHus.

noanuck/pacwndposka

/

uucno mecay

06pasLibl B3ATOr0 y MeHs GUONOTUYECKOrO MaTepuana MapkMpoBaHbl COTPYAHUKOM MCMONHUTENS B MOEM MPUCYTCTBUM.

Moanuch nauneHTa

noAnuce/pacumppoeka

Moanuck ncnonHutens

noanuce/pacndposka

CneumanbHble 0603HaYeHUA:

o - npobupKa C CUPEHEBOI KPbILLKO#M

r @ - npobupka 4,5 MN C CUPEHEBON KPBILIKO# W KeNTbIM KOMbLOM C renem
4 @ — npobupka 4,5 M1 C CUPEHEBO KPBILUKO# M YEPHBIM KObLIOM

— npobupka C 3eneHoi KpbilwKoi 6e3 rens

124m

C onucanuem

— uccnenosaHue € onucaHuem pesynerata
Bpa4yoOM-reHeTMKoM (3EI'IOI1HEHME «AHKeTbI
MONeKynspHO-reHeTu4eckoro MCCﬂeﬂ,OBaHMﬂ»)

1241T1/B3 — uccneposaHue 6e3 onucaHus pesynsrata
Ge3 onwcakus BPaYOM-TEHETUKOM («AHKETa MONEKYNSAPHO-
reHeTUYECKOro UCCNEA0BaHMA» He HyXHa!)

/

uyucno Mmecay

/

yucno Mecay

06s3aTenbHbl K 3aM0/HEHUIO:
— HanpaBuTeNbHbIN GNaHK C aHKETON Ans
MccnenoBaHmMs kapuotuna

— aHKeTa MONeKynspHO-reHeTu4yeckoro
uccnenoBaHus

/

roa
/

roa
/

roa



