000 «MHBUTPO», 125047, r. MockBa, yn. 4-as Teepckas-fimckas, A. 16, kopn. 3
Ten./dakc: (800) 200 363 0, (495) 363 0 363, www.invitro.ru

3anonHsTe TOJIbKO NMEYATHbLIMU 6ykBamu
3aKasumK:
MauneHT:

[aTa poxaeHus: Mon: Homep nonuca:

yucno mecay roa MY>XX OKeH

Ten./mo6.:
e-mail: Koaosoe cnoso:
AwvarHos:

[aTta Hauyana 3aboneBaHus:

MpuvHUMaemMble
npenapaTbl:

®UO Bpava:

MpeaynpexzaeH(a) o mpaBuiax NOArOTOBKM Mepes B3sST1eM u(uin) npuémom 6nomaTepuana.

C faHHbIMK BnaHKka o3HakoMseH(a), MpeTeH3unli He nMelo.

SINSE

VHBUTPO

Homep OK:

LTpux-koa:

Mpobupka(n) npomapkmupoBaHa(bl) B MOEM MPUCYTCTBUW.

FTEHETUYECKUE NPEAPACIMOJIOXXEHHOCTHU

yncno

mecsy

BHUMAHME! «AHKeTa MOJIEKY/IIPHO-reHETUYEeCKOro nccrienaoBaHusa » 415 uccneaosaHnini ¢ wngpom 63 B Homepe HE HYXKHA!!!

101rmm

101rmx

102rmm

102rmx

103rmm

1031

104rn

105rn

1o0ern

145rn
C onncaHuem

145IM/B3
6e3 onuncanHusa

i1iorn

C onncaHnem

110rn/e3
6e3 onuncanusa

CneuunanbHblie 0603HavYeHun:

060 — Homep KoHTelHepa 1450 — UccneaoBaHWe C onucaHueM pesynbTaTa BpauoM-reHeTUKOM
® — nNpobMpKa C CUPEHeBo KPbILLKON C onvcaHnem (06s3aTenbHO 3amnonHeHne <AHKETbI MOJIEKY/ISIPHO-TEHETUYECKOrO UCCIEA0BaHNS»)
— npo6upka C 3eneHoit KpbilKoit 6e3 rens 145MM/B3 — wuccnepoBaHune 6e3 onncaHus pesybTaTa BPayoOM-reHeTUKoM
6e3 onucanmns  («AHKETa MOMIEKYIAPHO-TEHETUYECKOr0 UCCNIeA0BaHUs» HE HyXHa!)
Ob6s3aTenbHbl K 3aN0IHEHWIO:
— HanpaBuTenbHbIN 61aHK C aHKETOM ANst UCCNEAOBAHWS KapuoTuna — AHKeTa MOJIEKY/ISIPHO-FEHETUYECKOrO NCCIEA0BaHMS
— WHbOPMUPOBaAHHOE COorfacue Ha MONeKYSPHO-reHeTUYECKOE UCCNeaoBaHne

FeHeTnueckue VIP-npocpunn
(Mpogunan 102ITIM n 102 TI)K 3aKa3biBaOTCS BMECTE)

MonHoe reHeTyeckoe obcneaoBaHne AN MY>XUYNH

reHbl ACE, AGT, F2, F5, ApoE, MTHFR, MTRR, MTR, NOS3, FGB, ITGB3, ITGA2, GP1BA, CYP2C9, GSTT1, GSTM1, GSTP1, LCT, CALCR,
COL1A1, CFTR, GIB2, PAH, SMN, RHD, HLA II, VKORC1, NAT2, BRCA1, BRCA2, DLG5, NOD2, POMC, UGT1A1, DAT, OPRM1, ANKK1,
ALDH2, ADH2, VDR, AR, CFTR; AZF-pernoH; Kapuotun

MonHoe reHeTuyeckoe obcnenoBaHme Ansl KEHLWNH

reHbl ACE, AGT, F2, F5, ApoE, MTHFR, MTRR, MTR, NOS3, FGB, ITGB3, ITGA2, GP1BA, CYP2C9, GSTT1, GSTM1, GSTP1, LCT, CALCR,
COL1A1, CFTR, GIB2, PAH, SMN, RHD, HLA II, VKORC1, NAT2, BRCA1, BRCA2, DLG5, NOD2, POMC, UGT1A1, DAT, OPRM1, ANKK1,
ALDH2, ADH2, VDR; kapuotun

MonHoe reHeTuyeckoe obcnefoBaHMe Cynpy>Xeckoln napbl (MyxX4nHa)*

rembl ACE, AGT, F2, F5, ApoE, MTHFR, MTRR, MTR, NOS3, FGB, ITGB3, ITGA2, GP1BA, CYP2C9, GSTT1, GSTM1, GSTP1, LCT, CALCR,
COL1A1, CFTR, GJB2, PAH, SMN, RHD, HLA II, VKORC1, NAT2, BRCA1, BRCA2, DLG5, NOD2, POMC, UGT1A1, DAT, OPRM1, ANKK1,
ALDH2, ADH2, VDR, AR, CFTR; AZF-pernoH; Kapuotun

*3aka3biBaeTcs BMecTe ¢ rnnpogunem 102K

MonHoe reHeTnyeckoe obcnenoBaHme Cynpy>XXeckon napbl (KeHwuHa)*

reHbl ACE, AGT, F2, F5, ApoE, MTHFR, MTRR, MTR, NOS3, FGB, ITGB3, ITGA2, GP1BA, CYP2C9, GSTT1, GSTM1, GSTP1, LCT, CALCR,
COL1A1, CFTR, GJB2, PAH, SMN, RHD, HLA II, VKORC1, NAT2, BRCA1, BRCA2, DLG5, NOD2, POMC, UGT1A1, DAT, OPRM1, ANKK1,
ALDH2, ADH2, VDR; kapuotun

*3aka3biBaeTcs BMecTe c npogpunem 102TIM

[MonHoe reHeTnyeckoe obcnenosaHne pebéHka (Masibynk)

rembl ACE, AGT, F2, F5, ApoE, MTHFR, MTRR, MTR, NOS3, FGB, ITGB3, ITGA2, GP1BA, CYP2C9, GSTT1, GSTM1, GSTP1, LCT, CALCR,
COL1A1, CFTR, GJB2, PAH, SMN, RHD, HLA II, VKORC1, NAT2, BRCA1, BRCA2, DLG5, NOD2, POMC, UGT1A1, DAT, OPRM1, ANKK1,
ALDH2, ADH2, VDR, AR, CFTR; AZF-pernoH; kapuotun

MonHoe reHeTnyeckoe obcneaoBaHne pebéHka (AeBoyka)

rembl ACE, AGT, F2, F5, ApoE, MTHFR, MTRR, MTR, NOS3, FGB, ITGB3, ITGA2, GP1BA, CYP2C9, GSTT1, GSTM1, GSTP1, LCT, CALCR,
COL1A1, CFTR, GJB2, PAH, SMN, RHD, HLA II, VKORC1, NAT2, BRCA1, BRCA2, DLG5, NOD2, POMC, UGT1A1, DAT, OPRM1, ANKK1,
ALDHZ2, ADH2, VDR; kapwotun

06pas >KU3HU U reHeTuYeckue akTopbl

300pOBbIA 06pa3 KN3HN CI%EECF.CI,HMQM OnacHoCTb Npu NpUéme opanbHbIX

rerbi ACE, AGT, F2, F5, ApoE, MTHFR, MTRR, KOHTPALENTUBOB

MTR, NOS3, GSTT1, GSTM1, GSTP1, NAT2, ITGB3, | 060 @ 118IM/B3  rcpni F2, F5

ITGA2, GP1BA, FGB, UGT1A1, DAT, OPRM1, ANKK1, 6é3 onvcanus ’

ALDHZ, ADH2 134

4 340poB C onucaHunem Puck pPa3BUTUA paKa NMpu KypeHuu

rensi F2, F5, ApoE, MTHFR, MTRR, MTR, ACE, AGT, ° 134ITY/B3 - renel GSTTL, GSTML, GSTPL NATZ

GSTT1, GSTM1, GSTP1, NAT2, UGT1A1, AR, CFTR; A 060 3erm

AZF-pernoH

P c onucanMeM | HeoBX0AMMOCTb 3aLunThl KOXW Npu 3arape

Al 3poposa 135[M/B3  rewsi GSTT1, GSTM1, GSTP1, NAT2

rembl F2, F5, ApoE, MTHFR, MTRR, MTR, ACE, AGT, n 6e3 onvcanus

GSTT1, GSTM1, GSTP1, NAT2, BRCAL, BRCA2, 060 ® 136 i i

UGT1A1 Comncannem TIPMEM XapeHbIX U KOMUYEHbBIX NPOAYKTOB
N pUCK pa3BUTUS paka

OueHKa pUCKOB, CBSI3aHHbIX C UHTEHCUBHOW 060 @ %;Sorlﬂd/cgam renbl GSTT1, GSTM1, GSTP1, NAT2

dur3nyecKor HarpysKom

rerbi ACE, AGT, F2, F5, ApoE, MTHFR, MTRR, MTR, HeneneHOCUMOCTb MOMOKa

NOS3, ITGB3, ITGA2, GP1BA, FGB 060 ® 7691A-LC  [OTEHS

MoaroTosKa k onepaLun 227 ® Ia o ANKOTONW3M 1 HAPKOMaHUst — CKNOHHOCTb
K pasBuTUIO: NONHasa naHenb

res MTHFR, MTRR, MTR, F2, F5 227 @ 151MM/B3  repsi DAT, OPRM1, ANKK1, ALDH2, ADH2

6e3 onucaHus

6naHk pgeicteyet ¢ 01.03.2016
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109rn

108rn
C onucaHuem

108IM/63
6e3 onucaHus

131rn
C onncaHuem

131rn/63

6e3 onucaHus

139rn
C onucaHuem

139Imn/63
6e3 onucaHus

140rn

C onucaHuem

140rn/63
6e3 onucaHus

137rn

C onucaHuem

137IM/B63
6e3 onucaHus

141rn

C onucaHuem

141rn/63
6e3 onucaHus

7802CY

118rn

C onucaHuem

118rM/B3

6e3 onucaHus

120rn
C onncaHuem

120rn/B63

6e3 onucaHus

124rn
C onvcaHuem

1241M/63
6e3 onucaHus

1244rn

107rn

146rn

7661
C onucaHuem

766163
6e3 onucaHus

PenpoayKTUBHOE 3A0pOBbe

XXeHckoe 6ecnnoaue

M OCNIOXHEHUs1 6epeMeHHOCTH
reHbl F2, F5, MTHFR, MTRR, MTR, ACE,
AGT, RHD, HLA II; +kapuotun

Xouy cTaTb MaMom:
OCNOXHEHNsI 6epeMeHHOCTM
remsi F2, F5, MTHFR, MTRR, MTR,
ACE, AGT, RHD

CKNOHHOCTb K TpoMb603aM npu
6epeMeHHOCTU — MUHUMarbHasa naHenb
reHbl F2, F5

lecTo3bl M eTonNaueHTapHas
HeA0CTaTOYHOCTb
renbl ACE, AGT, MTHFR, MTRR, MTR, F2, F5

MpuBbIYHOE HEBbIHALLMBaHNE
6epeMeHHOCTU (B T.Y. CK/IOHHOCTb
K TpoM603aM nNpu 6epeMeHHOCTU:
paclimnpeHHas naHesb)

reHbl MTHFR, MTRR, MTR, F2, F5

BO3HUKHOBEHWE U30/IMPOBAHHBIX
NMOpOKOB PasBWUTUA Yy MoAa
rensl MTHFR, MTRR, MTR

TpoMboTUYECKME OCNOXHEHUS
npun ctumynauunm osynayum
reHnl F2, F5

AZLpEeHOreHnTanbHblA CUHAPOM
reH CYP210HB

OnacHocTb Npw npuéme
opasibHbIX KOHTpaLEenTuBoB
reHsl F2, F5

O6MeH (onmeBor KNCNOTbI
reHbl MTHFR, MTRR, MTR

HacneactBeHHble Crlydan paka MOMOYHOM
Xenesbl U/ SUYHUKOB, 2 TeHa
reHbl BRCA1, BRCA2

HaCﬂEﬂCTBeHHbIe cnydau paka MOJIOYHOM
xenesbl /M SUYHUKOB, 4 reHa
rerbl BRCA1, BRCA2, CHEK2, NBN

My ckoe 6ecnnoane
AR, CFTR; AZF-pervoH; kapuotu

FeHeTnyeckmne dakTopsbl
MY>CKOro 6ecnnoaus
AR, CFTR; AZF-pervnoH

HapyleHus cnepmaToreHesa:
nosiHasa naHesb
AZF-pernoH
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7821RH

7207
C onvcaHuem

720763
6e3 onncaHusa

7831HL

1334

11ern

2447

19orn
C onvcaHuem

19I1M/B63
6e3 onuncaHusa

114rn
C onucaHuem

114Irn/63
6e3 onucanusa

123rn
C onncaHuem

123rM/B63

6e3 onucaHus

125rn

C onucaHuem

125M/B63

6e3 onncaHusa

138rn
C onvcaHuem

138IM/B3
6e3 onncaHusa

122rn
c onvcaHuem

122IM/63
6e3 onncanusa

7201
C onncaHuem

720163
6e3 onncaHusa

Pe3yc-cakTop

OnpepeneHune pesyc-daktopa
3anonHeHne «AHKETbI MOJIEKYJIAPHO-FrEHETUYECKOI O
uccnegoBaHuss» He Tpebyetcs!

OnpeseneHue reHoTuNa no pesyc-dakropy

UMMyHOreHeTuka

TunuposaHue reHos cuctembl HLA II knacca
nokycel DRB1, DQA1, DQB1

3anonHeHne «AHKETbI MOJIEKYJIAPDHO-FrEHETUYECKOIo
uccnegoBaHusi» He Tpebyetcs!

MOJ‘IeKyJ‘IﬂpHO-FeHeTW—IECKOE nccnegoBaHue
HLA-B27

(mapkep 6one3Hn bexTepesa)

3anonHeHne «AHKETbI MOJIEKYJISIPHO-reHeTUYECKOro
nccnenosaHus» He Tpebyercs!

HacneactBeHHas npeapacnofioXeHHOCTb
K caxapHomy aunabeTy 1 Tuna no Tpem
nokycam reHos cuctembl HLA II knacca
s1oKycel DRB1, DQA1, DQB1

NHTepneikuH 28 6eta — IL28B,
reHoTunnupoBaHune

UccnenosaHme ABYX reHETUYECKUX MapKepoB
onpegensmx 3pheKTUBHOCTL J1e4eHUS
XpoHu4eckoro renarnra C nHTepphepoHoM

u pnbaBMpuHOM

3anonHeHne «AHKETbI MOJIEKY/ISIPHO-reHETUYECKOro
uccnegoBaHuss» He Tpebyetcs!

CucreMa cBepTbiBaHUSI KPOBU

PaCLUVIpeHHOe nccnegoBaHme reHoB
CUCTeMbl reMocTasa

rembi F2, F5, MTHFR, MTR, MTRR, F13A1, FGB,
ITGA2, ITGB3, F7, PAI-1

Tpom603bi:
paclwmpeHHas naHenb
reHsbl F2, F5, MTHFR, MTRR, MTR

Tpom603bi:
COKpaléHHasa naHesnb
reHbl F2, F5

DdubpurHoreH
reH FGB

f'mnepromouncTenHemms
reHbl MTHFR, MTRR, MTR

Mvneparperauusi TpoM60UNTOB
reHbl ITGA2, GP1BA

TpombouuTapHbI peuentop dubpurHoreHa
reH ITGB3
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11irn

129rn
C onucaHuem

129rn/63
6e3
onucanHus

121rn
C onncaHuem

121rn/e3
6e3
onncaHmna

7611

C onu1caHuem
7611B3
6e3
onncaHuna

144rn

C onucaHvem
1441rn/63
6e3
onucaHus

143rn
C onvcaHuem

143rM/63
6e3
onucanHus

7641A-AP

117rn

7691LC

7641B-AP

113rn
112rn

128

124rn
C onncaHnem

124rN/63
6e3

onucaHusa

1244rM

154rn
C onncaHuem

154M/63
6e3
onncaHunsa
7004MR

7006A2

7005B2

7262PH

7260PH

BonesHu cepaua u cocynos

CepaeyHo-cocyancTble 3a6oneBaHmns
rewbl ACE, AGT, F2, F5, ApoE, MTHFR, MTRR, MTR,
NOS3, ITGB3, ITGA2, GP1BA, FGB

ApTepuanbHasa runepTeH3nsa nosHas naHenb

reHbl ACE, AGT, NOS3

ApTepMaanaﬂ rmnepTeH3nsa, ceda3aHHasa

C HapyuweHunsamun B DEHMH-aHI’VIOTeHBVIHOBOﬁ
cuncreme

reHbl ACE, AGT

ApTepuanbHas rmnepTeHsuns, CBsi3aHHas

C HapyLleHuaMu B paboTe aHAOTENNANbHOM
NO-cuHTasbI

reH NOS3

NBC, nHdapkT Mnokapaa
revbl ITGA2, GP1BA, ACE, AGT, NOS3, ApoE

MweMnyecknin MHcynbT
renbl ITGB3, ITGA2, GP1BA, FGB

ATepocknepos
reH ApoE
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Bosie3HM >KenyAoYHO-KMLLIEYHOro TpakTa

BonesHb KpoHa
reHsl DLG5, NOD2, OCTN1, OCTN2

NakTa3Has HeAoCTaTOYHOCTb
reH LCT

060 ®

060 ®

Bone3sHu LeHTpasbHOW HEPBHOW CUCTEMbI

BonesHb AnbLurelimepa
reH ApoE

OHkonorunyeckme 3abosneBaHus

OHKonornyeckme 3abosieBaHnS y XeHLMH
reHbl MTHFR, MTRR, MTR, GSTT1, GSTM1, GSTP1,
NAT2, BRCA1, BRCA2, CHEK2, NBN

OHkonorunyeckune 3aboneBaHus Y MY>X4UH
reHsi MTHFR, MTRR, MTR, GSTT1, GSTM1, GSTP1,
NAT2, AR

OHKoONnormnyeckune 3a60neBaHm|, CBA3aHHble
C TOKCUMHaMM OKpYyatoLwen cpeabl
reHbl GSTT1, GSTM1, GSTP1, NAT2

HacnencTteBeHHble cnydaun paka MOJTOYHON
XXenesbl VI/MJ'IM ANYHUKOB, 2 reHa
reHbl BRCA1, BRCA2

HacnencteeHHble cilydan paka MOIOYHOM
Xenesbl /U SMYHUKOB, 4 reHa
reHbl BRCA1, BRCA2, CHEK2, NBN

HacnepacTteeHHble cnyyan BRCA-accouunmpo-

BaHHOIO paka Yy MY>X4MH, 2 reHa
reHbl BRCA1, BRCA2

CeMenHbIN MeaynnsipHbIN pak WUTOBUAHOM
xenesbl
9K30HbI 10,11,13, 14, 15 reHa RET

CVHAPOM MHOXeCTBEHHOW SHAOKPUHHOWN
Heonnasum 2A Tvna
9K30HbI 10, 11 reHa RET ripn M3H 2A

CVMHAPOM MHOXECTBEHHOW SHAOKPUHHOWN
Heonnasuun 2B Tuna
3K30H 16 reHa RET nipyn M3H 2B 4.m.

Mapkep pa3BuTusi Ph’-HeraTuBHbIX XpoHuYe-
CKMX MnenonponudepaTnBHbix 3abonesaHum

(XMM3): kayecTBeHHas oUeHKa Hannuus
comaTtuyeckon mytauum 617F
reH JAK2

Mapkep pa3BuTtusa Ph’-HeratmBHbIX XpoOHUYe-
CKMX MuenonponundepaTnBHbIX 3aboneBaHni

(XMN3): KonnyecTBeHHOE onpeneneHune
COOTHOLWWEHWUS HOPMasibHOrO U MYTaHTHOIO
annenen 617V/617Fa

reH JAK2
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151rn
C onuncaHueM

151rn/B3
6e3 onuncaHusa

152rn
C onucaHuem

152rM/B3

6e3 onucaHus

149rn
C onucaHuem

149rn/B3
6e3 onuncanusa

7030A-DAT
C onvcaHuem

703063

6e3 onuncanusa

i50rn
C onucaHuem

150rn/63
6e3 onuncaHua

11ern

7258
C onucaHuem

725863
6e3 onuncanusa

7003UG

153rn
C onucaHuem

153rM/63
6e3 onuncanusa

115rn

C onncaHmnem

115M/B3
6e3 onuncaHusa

7014A-VDR
C onncaHnem

701463
6e3 onuncanus

12orn

C onvcaHuem
120rmM/63

6e3 onuncaHua

7691LC

7779

AnKoOroJibHasi U HapKoTU4YecKasi 3aBUCMMOCTb

ANKOrosi3M U HapKOMaHus —
CKJTOHHOCTb K pasBuUTUIO:

nonHasa naHenb

reHsl DAT, OPRM1, ANKK1, ALDH2, ADH2

ANKOro/IU3M Y HapKOMaHUs:
COKpaléHHas naHenb 6e3 reHeTnkm
MeTabonusma ankorons

reHbl DAT, OPRM1, ANKK1

AnKoronusm un HapKOMaHuA:
TAXECTb q)VI3VI'-IecK0ﬁ 3aBUCUMOCTHU
reHbl OPRM1, ANKK1

ANKoronusm un HapKOMaHWUA: CKNIOHHOCTb
K MCUXOOrMYECKOM 3aBUCMMOCTUN OT
yn0Tpe6neva aJikorons u HapKoTuKoB
reH DAT

FeHeTMyeckune dakTopsbl
MeTabonmaMa ankorons
reHbl ALDH2, ADH2

HapyuweHus o6MeHa BewecTs

HacneactBeHHas npeapacnonioXeHHOCTb
K caxapHoMy aAnabeTy 1 Tvna no Tpem
nokycam reHos cuctembl HLA II knacca
sokycbl DRB1, DQA1, DQB1

CaxapHblii AnabeT NHCYMHHE3aBUCUMbIN
(caxapHbliti anaber 2-ro Tuna)
remHbl ADAMTS9, KCNJ11, KCNQ1, PPARG

CuHapom Xunbbepa
reH UGT1A1

OcTeonopos:
nonHasa naHesnb
reHbl CALCR, COL1A1, VDR

OcTeonopos:
cokpalléHHas naHenb
revbl CALCR, COL1A1

OcTeonopos:
peuenTop BuTaMnHa D
reH VDR

O6MeH (onmeBor KUCNOTbI
reHbl MTHFR, MTRR, MTR

NakTa3Has HeAoCTaTOYHOCTb
reH LCT

HacneacTBeHHbINM reMoxpoMaTos,
I Tun
reH HFE
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7201A-IT

7259BETA

7841A-VK

7601C-NA

7601B-NA

142rn

7003A-UG

7261D-CY

148rn

7261C-CY

133rn

7641C-AP

7601A-NA

dapmMmakoreHeTunka

ACI‘IVIpMH n NnaBuKC

eHeTuyeckmii Mapkép pe3ncTeHTHOCTH K aHTU-
arperaHTHoMi Tepanuu acriupmHOM 1 1aBMKCOM.
OrnipeaenerHne BapuaHTa rnoanMoppusmMa B reHe
TpombouumTapHoro pevernrtopa ¢pubpmHoreHa ITGB3

060 ®

BeTta-aapeHobnokaTopsl.
dapmakoreHeTuKka
reH CYP2D6

060 ®

BapdapwuH: paclumpeHHas naHenb
Ans noabopa A03bl.
reHbl CYP2C9, VKORC1, CYP4F2, GGCX

060 ®

vapana3MH U npoKanHamung

FeHeTnyeckne MapkEpbl MOBbILIEHHOIO pUcKa
pasBuTUSI BOJTHaHOYHOMOAOBHOIro CUHAPOMa

M renatoToKCUYHOCTU NpU nNpuéme KapanmoTPOrHbIX
npernaparos: rugpasiasvHa v rpokamHamuaa.
OnpeaeneHne BapuaHTOB MoIMMOPGHU3MOB reHa
N-auyetuntpaHcpepasb 2 (NAT2)

060 ®

N30HKMa3ng

eHeTnyeckne MapKképbl rMoBbILIEHHOIO pucka
pas3BuUTUSI MOJIMHEBPUTOB rpU Npuéme n30Hnasnaa,
CBSI3aHHbIX C HapylueHneM ero MeTabonm3ma.
OnpeaeneHne BapuaHToB oMMop@pU3MOB reHa
N-auetuntpaHcgepa3sbl 2 (NAT2)

060 ®

NHrnbutopsbl AM®, dnysBacTtaTuH,
6nokaTopbl peuentopos ATII
lporHo3upoBaHne HegponpoTeKTUBHOIoO 3¢ peKkTa
nHrnbutopos Al® npn HeanabeTndeckmx
3a6osieBaHUsIX. [eHeTuYeckne MapKépbl
3¢eKTUBHOCTH aTeHo/10/1a Npu apTepuarbHOM
runepTeH3nmn ¢ runepTpopueri 1eBoro xenyno4ka
nnm Tepanun payBacTaTMHOM NPy NLLIEMNYECKOM
6onesHun cepaua. OnpeneneHne BapuaHta
nonMMopgu3Ma B reHe aHrmoTeH3nH-
npespaujarujero pepmeHta (ACE, AGT)

060 ®

MeTabonmsm npuHoTEKaHa
ren UGT1A1 060 ®
NozapTaH/npbecaptaH

FeHeTuyecknii Mapkép pucka HapyLeHui
meTabosnm3ma 6710KaTopoB peLenTopos
aHrnoteHauHa II: noszapraHa n upbecapraHa ro
Tany ocnabneHus n YCcuaeHnsa mx rurnoTeH3nBHOro
,aeﬁCTBMﬂ, COOTBETCTBEHHO. Onpe/.]enemxle
BapuaHToB ﬂOﬂMMOqul/BMOB reHa yntoxpoma
CYP2C9

060 ®

MeToTpekcaT

leHeTnyeckne MapKEpsbI rOBbILLEHHOIO PUCKa
pasBuTUS MOBOYHbIX peakumii npu npuéme
meToTpeKkcaTa Ha (poHe Jie4eHns1 peBMaTongHoOro
apTputa. MeToTpekcaT HapyluaeT MeTabonsm
¢onuneBoii knucnotel. OnpegeneHne BapuaHToB
noMMop@dr3MOB B reHax (pepMeHTOB peakLmi
¢onatHoro ymnkna (MTHFR, MTRR, MTR)
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HeCTepOM,CI.HbIe npoTMBOBOCNANINTENIbHbIE
npenaparbl

leHeTnyeckmnii Mapkép MoBbILLIEHHOrO pUCcKa
pas3BuTusi MOOOYHbLIX peakLnii B (popMe ey A0YHbIX
KpoBoTeyeHu rnpu npueme HIBIM nbynpogeH,
TEHOKCMKaM, HarpoKCceH, HO He ANKIo(peHaK rno
TUMY BO3HUKHOBEHWS XKENYAOYHbIX KPOBOTEYEHMI,
CBSI3aHHbIX C HapyLleHneM nx MeTabosimsma.
OnpeaeneHne BapnaHToB MoMMOP@HU3IMOB B reHe
ymtoxpoma CYP2C9

060 ®

MeHnunnnammnH

FeHeTnyeckne GakTopbl yCUIEHNS KIMHUYECKOM
3¢PeKTUBHOCTU PN MPUMEHEHNN NEHNLNIIaMUHE
Ha ¢poHe ie4eHnss peBMaTonagHoOro apTpuTa.
OnpenenerHne BapuaHTa rnoamMMopgusmMa B reHe
Mio-1 ryTaTnoH-S-TpaHcgepasbl (GSTM1)

060 ®

CTaTuHbI

leHeTnyeckne hakTopbl yMEHbLUEHUS] NN YCHIIEHUS
K/IMHNYECKOK 3¢peKTUBHOCTU Npu NMPUMEHEHNN
cratuHoB. OnpeserneHne BapnaHToB
nosIMmMoppu3mMoB B reHe anonumnonporenHa E (ApoE)

060 ®

CynbdaHunammuabl/cynbdacanasvH
reHeTnyeckme MapKEpbl MOBbILLEHHOrO pUCKa
pa3BuTUs NO6OYHbIX peakyuii B popme avcrencuii
U XKesyAOYHbIX KPOBOTEYEHUI Npu rnpuéme
cy/nibpacanasnHa, CBsI3aHHbIX C HapyLIeHNem

ero metabonusma. OnpeseneHne BapmaHToB
nonumopgusmoB reHa N-auyetuntpaHcgepass: 2
(NAT2)

060 ®

0N

0N

o

7261B-CY

2447

dapMakoreHeTuka

CynbdOHUIMOYEBNHA 1N €€ NPON3BOAHbIE:
xnoprnponamMua, Tonasamua, rnuéeHknamung
n Tonbytamug

FeHeTnyeckuit Mapkép pucka passuTus
HexXxesiate/lbHbIX JIEKapCTBEHHbIX peakum/? no
TUIY TUMOITIMKEMUN 1IPU PUEME NepopasibHbIX
CaxapOCHMKaKLNX CPEACTB, CBS3aHHbIX

C HapyueHnem nx merabonunsma. OnpeseneHvne
BapnaHToB ﬂOﬂMMODd)M&JMOB reHa ynrtoxpoma
CYP2C9

060 ®

NHTepneikuH 28 6eta —IL28B,
reHoTunnupoBaHune

UccnenosaHme ABYX reHETUHECKUX MapKepoB
onpegensowmx 3¢pheKTUBHOCTL J1e4eHUs
XpoHudeckoro renaruta C nHTepgepoHom

u pnbaBMpuHOM

3arnonHeHne «AHKETbI MOJIEKY/ISIPHO-r€HETUYECKOro
uccnenosaHus» He Tpebyercs!
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CucreMa AETOKCMKaLMN KCEHOBGUMOTUKOB U KaHLIEPOreHoB

7261CY

7259CYP2D6

1iorn

7601

7003U-UG

12ern

7791

7988GIB2

7781

7771

7802CY

7003UG

7010UG

7012ME

Lmtoxpom CYP2C9

reH CYP2C9 060 ®
o ciapg o0 060 ®
Fen QT BaThes Bered 060 ®
L\;abjngpchcbepaaa 2 060 ®
YpuanuandochaTriioKypoHmaasa 060 ®

reH UGT1A1

HACNEACTBEHHbIE MOHOIFEHHbBIE
3ABOJIEBAHUSA U COCTOSAAHUA
(NoONHbIN NepeyeHb — CM. OTAENbHbIV 61aHkK)

OCHOBHble HacneacTBEHHble 3aboneBaHnsa
OnpeneneHne HOCUTENLCTBA YacTbIX MyTauuii

B reHax, OTBETCTBEHHbLIX 3@ pa3BuTne Hanbonee
YacTbIX ayTOCOMHO-PELeCCUBHbIX 3a60/1eBaHNi !
MYKOBUCLMAO3, HECUHAPOMAsIbHAsl HENPOCEHCOPHAas
TYroyxocCTb, QEHUIKETOHYPUS U CIIMHAa/IbHas!
amumotpogus (reHol CFTR, GIB2, PAH, SMN)

060 ®

MykoBucumnaos

AHann3 Hambosiee 4acTbix MyTauymii B reHe
TpaHcMeM6paHHOro perynsaTopHoro 6esnka
mykoBucympaosa (CFTR)

060 ®

HelipoceHcopHas HecvHApoManbHas
TYroyxocTb

AHann3 Hannm4dms MyTaunn B reHe KOHHeEKCUHa 26
(GIB2)

060 ®

DeHUNKEeTOHYpUS
AHanusz Hanbosiee YacTbix MyTaumii B reHe
peHnnanaHnH-4-rugpokcunassl (PAH)

060 ®

CnuHanbHas ammoTpodus

(tvnbl I, 11, III, IV)

AHanns Hann4ams MyTaL{Mﬁ B reHe BbI>KMBaemoctu
MoToHeripoHoB 1 (SMN1)

060 ®

Aﬂ,peHOreHMTaJ‘IbeIVI CUHOPOM
reH CYP210HB

060 ®

CuHapom Xunbbepa
reH UGT1A1

060 ®

CuHapom Kpurnepa-Hanapa*

UccnegoBaHne myTaumii B reHe ypuanHangocgpar-
/10Ky pOHUAa3b! 1

*BbiriosHseTcs no pe3ynstaram tecta 7003UG

060 ®

MNepuoanyeckasa 6onesHb
UccneagoBaHne 4acTbix MyTauumii B reHe cemMeriHok
cpeanseMHoMopcKowu imxopaakm (MEFV)

060 ®



