UeHTtpanbHbin HAW Snugemnonorun

LEHTP . MEANUNHCKUE
‘ MOJIEKYJIAPHOU AHAJIN3bI
OWNATHOCTUKU OKCMNMEPTHOIO YPOBHA

180013 leHeTUYeCKasa NPeapacnoNioKeHHOCTb K MHCYIMHHEe3aBUCMMOMY CaXxapHo-
My amnabety 2 Tuna. basosbiii npodunb. UccnepoBaHne nonumopdpunsmoB B reHax
KCNJ11 (K23E C>T), PPARG (P12A, C>G), TCFL2 (IVS3 C>T,1VS4 G>T).

O6Lue NOHATUSA reHeTUKN

OHK - nonnmepHas Monekyna, CoctosLas 13 NocnefoBaTeNbHOCTM HyKNeoTI0B, 0becneunBaloLian XpaHeHue 1 nepe-
[ayy 13 MOKONEHNSA B MOKONEHME reHeTUYECKOM MHOOPMALIN.

HYKJIEOTUL — CTpyKTYpHaa eamHnLa HyKNenHoBbIX KMCNoT. B coctas AHK BXxogAT 4 Hykneotuaa: afeHnH — A, TMMuUH — T,
ryaHuH — G, umtosuH — C.

I'EH — yuacTok Monekynbl [IHK, HeCylmi LIenocTHyo MHGOPMaLIMIO O CUHTe3e onpeefieHHOro NpofdyKTa (Yallle Bcero - 6enka).

TEHETUYECKINI KO — CBOMCTBEHHbIN BCEM KMBbIM OPraHi3MamM CNocob KOAMPOBAHUA aMUHOKMUCIOTHOM NOCefo-
BaTENbHOCTY OEMKOB NPY NOMOLM NOCIeA0BATENBHOCTY HYKIEOTNAOB; KOA, CBA3bIBAOWMIA KOMOMHALMIO 13 TPEX, pac-
NONOXEHHbBIX NOAPAL HYKNEeOTUAOB C ONpeAeieHHON aMUHOKUCIIOTON.

MHd)OpMaLLI/Iﬂ O nopAagke aMNMHOKNCIOT B Henke 3aKOAMPOBaHa NoC/1IeA0BaTE/IbHOCTbIO HYK1EOTMAOB B reHe. Kamuo:v\y

3 BO3MOMHbIX COYETAHUN TPEX CMEXHbIX HYKNeoTna0B (Tpl/II'IJ'IeTOB) COOTBETCTBYET OfjHa V3 aMNHOKMNCIIOT W CTHan
OCTaHOBKM C1HTe3a berka.

GCA AGA GAT AAT TGT ...

Nonumopdursmbl — BapunaHTbl nocneaoBatenbHocTer AHK (oTnnuatowmeca apyr oT Apyra 3aMeHor OHOrO HyKNeoTu-
[1a Ha ApYron, U3MeHeHVeM nopAaaKka HyKNeoTUAOB, BCTAaBKOW 1AM BbiNAAEHUEM OAHOMO UM HECKONBKUX HYKNeoT1aO0B),
BCTpeYatoLmeca ¢ 4acTtoTom He MeHee 1% B nonynAaymn.

OnHoHykneoTuaHbiv nonumopdusm (SNP) — nonumopdrsm, Npm KOTOPOM BapmaHTbl nocnefoBaTtenibHocTel [1HK oT1-
NINYAIOTCA B KOHKPETHOM MeCTe NOCNeA0BATENBHOCTM MO OJHOMY HYK1eoTuaY.

Monnmopodursm B yuyactke monekynbl IHK, Hecywem reHeTuyecKyto nHpopMaLuio (reHe), MoXKeT U3MeHUTb
nocnefoBaTe/ibHOCTb aMUHOKNCIOT 6eika, N3MEHMB NPV STOM CBONCTBA 6e/1Ka, YTO MOXKET OTPa3nTbCA Ha
ero pyHKuMN.



Monvmop®dram B yuacTkax Monekynbl [JHK, perynvpyouyx akTuBHOCTb reHOB, MOXKET, He MeHAS CBOMCTB Oenka, U3MEeHUTb
€ro KONMUYEeCTBO, YTO MOXKET OTPA3UTLCA Ha ero GYHKLMN.

NonumopdHble reHbl — reHbl, NpeAcTaBaeHHbIe B NOMNyAALUNN HECKOJTIbKVMK BaPWaHTaMK (annenamn).

Annenu — paznuyHble GOPMbl OIHOTO U TOTO XKe reHa, PacroNOXeHHbIe B OIVHAKOBBIX YUYaCTKaxX OfIHOM Mapbl XPOMOCOM,
KOTOPbIE PAa3NMYAIOTCA MO HYKNEOTUAHOW NOCNe0BaTENbHOCTY.

B 3aBMCMMOCTI OT yHac/ieqoBaHHbIX ajsiefiell BO3MOXHO roMo3UroTHoe (oT o6oux poautenen yHacneno-
BaHbl OAVIHAaKOBbIE ajuienn) WInN reTepos3uroTHoe (oT oTua U MaTepu yHacnefoBaHbl pa3Hble annenu) co-
CTOAHME OpraHu3ma.

loMo31roTHoe cocTosiHME — Hanuue ABYX OVIHAKOBbIX annenen (BapuaHTOB) OJHOIO 1 TOrO e NonMmopdrsma.

[eTepo3uroTHoe cocToaHme — HanMyve Pa3Hbix annener (BapuaHToB) OAHOMO M TOTO e NONMMopPdU3Ma.

BHUmaHue!

MynbrudakTopHble 3a6oneBaHna - 3a00NeBaHNA, PA3BMBAIOWMECA NPU HANMUUMK FTeHETUYECKOW NPeapacnonoXeH-
HOCTW 1 AencTBUM GaKTOPOB BHELLIHEW cpefbl.

O6Hapy»KeHre  reHeTu4Yecknx ocobeHHOCTell opraHW3ma B BUJE BbIABJIEHHbIX annenem pucka
He O3HayvaeT Hannuusa 3aboneBaHUA Ux ero 06sa3aTeNbHOro BO3HUKHOBEHUA.

Pe3yﬂbTaT reHeTn4yeCcKoro nccneoBaHnA Tpe6yeT KOHCYNbTaUMK Bpada-reHeTrKa nin Bawero Niedallero Bpada ana pe-
LeHrA BOMpocCa O BO3MOXHOM AOMONTHNTENTbHOM O6CﬂeﬂOBaHl/ll/l, Ha3Ha4yeHWn Tepanvn nnn I'IpOd)I/IJ'IaKTI/IL—IeCKI/IX Mepo-
MPUATUAX.

Kak «yntaTtb» pe3ynbTaT reHeTu4ecKkoro mccnep,OBava?

B nesom CTOJ'I6LI,€ B rpad)e «MapamMeTP» yKasaH aHanm3|/|pyeMb||7| I'IOJ'II/IMOpd)I/BM, Ha3BaHME reHa, y4aCToK 3aMeHbl.

B cpeaHem cTonbue B rpade «pe3ynbraT» yKaszaH reHoTUN nauneHTa.

Mapametp Pesynbrat PedepeHcHble 3HaueHuA

Ha3BaHwue nccnegoBaHs [oTOB

HazBaHue reHa, yu4acToK 3aMeHbl HyKNeoTuaa, 0bo3HavueHne no

GA YacTbin reHoTin B nonynAaumm - GG
pedepeHCHOMY CUKBEHCY YernoBeka (rs)

KommeHTapuii nabopatopum
[nAa vHTepnpeTaLmm pe3ynbTaToB UCCNeoBaHNA HEOBXOAMMA KOHCYNBTaLMS Bpada CreLmanigra.

Kak noHMmaTb pesynbTaTt uccnefoBaHus:
[eHOTMN O6CNeayemoro

N
G/G ( G/A ) A/A

Be3 ocobeHHoCcTen. Annenu pucka He | Annenb pUcKa NPUCYTCTBYET B reTepo- | Annesnb pycka NpUCYTCTBYET B FOMO3UIOTHOM
BbIABMEHDI. 3UFOTHOM COCTOAHMMN. COCTOAHUM.




MHTEpﬂpETaLI,I/IFI NoJIy4YeHHbIX pe3yJibTaTOB reHeTN4eCKoro ncaienoBaHuA
B 3aBUCNMOCTU OT reHOoTuMNa naymneHTa

180013 leHeTnYecKasa NpefpacnoNioXeHHOCTb K NHCYIMHHEe3aBUCUMOMY CaxapHO-
My anabety 2 Tuna. basosbin npodunb. MccnegoBaHue nonnmop¢drn3MoB B reHax
KCNJ11 (K23E C>T), PPARG (P12A, C>G), TCFL2 (IVS3 C>T ,IVS4 G>T).

Korga pekoMeHAOBaHO UccnegoBaHume:

1. Ha3HaueHvie nevatiero spava.

2. YcTaHoBNEHHOE 3ab0neBaHme NHCYNMHHE3ABMCKMBIM CaxapHbiM AnabeTom 2 Tvna (MH3C) y 6nm3Kkmx poacTBEHHMKOB.

3. MNeproanyecki BbIABIAEMOE NOBbILIEHE YPOBHA MHOKO3bl B KPOBW HATOLLAK.

4. HapyLueHme TONEPaAHTHOCTW K TIOKO3€ BO BPEMA 6epeMeHHocm.

5. Hannuve APYTMX HE3aBNCKMbIX d)aKTOpOB pncKa: 3aboneBaHuA ['IOJJ,?‘KeﬂyLlO‘-IHOlZ xKenesbl, ’MnoaAnHaMnA, OXxnpeHne

(MMT>30).

KCNJ11 (K23E C>T), rs5219 reH 6enka AT®O- 3aBUCMMOro KanimeBoro KaHana

|_|pl/l HW3KOM KOHUEHTPaUnn rtoKO3bl AT B KNeTKe KanveBbIM KaHan B OeTa-KneTkax OCTPOBKOB J'IaHreHrapca FIOH(,EleJ'IyJ:lOL{HOl;I xe-
Nie3bl OTKPbIT. MeM6paHHbll7l NOTEHLMAN NPW 3TOM MPENATCTBYET CEKPELIN KNEeTKOW rPaHyn, cogepkainx NHCYH. |_|pl/l MNOBbILLEHNN
KOHLEHTPaU M rItoKO3bI A ATO B KNeTKe, 3TOT KaHan 3aKpbIBaeTCA 1 cekpeuna NHCYTMHA CTaHOBUTCA BO3MOXHOW.

Hannyve annens pucka T 8 nonvmopdusme K23E, C>T nprBoamnT K HapyLEeHUAM QYKHKLMOHUPOBAHWS KanveBOro KaHana.

BbisiBNeHHbIN reHOTUN 06CNefyemoro ykasaH B rpade «pesynbtaT» B 611aHKe naboparopum.
Hanuuve annenei pucka Tpe6yeT KOHCYbTaLMy ieyallero Bpaya uam Bpaya- reHeTumKa!

C/C

/T
(4acTbI reHOTN B NoNynaLmu)

T

be3 ocobeHHOCTeN. Annenu pucka He
BbIABMEHDI.

Annenb pucka NpWUCyTCTBYET B reTepo3u-
FOTHOM COCTOAHWUW. YMEPEHHO MOBbILLEH-
HbI PVICK Pa3BUTUA MHCYIMHHE3ABMCUMO-
ro caxapHoro gvabeta 2 tvna (MH3CO2).

Annenb pycka NPUCYTCTBYET B FOMO3WIOT-
HOM COCTOAHUW. [1OBBILEHHbBIN PUCK Pa3-
BUTWA MHCYNMHHE33aBMCUMOIO CaxapHOro
omabeta 2 Tina (MH3C2), recTaLlmMoOHHOro
anabeta. MoxeT ObITb CHMKEHA P dEKTNB-
HOCTb Tepanuu npenaparamu CynbGoHUI-
MOYEBUHbI.

PPARG (P12A, C>G) rs1801282,reH ¢pakTopa TpaHcKpunuum PPAR - ramma
TpaHCKPUNUMOHHBIA dakTop ramma-peLientopa (PPAR-gamma) ABAsAeTcA OCHOBHBIM GaKTOPOM perynaummn anddepeHUMpOBKA K-
POBbIX KNETOK, BAWAET Ha MOTPEOHOCTb MbILLEYHOW U »KMPOBOW TKaHW B MIOKO3E.
Hannuve annena pucka G B nonnmopdunsme P12A, C>G yMepeHHO CHKaeT GYHKLUMIO TPaHCKPUNLMOHHOTO GakTopa, YTO MPWBOAWT
K NOBbILEHWIO YYBCTBUTENBHOCT MbILUEYHOW 1 KNPOBOW TKaHEM K MHCYAVHY (MHCYNH 0bnafiaeT aHabonmMyeckm AencTarem), M3obl-
TOYHOW YTUAM3ALMN [TIIOKO3bl U1 YBEAIMUEHWIO MHAEKCA MaCcChl Tena.

BbIfiIBNEHHbIN reHOTUN 06CIeAyemMoro yKasaH B rpade «pesynbTaT» B 651aHKe nabopaTtopun.
Hanuuve annenein pucka Tpe6yeT KOHCYbTaLMy Jieyallero Bpaya uam Bpaya- reHetumka!

C/C
(4acTbIfi reHOTUN B NONynALMN)

C/G

G/G

be3 ocobeHHOCTeN. Afnenu pucka He
BbISIB/EHDI.

Annenb pucka NpUCYTCTBYET B reTepo3nroT-
HOM COCTOAHUM. YMEPEHHO MOBbILLEHHbIN
PUCK PasBUTNA MHCYIMHHE3ABMCMMOTO Ca-
xapHoro aunabeta 2 Tvna (MH3C2). Hanuune
annena G TakKe accoLMmMpOoBaHoO C Npeapac-
MONOXEHHOCTBIO K BBbICOKON  pU3NYeCKON
PaboTOCNOCOBHOCTM 1 BEIHOC/IMBOCTM.

Annenb prucka MpUCyTCTBYET B FOMO3NUIOT-
HOM cocToAHMM, CyleCTBEHHO MOBbILLEH
PUCK  Pa3BUTWS  UHCYIMHHE3ABUCMMOTO
caxapHoro guabeta 2 tvna (MH3C[O2), no-
BbILLIEHHbIA PUCK Pa3BUTUA OXMpeHus. Ha-
nvuve annend G Takke acCoLMMPOBAHO C
NPeaPaCTIONOXEHHOCTHIO K BbICOKOW (u3n-
YEeCKOM paboTOCMOCOBHOCTY M BBIHOCTIMBOCTH.




TCF7L2 - reH pakTopa TpaHckpunuum 7 IVS3 C>T (rs7903146), IVS4, G>T (rs 12255372)

len TCF7L2 koampyeT AaepHbi pelientop (3-kateHnHa. B3avmopneicTaue TCF7L2 agepHoro pelientopa ¢ 6enkamu Wnt — curHansHoro
NyTW PErynnpyeT CeKpeLmio MPOroKaroHa, Co3peBaHyie 3-KNeToK MoaenyaoyHON xenesbl, feneHvie n audhepeHLUMpoBKyY Apyrix
KNETOK, MeTabonuam }1poB, GOPMMPOBAHVE YyBCTBA HACILLEHNS.

Hannune annena pycka acCoumMMpPOBaHO C MOHMMKEHHOW NPOAYKLUMEN MHCYINHA.

BbisiBNeHHbI reHOTUN 06CcnefyeMoro ykasaH B rpade «pesynbraTt» B 6n1aHKe naboparopun.
Hanuune annenei pricka TpebyeT KOHCYNbTaLUK Jieyallero Bpaya Uiy Bpaya- reHeTunkal

Ona nonnmopéunsma 1IVS3 C>T
c/C

Ona nonumopounsma 1VS3 C>T
C/T

Ona nonumopdusma IVS3 C>T
T/T

be3 ocobeHHOCTEeN. Annenn pucka He
BbIABMEHbI.

Annenb prcka NPUCYTCTBYET B reTepo3nNroT-
HOM COCTOAHVN. YMEPEHHO MOBbILLEHHbI
PUCK Pa3BUTVIA  MHCYIVHHE3ABMCUMOTO Ca-
XapHoro avabeta 2 Tuna (MH3CA2).

Annenb pricka MPEWUCYTCTBYET B FTOMO3UrOT-
HOM COCTOAHMM. CylLEeCTBEHHO MOBbILLIEH-
HbIA PVCK MHCYTIMHHE33BUCUMOTO CaxapHO-
ro grabeta 2 tuna (MH3C2).

Onsa nonumopdusma 1VS4, G>T
G/G

Ona nonumopdusma 1VS4, G>T
G/T

Inanonumopdusma 1VS4, G>T
/T

be3 ocobeHHOCTeN. Annenu pucka He
BbIAIB/IEHDI.

Annenb pucka NPUCYTCTBYET B reTepo3nroT-
HOM COCTOAHUW. YMEPEHHO MOBbILLEHHbIN
PWICK Pa3BUTUA  UHCYAMHHE3ABUCUMMOTO Ca-
XapHoro anabeta 2 Tna (MH3CO2).
Hannune annens pucka T (IVS4) nosbiwaeT
BEPOATHOCTb Pa3BUTMA pPaka MOSIOYHOM
Kenesbl.

Annenb pucka NpPUCYTCTBYET B FOMO3MIOT-
HOM COCTOAHWW. [TOBBILIEHHBIN PUCK UHCY-
JIMHHE3aABMCUMOTO  CaxapHOro avabeta 2
Tvna (MH3CO2). ToBbIlWeH pUCK Memmye-
CKOFO MHCYyNbTa NpW COYETaHUM C HapyLue-
HUAMM TMNIHOrO OOMeHa. Hannuve annens
pucka T (IVS4) B roMO3UroTHOM COCTOAHMM
CYLLECTBEHHO MOBbILLIAET BEPOATHOCTb Pas-
BUTWA Paka MOMIOYHOW Kene3bl.

BHUMaHuMe: BO3MO>KHO 3HaUNTENbHOE CHIKEeHue PUCKOB Npu BbiABJI€HHbIX nonmmop¢m3max BreHaxnpena-
PacnoIOKeHHOCTU K UHCYJINHHE3aBNCUMOMY CaXapHOMY ﬂl/laGETy 2 Tna npu ycioBUN KOHTPOJIA MacCCbl

TesNa 1 HaNnuuu perynAapHon ymepeHHon ¢pusnyeckonm HarpysKu.

BHuMmaHme: ans nonyyeHnsa bonee noapobHoOM MHGOPMALIMA 1 UHAMBUAYANbHbBIX PEKOMEHALMI HEOOXOAVMO 3aKa3aTb
AOMOMHUTENBHO YCAYTy «3aKMtoueHe Bpada-reHeTnKa K ycnyre «feHeTuuecKkas npeapacnonoXeHHOCTb K CaxapHOMy
Aavnabety 2 Tnna. bazosbit npodunb» (ko ycnyri 181013). www.cmd-online.ru



