AHHOTAIIUA
AUCCEPTALMHU HA COMCKaHUe cTeneHu JokTopa ¢puocopuu (PhD) no
cnenquajgbHocTH: 8D10102 «MeguuuHa) AMUPKYJI0BOH AHHYPBI
Ackap0exoBHbI Ha TeMy « KVIMHMKO-reHeTHYecKHe 0COOeHHOCTH
HEaJIKOro/1bHOro crearorenarura B Pecnyoimnke Kaszaxcran»

AKTYaJIbHOCTH TeMbI UCCJIECOBAHUSA:

HeankoronsHas sxupoBas 6onie3nb neduenn (HAXKBII) sBnsiercs ogHO# U3
HamOoJiee paciHpoCTpaHEHHBIX (POPM XPOHUYECKUX 3a00JIEBaHUM MEUEHU BO BCEM
Mupe, oxBaThiBas 10 25% B3pocinoro Hacenenusi [Sepanlou et.al., 2020]. B
nocinenuue aecatunetuss HAXBII crana HeoTbemiieMoit 4acTbio META0OTUYECKOTO
CUHApPOMA M TECHO CBSI3aHA C TaKUMHU 3a00JI€BaHUSIMHU, KaK OKUPEHHUE, CaXxapHbIi
nuabeT 2 TuIa U cepiaeyHo-cocyaucTteie Oonesnu [Watt M.J. et al., 2019]. ITlo
nanHbiM BO3, ymncio ciaydaeB MeTa0OJIMYECKOTO CHHIPOMA U OKUPEHHUSI B MUPE
3HAUUTEIBLHO BO3POCIIO, YTO MPUBEIO K YBEIMUYEHUIO ynciia nanueHToB ¢ HAXKBII
U €ro OCJIOKHEHUSMHM, BKIIOUasi HeaJakoroyibHbl ctearorenatut (HACT'), ¢hbubpo3
MEYEHH U renaronesunoisipayro kapuuaomy [ WHO, Geneva, 2021].

OcoOyto akryansHOCTh mnpoOnema HAXKBII npuoOperaer B KOHTEKCTE
Kazaxcrana. Tak, mo JaHHBIM MECTHBIX HCCIIEIOBAaHUW, YaCTOTAa BCTPEUYAEMOCTH
HAJKBII cpenn B3pocnoro Hacenenus KazaxcraHa MpOTOJDKAET YBEIMYHMBATHCS,
4TO TpeOyeT pa3paboTKU JIOKAJIBHBIX CTpAaTEeruil TMarHOCTUKY U JieueHus [Hepcecon
B.A. et.al., 2017].

MHOroYuciaeHHbIE UCCIeq0oBaHus NoauepkuBatoT, yto narorenes HAKBII
CBSI3aH C PSAJOM TeHETHYECKUX (haKTOpOB, TakuX Kak moaumMopduzMbl PNPLA3,
TM6SF2 1 MBOAT7, koTopble OKa3bIBalOT BIUSHHWE Ha META0OJM3M JHUMHUIOB B
nedeHu u puck pudposa [Sookoian S. et.al.,2023]. MukpoObroM KHIIIEUHHUKA TaKKE
OKa3bIBAET 3HAUMTENIBHOE BIUsHME Ha pasButue u nporpeccuro HAXDBIL
Hapymenus B COCTaBe MUKPOOHOTHI MOTYT croco0CTBOBATh
WHCYJIMHOPE3UCTEHTHOCTH, BOCIIAJICHUIO U pa3BuTHIO (prbpo3a neyenu [Rau M. et
al., 2018]. UccnenoBanus nmocaenHuX JIET MOTYEPKUBAIOT, YTO MUKPOOHOM MOKET
MOAU(PHUIIMPOBATH TEHETUUECKYIO MPEIPACIIONOKEHHOCTh U OKa3bIBaTh BIUSIHHUE Ha
KIMHUYeCcKoe TedeHue 3adoneBanus [Pirola C.J. et al., 2022].

AKTYyaJIbHOCTh HAIIETO MCCJICIOBAHUS YCUJIMBACTCS HEOOXOAMMOCTBIO
pa3pabOTKH MEePCOHATU3UPOBAHHBIX MTOAX0A0B K AuarHoctuke u gedyenno HAXKBIIT
Ha OCHOBAHUWM JAHHBIX O TEHETUYECKUX OCOOEHHOCTSIX M COCTaBE MUKPOOUOTHI y
MAIMEHTOB C 3TUM 3a00JICBaHUEM.

eab ucciaenoBaHusi:

W3ydyeHne  TeHETUYECKUX W MHUKPOOMOTHYECKMX  OCOOEHHOCTEH
HEaJKOTOJILHOTO cTearorenaruTa y HaceneHus PecnyOmmku Kazaxctan u ux
BIMSHUE Ha KJIMHUKO-TA0OpaTOpHbIE TMPOSBICHUS U  NPOrPECCUPOBAHUE
3a0oneBaHusl Uil pa3pabOTKM  ajnropuTMa  paHHE  JUAarHOCTUKU U
MePCOHATU3UPOBAHHOTO JICUCHUSI.



3agaun uccJIeI0BAHNA:
1. HccnenoBare BiusHHE reHeTHueckux mapkepoB PNPLA3 u TM6SF2 Ha
7a00paTopHble M KIMHUYECKHE IPOSIBICHUS HEAJIKOIOJIBHOIO CTeaTorenarura y
Ka3aXCTaHCKOTO HACEJICHHUS.
2. llpoananu3upoBaTh BIUsSHUE TeHeTHYecKux momumoppusmoB PNPLA3 wu
TM6SF2 Ha nporpeccupoBaHr€ HEAJIKOTOJILHOTO CT€ATOrenarura.
3. HccnemoBarh COCTOSHHE MHKpPOOMOMa KHIIIEYHWKA W €T0 B3aWMOCBSI3b C
71a00paTOPHBIMU MOKA3aTEISIMU y TAIIUEHTOB C HEAJIKOTOJBbHBIM CTEATOTCHaTUTOM.
4. Pa3paborarh Ha OCHOBE MOJYYEHHBIX JTAHHBIX AJITOPUTM PaHHEHW THAarHOCTUKU
CTeaTorenarnTa B KIMHUYECKOW IPAKTHKE, OCHOBAaHHBIE HA WHIUBUIYAJIBHBIX
TEHETUYECKUX U KIIMHUYECKUX 0COOEHHOCTSIX NaIlMEHTOB.

JIn3aiiHn ucciienoBaHus:
OO0cepBallMOHHOE aHAJIMTUYECKOE UCCIIEA0BAHUE TI0 TUILY «CIIy4ai-KOHTPOIIbY.
Ha nepBom srane uccienoBanue oxBatuio 197 maiueHToB ¢ 3a001€BaHUEM TTEYEHHU.
[Tocne mpoBeneHus: OOMICKIMHUYECKUX (OMpoC xKanob, aHaMHe3a 3a00JeBaHUs U
XKU3HH, (PU3UKATBHBIIA OCMOTp), IMarHOCTHYECKUX MEPONPUATHI U3 UCCIIEIOBAHUS
OBLIIM UCKJIFOUEHBI MALIMEHTHI C IPYTUMU IPUYMHAMU T'eaTuTa (BUPYCHBIN TEIaTuT,
JIEKapCTBEHHBIN renaTuT, &y TOMMMYHHBIN renaTuT U TN).
Ha cnenytoniem sramne ucciaenoBanue ObLIU BKIIOYEHBI 61 TAIIMEHT, Y KOTOPBIX ObLI
IIPOBEJIEH JIE€TaJbHbIM COOp KIMHUYECKHUX, (PU3MKAJIBHBIX JAHHBIX, JIA0OPATOPHO
MHCTPYMEHTAJIBHBIX 00CJIEeI0BaHUM, aHaJIN3 T€HETUYECKOro Mpoduis U U3yuyeHue
MUKpOOMOMa KHIIEYHUKA JJIsi M3YUYCHHUsS BIUSHUSA Ppa3IMYHBIX MyTaluil Ha
KJIIMHAYECKOE TEUEHNE CTEaTOrenaTuTa.

MeTtoasb! ucciie0BaHuA:
1. Knuauueckuil (cOOp KIMHUKO-aHAMHECTHYECKUX HaHHBIX) M (PU3MKAIbHBIN
OCMOTP.
2. Nucrpymentanbubiii (Y3U OBII, ®ubpockanuposanue neuenu, I 71C)
3. JlaGoparopusiii (OAK, OGuoxumudeckuii anamusz kpoBu, MDA Ha remaTuThl,
ayTouMMyHHbIE Mapkepbl, ADII.
4. 3a00p KpOBM Ha T€HETUYECKOE UCcienoBanre Ha noiaumopdusm renoB PNPLA3
u TM6SF2.
5. CexBeHMpPOBaHUE KaJl HA MUKPOOHOM TOJICTOTO KHILIEYHUKA
6. Craructuyeckuil (crarucTuyeckast 00padoTKa MOJYyUYEHHBIX TAHHBIX)

HoBu3Ha ucciaenoBanus:
1. BmepBble mNIpoBENEH  KOMIUIEKCHBIM  aHalM3  KIMHUKO-TEHETUYECKHX
OCOOEHHOCTEH cTeaTrorenarura C y4yeToM IeHETHUYECKHUX MOJUMOP(U3MOB I€HOB
PNPLA3 u TM6SF2 B ka3aXCTaHCKOW MOMYJISALINU.
2. BnepBble mpoBeneHa OIEHKAa BIMSHUS MUKPOOHMOMA TOJICTOTO KHIIEYHUKA Ha
KJIMHUYECKYI0O KapTUHY W IpOrpeccHpoBaHuEe 3a00JeBaHUs, a TaKKe H3yueHHUe
B3aMMOCBSI3M T€HETHUYECKUX OCOOEHHOCTEH W CcOCTaBa MHKPOOUOTHI Y
Ka3aXCTaHCKUX MAllMEHTOB C CTEaTOrernaruToM Ha OCHOBE CEKBEHHUPOBAHUS HOBOTO
nokoJsieHust (NGS).
3. BnepBbie BbIsiBIIeHA TEHIEHIMS K TOBBIIIEHHOMY PHUCKY pa3BUTHs (uOpo3a
NEYeHH y MalMeHToB ¢ noiaumopduzmMom reHa TMOSF2 mnpu HeankoroiabHOM
CTearorenaruTe, 4YTO OTKPHIBAET HOBBIE BO3MOXKHOCTU JJIi MHPOTHO3UPOBAHUS



porpeccuu 3aboJeBaHusl U Pa3padOTKHU MEPCOHAIU3UPOBAHHBIX MOIXOI0B K €ro
JICYCHUIO U PAHHEMY BBISIBICHUIO TPYII PHUCKA.

OcHOBHBIE N0J10KEHUSsI, BBIHOCUMbIE HA 3alIUTY:

1. MccnenoBanue mokasano, 4to Hajauuue nonumopdusma B rene TMO6SF2 moxer
ABIIATBCSL OAHUM M3 (PAKTOPOB, ONPEIECISIOIIMM BBIPAXKEHHOCTh LHUTOJM3A Y
narmeHToB ¢ HACT. BrisiBnieHa pa3HHIIa B TaKUX JIAOOPAaTOPHBIX MOKA3aTeNsIX, KaK
amaanHamuHOTpanchepaza (AJIT) B cpaBHMBaembIX rpymmax. Bmecte ¢ Tem
nonuMopdusM B reHe TMO6SF2 He oka3bIBaeT BIUSHHS Ha Takue JabOpaTopHbIE
napameTpbl, Kak ypoBHHM rammarnytamuinrpancnentuaassl (I'TTIT) u ounupyOuna
U ero ¢pakiui, a TaKKe moKa3zaTelu JUuaHoro oomeHa y nanrentoB ¢ HACT.

2. Y namuentoB ¢ nonuMmopduzmomM TM6SF2 nabnronanocs 6ornee BbIpaKEHHOE
pa3HooOpa3re HSHTEPOTUIIOB MHMKPOOMOMA KHUIIEYHHMKA IO CPaBHEHUIO C
nanueHTamMu 0e3 noiaumopdusma. B yacTHOCTH, y MAlMEHTOB € MOJIUMOP(PUZMOM
obL1 BeIsiBIIEH 11 sHTEpOTHT, KOTOPHBIN HE HAOMIOAANICs B IpyIine 6e3 moJuMopdusma.
OTO yKa3bIBa€T Ha BO3MOXKHOE BIIMSIHUE T€HETUYECKHX (PAKTOpPOB Ha COCTaB
MUKPOOMOTHI ~KHMIIEYHUKA M TOJYEPKUBAET HEOOXOAMMOCTh JaJbHEHIINX
UCCJIEI0BaHUI B JAHHOM 00J1acTu.

3. Beissieno BnustHue nonumopdusma B reHe PNPLA3 na yposens JIITHII, uto
CBUJETENBCTBYET O CKJIOHHOCTH JAHHOM TpyNIbl MAalMEHTOB K HapYIICHUIO
JUOUAHOTO OOMEHAa B IE€YEHU, YTO B CBOKO OYEpPEb YBEIUYMBAECT PHUCKHU
cTearorenarura u Jpyrux MeTaboJInYeCKH aCCOIMUPOBAHHBIX 3a00JIEBaHUM.

IIpakTuyeckasi 3HAYUMOCTh:

1. PazpaboTanbl Hay4yHO-OOOCHOBaHHBIE W KIMHUYECKH MPUMEHUMBIN aJITOPUTM
cTparuukanuu pucka, paHHEW JUATHOCTUKE W HWHIUBUIYAIU3UPOBAHHOMY
BenieHuto nanreHtToB ¢ HACT B ycnosusix Pecnyomuku Kazaxcras.

2. Ha ocHOBaHMHM KOMIIJIEKCHON OIICHKM TeHeTudeckux MapkepoB (TMO6SF2,
PNPLA3), MUKpOOMOMHBIX SHTEPOTHUIIOB, & TAK)KE KIIMHUYECKUX U OMOXUMUYECKUX
XapaKTepUCTUK  3a0oyeBaHUs OOOCHOBAaHA  1EI€COO0PA3HOCTh  BHEAPEHUS
NEPCOHAIM3UPOBAHHON MOJAEIN MEAMIIMHCKOrO HaOIIONECHHs 3a TMalUMEeHTaMHu C
HACT wu3 rpynnsl pucka.

3. [lony4yeHHble  AaHHBIE  JEMOHCTPUPYIOT  BO3MOXHOCTb  MCIOJB30BAHMS
IFEHETUYECKUX W MHUKPOOMOTHMYECKHMX MPU3HAKOB KaK MPEIUKTOPOB pPHCKa
nporpeccupoBanusi GpuOpo3a NEUYEeHHU, YTO OTKPHIBAET MyTh K WHIAUBUIYAIA3AUN
Je4e0HO-TMarHOCTUYECKUX aIropuTMoB. OmpeneneHbl KpUTEpUU TOKa3aHUW K
Oonee  MHTEHCHUBHOMY  MOHUTOPUHTY U TPUMEHEHUI0  KOMIUIEKCHOM
MAaTOTCHETUYECKONW Tepanuu, HAMpaBICHHONW Ha KOPPEKIMI0 METa0OTUYECKUX,
BOCIAJIUTEIHHBIX 1 MUKPOOMOMHBIX HAPYIICHUH.

BkJiiag aBTopa B nmpoBeieHUE UCCJIEI0BAHNS:

B Teuenue Bcero wuccleqOBaHUS AUCCEPTAHT MPUHMMAIA Yy4acTHUE B
dbopMynupoBaHMM  TEMaTHKW, LENdW, 3ajJad  HCCieqoBaHus, pa3padboraina
METOJIOJIOTUIO MCCIIEAOBAHMS, MPOBOJAMIA PEKPYTUHI MAI[MEHTOB C TeNaTUTAMH,
CaMOCTOATENIbHO  MpOBeJIa  TMOWUCK  JIMTEPAaTypHBIX  JIAHHBIX IO  TeMe
JUCCEPTAIIMOHHOM paboThl, NHcaja [JaBbl JUCCEpTalMd, mpoBena cOop u
0000IIeHNEe TMOJYYEeHHBIX pe3yJbTaToB paboThl. Takke aBTOp IpoBesa
MHTEPHPETALNIO KIMHUKA-T1a00paTOPHBIX, MOPPOTOTUYECKUX, THCTPYMEHTATbHBIX



JAHHBIX TAIMEHTOB. ABTOPOM TMOJATOTOBJIEHbI M OMYOJMKOBAaHBI PE3YJIbTaTh
UCCJIEZIOBAHUN B JKypHajaX, peKOMEHI0BaHHBIX KOMUTETOM 10 KOHTPOIIO B cepe
obOpazoBanus u Hayku MOH PK, Ha MeXAyHapOAHBIX HAyYHO-TIPAKTHUECKHX
KOH(pepeHIMAX U 3apyOeKHBIX HU3aHUSX. Pe3ynabprarsl nuccepTallioOHHONW paboThI
BHeApeHbI B npakTuky PI'TI «bonsHuna Menuunnckoro nentpa Y/AII PK» u moryr
OBITH UCIOJI30BAHBI B 00OPA30BaTENbHBIX MMPOTPAMMax, KIMHUYECKUX MPOTOKOJIAX
Y CUCTEMAaX yIpaBJEHUs Ka4€CTBOM OKA3aHMS MEAUIIMHCKON ITOMOIIHN ITALIUEHTAM C
HACT.

IIy0nmkanum no Teme auccepranum:
[lo Teme nuccepTallMOHHOTO HCCIEAOBaHUS OMyOnrKoBaHO 10 Hay4YHBIX TpPYIOB,
cpenu KOTophix 1 myOnukaius B *KypHaje, MHIASKCUPYEeMOM 0a30il JaHHBIX Scopus
(Q2), B ToM umciie 3 nmyOIUKalUK B U3IaHUSX, PEKOMEHAOBaHHBIX KoMuTeTOM 10
oOecreyeHnIo KauecTBa B cepe Hayku U BbIcliero oOpazoBaHus MuHuctepcTBa
HayKd U Bblcuiero oOpasoBanus PecnyOmmku Kaszaxcran, 4 Te3uca B cOOpHUKax
MEXKIyHApOJHbIX KOoH(epeHuid. [lomydeHo CBUIAETENHCTBO O TOCYAAapCTBEHHOU
peructpauuu npaB Ha oOBbEKT aBropckoro npasa PK, 2 akra BHenpeHus HOBOU
TEXHOJOTMM (MHHOBALIMM) B JCATENbHOCTh OPraHU3alUil  MPaKTHYECKOrO
3IPaBOOXPAHECHHS.
Pe3ynbTaThl HCCIEIOBaHUS W OCHOBHBIE TMOJIOKEHHSI JUCCEPTALMHM  ObLIN
NPEICTaBICHbl W OOCYXIEHbl Ha CJIEAYIOIIMX MEXKIYHAPOIHBIX HAy4YHO-
IPAKTUYECKUX KOH(EPEHIUIX:
— pecnyOIMKaHCKOM Hay4YHO-NPAKTUYECKOW KOH(PEPEHLIMH C MEXTYyHApOJHBIM
y4yactueM, npuypodueHHas 60-metHemy roowiero HAO  «MenuuuHCKuit
YHUBEPCUTET AcCTaHa» «AKTyaJlbHbIE BOIPOCHI NMEPBUYHONW MEIUKO-CAHUTAPHOU
MOMOILY: COBPEMEHHBIE TEHAECHIIUH, IPOOJIEMBI U ITyTH UX PEUICHUS»;
— 5-om MexnyHapogHom koHrpecce «l'actposnteposiorus - 2024»;
— MexayHapoaHON HayYHO-TTPaKTUYEeCKON KOHGEepeHITNH « BHICOKOTEXHOIOTHYHbBIE
METOJIbl TMarHOCTUKHU U JIEUYEHUS 3JI0KaY€CTBEHHBIX HOBOOOPa30BaHUI;
— 4-oit MexxnynapoaHoii koHpepeHiuu «I'actposuteposorus - 2023»;
— 1-0i1 Hay4yHO-IPAaKTUYECKON KOH(EPEHUUU CTYAEHTOB W MOJOIBIX YUYEHBIX
«XpOHUYECKHE BOCIAINUTEIBHBIE IPOLECCH  KOXKH. MeEXIUCIUIUIMHAPHBIE
POOIEMBD.

B pe3ysabrare npoBeieHHON padoThI MOJY4Y€eHbI CJIeYIOLIHe BbIBOAbI:
1. V uccnenoBaHHbBIX NAIMEHTOB C HEAJTKOTOJbHBIM CTE€ATOTr€aTUTOM, HOCUTEEH
nosmmMopduszma B reHe PNPLA3 (amnens s 738409 G) BBISIBICHO CTaTUCTUYECKHAN
3Haunmoe noBbiieHre ypoBHs JITTHIT (p = 0,016), uTo cBUAECTENBCTBYET O BIUSHUU
JTAHHOTO TeHa Ha MeTabosin3M Tpuriuiepu0oB 1 JIITHII, koTopslii B cBOO ouyepeb
MOXET OBITh UHIUKATOPOM 00JIe€ arpeCCUBHOTO T€UEHUS 3a00JI€BaHUS U BEICOKOTO
pHUCKa MPOrPECCUPOBaHUs, a TaKXKe YCyryOJATh KapAUOMETa0OJUYECKHE PHUCKH.
JlaHHbBIE MAIMEHTHl TaK)KE€ UMEJH YBEJIMYCHHBIM PUCK Pa3BUTHUSI LIUPPO3a MEUCHH,
YTO MPOsIBUIIOCH B 21% ciyuaes o cpaBHeHuto ¢ 10% y marueHToB 6€3 MyTaIum.
2. AHanmu3 ypoBHS anmaHuHamuHOTpaHcdepasbl (AJIT) B 3aBHCUMOCTH  OT
nonumopdusma rena TMOSF2 (amtens rs58542926) BbISIBHI CTAaTHCTUYECCKH
3HAQUMMBbIE pa3IvuMsl MEXAy cpaBHHBaeMbiMH rpynnamu (p=0,024), dTtO
CBUJAETEIbCTBYET OO0 accolMaludyd JaHHOTO TEeHETUYECKOro BapHaHTa C



BBIPQKEHHOCTHIO IMTOJIUTUYECKOTO CHUHAPOMA Yy MAIMEHTOB C HEATKOTOJbHBIM
creatorenatutToM. [lomydyeHHble AaHHbIE NOATBEpKAatoT ywyactue TMOSF2 B
NATOr€HETUYECKNX MEXaHW3MaxX NOBPEXKICHUS MEYCHOYHOW NapeHXuMbl. Tak,
UCCJIEIOBAaHUE TII0Ka3aJlo, YTO TMalueHThl ¢ mnonuMopdusmom reHa TMOSF2
JEMOHCTPUPYIOT  0Oojiee€  BBICOKYK0  TEHIAEHUMIO K  MPOrPECCUPOBAHUIO
cTeaTorenatuta M pa3BuTuio (pubpo3a medenu. 33,3% mManUeHTOB C MyTalHeH
TM6SF2 umenu npusnaku puodposa, uto Ha 8,3% BbIllIe, 4eM y TaIMeHTOB 0e3 ATOM
MyTaIl1H.
3. Mexy rpyInaMy MallueHToB ¢ HEATKOTOIbHBIM CT€aTOTeaTUTOM, UMEIOIIUX U
He umeromux noaumopdusm B reie TM6OSF2 (renotunst C/C u C/T), He ObLI0
BBISIBJICHO CTATUCTHUYECKU 3HAUMMBIX PA3IMYUi B KIMHUYECKUX M JTA0OPATOPHBIX
nokazarensax (p=0,625). Ilo Takum J1abopaTOpPHBIM ITOKa3aTeasiM, KaK YPOBEHb
['TTII, obmero u npsimoro omnupyouHa, 1M, ypoBeHb TIIOKO3BI U MOKA3aTeNN
JUOUAHOTO MPOUIS HE OBLIIO CTATUCTUYECKU 3HAUUMBIX Pa3JInyuil.
4. UccnenoBaHue MHUKPOOHMOTHI BBISIBUJIO 3HAUMMbIE pPa3Iu4usi B COCTaBe
MUKPOOHOTHI KMILIEYHUKA Y TAIUEHTOB C PAa3JIUMYHBIMA T€HETHYECKHUMH My Tal[USIMU.
Y mamuentoB ¢ momumopduzmom TMG6SF2  mabmomancs Il suTepoThm
MUKpPOOHOTBI, KOTOPBIM OTCYTCTBOBAJ y MAMEHTOB 0€3 MYTAallMH, YTO YKa3bIBAET
Ha CBSI3b TIE€HETUYECKUX (PAKTOPOB € HM3MEHEHHMEM MHKpoOMOTh. B rpynme
naueHToB 0e3 mnomumoppusma TMO6SF2  nHabmonanocs mnpeobOmaganue |
sHTepotuna (59%), Torga kak B rpynne ¢ NoauMop(hu3MoM B TeHe HabJI0Janoch
pacnpeaenenue Mexay Tpems sureporunamu (I —68,2%, 11— 27,3%, 111 — 4,5%).
5. Ha ocHOBaHMU MOJIy4E€HHBIX JJaHHBIX pa3padOTaH aJIrOpUTM IO UCHOIb30BAHUIO
IEHETUYECKOr0 TECTUPOBAHMS I PaHHEW JMarHOCTHKM CTEaTOTelaTuTa y
Ka3aXCTAaHCKOTO HaceleHus. PekoMeHayeTcs BKIIOUEHHE TEeHETHYECKOrO aHalIu3a
Ha mosmMmopdusmel PNPLA3 u TMG6SF2 B nuarHocThyeckue MPOTOKOJIBI IS
MIalUEHTOB C BBICOKMM PHUCKOM pa3BuTusa npoABuHYThIX craauun HAKDBIIL.
[TaniueHTaM C BBISIBICHHBIMU MYyTAllUSIMU PEKOMEHYETCS] TPOBOJUTH MOHUTOPHUHT
COCTOSIHUSL MUKPOOHOTHI KUIIIEUHHKA JIJIS1 CBOEBPEMEHHOTO BBISIBIIEHUS BOZMOMXKHBIX
OCJIOKHEHHUI U MPeI0TBpaIlleHHs TporpeccupoBanus pudpo3sa.

IIpakTH4Yeckne peKOMeHalum:
1. Pexomenayerca BoinensaTe nauveHtoB ¢ HACI, umeromux noauMop@u3Mbl
TM6SF2 (1s58542926) u PNPLA3 (rs738409), B oTI€IbHYIO KIMHUYECKYIO IPYIIITY
BBICOKOTO pHCKa IMPOrpeccHUpoBaHus (uOpo3a MEUEHH, Ui KOTOPHIX MOKa3aH
MPUIICIBHBIA U 00Jiee YacThli MEeTa0OIMYECKUI KOHTPOJIb, BKJIFOUYAss MOHUTOPUHT
Beca, mukemud, JunuaHoro npoduis u AJIT/ACT.
2. Y nmarmuenToB ¢ nonumopduzmom TM6SF2 mokazan MUKpOOMOMHBIN MOHUTOPHHT,
BKJIIOUAsi aHaJM3 DJHTEPOTHUIIOB, IMOCKOJIbKY Hanmumuue crenuduueckoro Il
HHTEPOTHUIIA MOXKET OBITh ACCOLIMUPOBAHO ¢ Oonee TskenbiM Tedenrnem HACT.
3. I'enetnueckoe TectupoBanue Ha PNPLA3 u TM6SF2 pexoMeHayeTcst HE B BUJIE
NOMYJISIITUOHHOTO CKPUHUHTA, a TI0 KJIMHUKO-31THIEMUOJIOTMYECKUM TOKa3aHUsIM, C
LEJIbI0 CTpaTU(PUKALMK PUCKA U TUTAHUPOBAHUS NIEPCOHAIU3UPOBAHHOTO TOXO0/1A.



