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ONPEOENEHME TEHETUYECKIM OMOCPEAOBAHHOIO PUCKA PA3BUTUA OHKOTOTMYECKOMO 3ABOJIEBAHMSA
(] L003 Pa3BepHyTas nNaHe/lb ANA AMArHOCTUKH BPOXACHHOI TMNEPIIasHH HAANIOUEUHNKOB []1L013  rexonmarsoctuka anpeHorenuTanbHoro cuiapoma (11 Myrauwii B rene CYP21A2)
(15 myrauwii CYP21A2) OnpepieneHms reHeTHIECKIX NONUMOPGUIMOB, ACCOLMMPOBAHHBIX C PUCKOM Pa3BUTHA paka
YyBCTBUTENLHOCTb CTEPOMAHDIX PELLENTOPOB (ICTPOreH, MporectepoH), 5 nonumopdmusmos: D L066 MO/I04HOI Jenesbl 8 Touek: )
[] /L0221 ESR1 (Xbal polymorphism; Pvull polimorphism; Btgl polymorphism), PGR (PROGINS allele; (BRCA1:185delAG, BRCA1:4153delA, BRCA1:5382insC, BRCA2:6174delT,
r5608995), BRCAL:3819delGTAA, BRCAL:3875delGTCT, BRCAL: Cys6 1Gly, BRCAL:2080delA).

[] LO66R 3akniouenve. Pck passuTis paka MONOUHOM Xene3bl,

I-012 leHeTHueckas npeapacnonoXeHHOCTb K TrMpCyTU3MY U rUnepaHAporeHun
(CYP21A2CYP21A2*8 (Pro30Leu))

O

CEPEYHO-COCYIMCTAS CMCTEMA, TPOMBO3bI

Onpepenexye NOAUMOPQHUIMOB, ACCOLMMPOBAHHBIX C PHCKOM Pa3sBHTHS TPOMBODHAMM Onpepenexne NonMMoOpU3MOB, aCCOLMMPOBAHHDIX C PUCKOM Pa3BUTHA apTepUanbHOi
L150 (8 nonumopdmsmos): (F2: 20210 G>A, F5: 1691 G>A, F7: 10976 G>A, F13A1 G>T, D L160 runeptensuu 9 nonumopdmamos: ADD1 (1378 G>T (Gly460Trp)), AGT (704(803) T>C
FGB: -455 G>A, ITGA2: 807C>T, ITGB3: 1565 T>C, SERPINE 1 (PAI-1: -675 5G>4G). (Met235Thr)), AGT (521 C>T (Thr174Met)), AGTR1 (1166 A>C), AGTR2 (1675 G>A), CYP11B2

(-344 C>T), GNB3 (825 C>T (Ser2755er)), NOS3 (-786 T>C), NOS3 (894 G>T (Glu298Asp).
L160R  3akntouenue. Puck passuTus apTepuanbHoi runepTeHsuu.

Onpegienexne NoAUMOP(H3MOB, ACCOLMMPOBAHHDIX C HAPYLUIEHUAMM (ONATHOTO LUUKNA
(4 nonumopdusma): MTHFR (677 C>T (A222V)), MTHFR (1298 A>C (E429A)), MTR (2756
A>G (D919G)), MTRR (66 A>G (122M)).

L165R | 3akntouenue. Hapywenus donatHoro uukna.

L150R | 3akntouenue. Puck passuTus TpomBodmnmm.

1152 Puck passutus Tpom6odunnm paciumpenHbiii: (Mytaumum 8 reqax F2, F5. Monumopdu3smbl B D
rexeax F7, F13A1, FGB, ITGA2, ITGB3, SERPINE1, MTHFR, MTR, MTRR). D L165

L152R | 3akniouenue. Puck paseutig TpoMGODUANM PACLIMPEHHBIIA.

L155 CKNOHHOCTb K TPOMGO3aM Npu 6epeMeHHOCTH (MUHMMaNbHas NaHenb: 2 nonuMMopgusma):
(F2:20210 G>A, F5: 1691 G>A).

L155R | 3akniouenme. CknoHHOCTb K TPOMBO03aM Npu GepeMeHHOCTH.

HACNECTBEHHbIE 3ABOJIEBAHNA

1200 Heneperocumoctb nakro3bl. Onpeaenetue noNMMOPQHU3MOB, ACCOLMMPOBAHHDIX L211 Tlenotunuposanue PNPLA3 npu HEanKoronbHOM CTeatorenarute neveHu
€ HapylueHnaMy oGMena nakTo3bl: (MCM6 (-13910 T>C)) L2418 TeHopmarHocTuka cunppoma Maptuea-Benna (nomkas X-xpoMocoma)

L200R 3akniouenve. HenepeHocumocTb naKToss. TeHeTuueckas npeapacnono)eHHOCTb K MyKOBUCUMAO03Y 5 nonumopdu3mos B reke CFTR:
1201 MeraGomsm u syscramrensocrs K Kodhewny: (onumopous b rexax CYPIAZC-163CA, 1219 F508Del; delta508; [Delta F508]; 21-KB Del; CFTRdele2,3(21kb); 2143DelT; [Leu671Terfs];
ADORA2Ac.1083TC). G551D; Gly551Asp; [1652G>A; G511D]; Trp128Ter; W1282X.

L201R  3akniouenwe. Metabonuam 1 4yBCTBATENbHOCTS K KOGeHY. L223  MonekynsipHbiit CKpUHUHF Ha MUKpOAENELMH/MUKPOAYNMKALMM XPOMOCOM (30 cHHAPOMOB)

(OAPMAKOTEHETMKA

Bapdapuu Onpegenenue nonMMopU3MOB, ACCOLMMPOBAHHBIX C MeTaBonM3MOM BapdapuHa
L250 | 4 nonumopdmama: CYP2C9 (430 C>T (Arg144Cys)), CYP2C9 (1075 A>C (Ile359Leu)),
CYP4F2 (1347 C>T (Val433Met)), VKORCL (-1639 G>A)).

L250R| 3akntouenne. Bapdaput. Metabonmsm sapdaputa.

HLA-TUNPOBAHME

L400 HLA B27 (HLA renotnnuposanme | knacca, MLP)

L400R  3akniouenue. HLA B27 (HLA renotunuposanue | knacca, MLLP).

L405  HLA reorunuposanue (B51, 6onesub Bexuera)

L406  HLA renotunuposanue (DQ2/DQS npu uenmaxmm)

L407 | lenetnueckas npeapacnonokeHHocTs Kk ncopuasy, 2 nonumopdmsma: IL10 (A-1082G), TNF (G-308A).
G090 Tewbi HLA Il knacca nokyc DRB1

G095 | e HLA Il knacca nokyc DQAL

G100  Tenbi HLA Il knacca nokyc QRB1 ‘

L202 n pcw3M reHa peuentop D: (VDR283 AG (Bsml)).

L202R | 3akniouenue. Mommmopduam rexa peuentopa sutamuta D.
1207 Hacnencreennbiit HFE-accouunpoBaHHblii reMoxpomaros.
(Femoxpomartos | Tuna)
L207R 3akntouenue. Puck passutns HacneactsenHoro HFE-accoumumpoBaHHoro reMoxpoMarosa
(femoxpomarto3 | Tuna).

1210 Cunppom Xunb6epa.
Onpepenenve uHcepuum (Bapuanta UGT1A1*28) B npomotopHoii o6nactu reva UGT1A1

L210R | 3akniouenue. Curapom Xunbbepa. OnpegeneHue uHcepLumuM.

FEHETUYECKMI PUCK HAPYLLEHMA PENPOLYKTUBHOM OYHKLIAW

Mykckoe 6ecnnoaue: OnpeaeneHue reHeTMMECKMX MPUUMH asoocriepMum 8 nonumopdumoB:
AZFa; USP9Y (AZF microdeletions; AZFa), AZFa; XGPY (AZF microdeletions; AZFa), AZFb;
DYS218 (AZF microdeletions; AZFb), AZFb; DYS224 (AZF microdeletions; AZFb), AZFb;

L350 RBMY1D (AZF microdeletions; AZFb), AZFc; CDY1B (AZF microdeletions; AZFc), AZFc;

DAZ1 (AZF microdeletions; AZFc), AZFc; DAZ1 (AZF microdeletions; AZFc), SRY; Y-control
(AZF microdeletions; Y control marker), ZFY; XY-control (AZF microdeletions; XY control marker)).
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D L350R | 3akniouenue. Myxckoe Gecnnopue (MpuuHbl a3ocnepmum).

P> LUMTOTEHETUYECKME UCCIELOBAHMA
[] L505 | Aanus kapuotuna.
U

L506 | Avanus kapuoTuna c abeppauuamu

MATEPUAJ HA UCCNELOBAHVUE NPUHUMAETCS TONbKO [ NpoBupxa c SATA (¢monetosas Kpbiluka)
B KOHTEAHEPAX W IPOBMPKAX, MPELLOCTABJIEHHDIX JIAGOPATOPYEN! ] Npo6upka c renapuHom (senéHas Kpbiluka)

Bo3HuknM BOMPOCHI NO 3aN0NHEHMHO AaHHOTO bnaHkal?

CMoTpuTe 0ByyaloLLee BUAEO Ha HalweM caiTe https://bionlab.ru B pa3nene «YuebHblii LEHTPY.




