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AHAJIN3 NIOJIUMOP®U3MA I'EHOB Y TAIIUEHTOB
C HEAJIKOI'OJIBHOM )KUPOBOM BOJIE3HBIO IEYEHU

Beeoenue

B HacTosmee Bpems HeankoroibHas sxupoBast 0onesns neuenn (HAXBIT) - naubonee
pacripocTpaHnéHHOE 3a00I€BaHuE MIEYCHN B MUPE, UM CTPAJatoT 10 25% HaceneHus 3eMIu C
MaKCUMaJIbHOM pacipoCTpaHEHHOCTBIO cpenu xutenei EBponsl u Amepuku (24% u 30% co-
OTBETCTBEHHO). [IpH 3TOM pacnpoCTpaHEeHHOCTh CPEeN HaceneHHst A3UU BapbUpYeT B Mpejie-
nax 15-40%. HAXGBII npexncrasnser coboii 3aboneBanne, 00yCIOBICHHOE MTPOrPECCUPYIO-
LIMM HAKOIIJIEHUEM KHUpa B renaronuTax, npespimaroniee 5% ux Macchl, B OTCYyTCTBUE TaKHX
NPUYMH, Kak ynotpebnenue anakorois (0onee 20 r B neHb Ui sxeHIUH 1 Oonee 30 r B JeHb
JUIS. MY>KYUH), BUPYCHas HHPEKIUS WU Apyrue 3a0doneBanus nedeHu. JlanHoe 3aboneBanue
BKJTIOUAET LIEJIbIM CIIEKTP MaTOJOTMUECKUX COCTOSIHUN B IMAna3oHe OT OTHOCUTEIBHO Oaro-
MPUSITHOTO CTeaTo3a MeveHu A0 Oosee Tsokénoro HeankoronsHoro crearorenarura (HACT)
C pa3iIMyHON CcTeneHblo (pubpo3a u jaajnee 10 HUPPO3a MEUCHH, KOTOPBIH CIYXKHUT IIaBHBIM
(akTOpOoM pHCKa pa3BUTHA I'eNaToleUIIoIsIpHOro paka [1,2,3].

B nocienHue rojpl cTany akTUBHO MPOBOAUTHCS UCCIIEN0BAHUS, CBUAETEIbCTBYOLNE
0 poiiu HacyieACTBEHHbIX MexaHu3MoB pa3Butusg HAJKBII. Tak, B yacTHOCTH, B X0/1€ IIOJIHO-
MacIITa0HBIX reHeTHYecknx uccnenoBanuii (GWAS, genome-wide association studies), mpo-
BEJEHHBIX HA MHOTOHALIMOHAJIbHBIX KOTOpTax MallMeHTOB, YCTAHOBJIEHA TECHAS CBSI3b MEX-
ny passutueM HAXBII u onnonykneornaasimu nonumoppuzmamu (SNP, single nucleotide
polymorphism) B HekoTOpbIX reHax. OHU U3 HAaUOOJIee 3HAYMMBIX aCCOIMAIINIA OBIITN BBISIB-
nensl Mexay Hanuauem HAXKBII w/unu veankoronsHbiM creatorenarutoM (HACT) u namu-
griem SNP B cnenytromnux renax: PNPLA3 (mararunononoOHbI# qoMeH, cofepxkaiiuii pocdo-
numnasy-3; red aaunonyTpuHa); TM6SF2 (TpancMemOpaHHbIi 6enok 6 cynepcemeicTna-2).
Haubonee yOenurenbHble JaHHBIE B PA3JIMYHBIX MOMYJISIMAX MOJIy4YeHbl 00 aCCOIMALUU TO-
mumopdusma rs738409 B rene PNPLA3 u rs58542926 rena TM6SF2 ¢ nporpeccupyrommm
teuenneM HACT (pa3Butuem creatosa, pudposa u I'LIP) [4,5].

Boigenstor cnenytounue Bubl reHoTUnoB rena PNPLA3: renotun GG-reH B roMo3u-
rotHoM coctosiHuH, GC-reH B retepo3urotHom cocrosuuu, CC- momumopdusma net. s
reHa TM6SF2: renotun TT-reH B TOMO3UTOTHOM COCTOSIHUU, TC-reH B reTepO3UroTHOM CO-
crosinuu, CC-nonumophur3Ma HeT.

Heno

[TpoBecTH CpaBHUTENBHBIN aHAIH3 PACIIPEICIICHUS TCHOTUIIOB MOJTMMOP(HBIX BapHaH-
ToB TeHa PNPLA3 (rs738409) u rena TM6SF2 (rs58542926) y maniueHTOB ¢ HEATKOTOJIbHON
YKHPOBOI1 00JIC3HBIO TICYCHU U 3I0POBBIX EBPONEOUIOB (TI0 TaHHBIM JIUTEPATYPHI).

Mamepuanst u memoowt ucciedo8anus

[Ipu ananuze nonumopdusMa reHoB PNLA3 u TM6SF2 6b110 06cnenoBano 68 ma-
nuenToB ¢ HAXBII (ocHoBHas rpynna), ux Hux 32 (47%) 4yenoBeka My>KCKoro nojia u 36
(53%) — >xeHckoro moisia B Bo3pacte oT 35 g0 77 net, mpoxoasmux odcienoBanue B ['Y
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«PHIILL PM u OY». Bce ucnbiTyeMble Obutd MPOUH(DOPMUPOBAHBI O LIESAX UCCIEIOBAHUS U
MPEICTOSAIINX MPoLEeaypax, OblJI0 MOITYy4eHO MH(OPMUPOBAHHOE MUCHMEHHOE COITIacHe Ha
ydacTue B UcclieZioBaHuU. Bce o0cie1oBaHHbIE SIBIISITUCH €BPONIEOUIaMU.

B kauectBe rpymnmbl cpaBHeHUs ObUIM HMCMOJIb30BaHbl AaHHble Luca Valenti ¢ coaBt.
(2012) [4], B uccnenoBaHuy KOTOPBIX OBLIN M3yU€HBI 257 T€HOTUIIOB 37J0POBBIX €BPOIEOUI0B.

B3siTue xpoBu mpou3BOAWIM B BaKyyMHYI0 cuctemy tuna «Vacuette» ¢ DJITA B co-
OTBETCTBUU CO CTaHAapTHOM Metoaukoil. Jleikomutel s skcrpakuuu JIHK momywanu
TpaguImoHHBIM criocoboM. DkcrparupoBanu JIHK wabopom «AptPHK» (mpousBomutens
«AptbuoTex», Pb) cornacno unctpykiuu. Ha ocHoBaHMM Hay4HbIX yOnuKaluii mogoopaxa
MOCJIEZI0BATENIBHOCTD MPaiiMePOB K UcclieAyeMbIM reHaM. CHHTE3 mpaliMepoB MPOU3BOAMIICS
OJ1O «IIpaiimrex», Pb.

[TomyueHHbIe B XO/1€ MCCIIEA0BAHUS PE3yIbTaThl aHAIU3UPOBAINUCH MPU TOMOIIY MIPO-
rpammbl STATISTICA 7.0. JInst cpaBHEHUS 10JIel B HE3aBUCUMBIX T'PYIINIAaX MCIIOIB30BaJICS
JBYXCTOPOHHHIT KpuTepuii dumepa (mpu n MeHee 10 ucrons3oBazack nomnpaska erca).

Pezynomamul uccnedoeanus u ux oocyyicoenue
CpaBHUTENBHBIN aHaIU3 pacpocTpaHeHHocTH reHotuna TM6SF2 cpenu o6cnenoBan-
HBIX TAIIMEHTOB U 3/I0POBBIX JIMII TpUBeIeH B Tabmuie 1.

Ta6numa 1 — [Tomumopdusm rena TM6OSF2 B cpaBHUBaeMbIX Ipymiax

T'enotun Manmentsr ¢ HAXKBIT (n=68) 3mopoBeie numna * (n=257) P
TM6SF2 n % n %

CcC 55 79,4 218 84.8 0,274
TC 13 19,1 37 14,3 0,347
TT 1 1,5 2 0,9 0,855

* iumepamyphvie OaHHvle

[Tpu ananuze pacnpoctpanenHoctu nonumopdusma rena TM6SF2 renotunst TC u TT
ObUTH HECKONIBKO Oosiee pacnpoctpanensl cpeau nanuentoB ¢ HAXKBII B cpaBHeHuu co 3710-
POBBIMH JIMIIAMH, OJTHAKO CTATUCTUYECKU 3HAYMMOM Pa3HULIBI BBISBJICHO HE OBLIO, YTO MOXKET
ObITH 00YCIIOBIEHO HEJOCTATOYHO OOJIBIION BEIOOPKO MAIIMEHTOB.

CpaBHHUTENBHBIN aHaIU3 pacripocTpaneHHocTy renotunia PNPLA3 cpenu obcnenoBan-
HBIX MAIUEHTOB U 30POBBIX JIUI] IPUBEJCH B TabiuLe 2.

Ta6muma 2 — [Tomumopdusm rera PNPLA3 B cpaBHMBaeMbIX Tpymnmax

T'enorun IMarmuentsr ¢ HAXKBIT (n=68) 3mopoBeie auna * (n=257)

PNPLA3 n % n % P
ccC 30 441 105 40,7 0,679
GC 15 22,1 116 45,1 0,0005
GG 23 33,8 36 14,2 0,0004

* lumepamypHule 0aHHbvle

Kak BugHO W3 JaHHBIX, MPUBEICHHBIX B Tabnuie 1, cpeny marueHTOB pacrpocTpa-
HeHHOCTh reHoTuna GG Oblia CyIIECTBEHHO BBIIIE, YEM B IPYIIE 310pOBbIX JULl. [laHHBIN
BapuaHT nosuMopdusma rena PNPLA3 naunbonee yacto accouunpyercs ¢ GopMUpOBaHUEM
u nporpeccupoanneM HAXBII.

46



3aknwuenue

B pesynbrare npoBeneHHOTO MCCIEI0BaHMS BbIABICHO, 4TO y manueHToB ¢ HAJKBII
pacnpoctpaneHHOCTh TeHoTuna GG rena PNPLA3 cratuctruuecku 3HAYMMO BBIIIE, YEM Y
3OPOBBIX JIUI, YTO MOKET CBHUJIETEIHCTBOBATh O CYLIECTBEHHOW POJIM JaHHOTO (akropa B
pPa3BUTUU U MPOrPECCUPOBAHUN XPOHHUYECKOH MaTOJOTUU MEUEHU OT CTearo3a 0 LUppo3a
MICUCHHU.
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HOBBI BAPUAHT MOAXOJA K KIACCUOPUKALINHT
CEPIEYHDBIX BJIOKA]

Beeoenue

B nmeromeiics nureparype [1, 2, 3,4, 5 u ap. ], MOCBAIIEHHON AIEKTpOKapaAuoTrpaduu,
MMEETCs JIBOMCTBEHHBIN IMOAXO/l B MIOHUMAaHUN aHTPUOBEHTPUKYJIsIipHOH (AB) n BHYTpH-
KEITYIOUKOBOI MPOBOAMMOCTH, YTO CO3JA€T TEPMHUHOJIOTUYECKHE MPOTUBOPEUUS, BHOCUT
pa3HOYTEHHE B KJAacCU(DUKAIIMIO BHYTPUCEPICUHBIX OJIOKA/, CO3/1aeT TPYIHOCTH B MPEMO-
JTaBaHUM DJIEKTpoKapaAuorpaduu CTyeHTaM U BpadyaM-CIylIaTeIsiM KypCOB MOBBIILIECHUS
KBaJu(DUKAIAH.

Ienn

[TpennoxuTh HOBBIA BapHaHT KiacCU(UKAIMKM BHYTPUCEPACUHBIX OloKasl, Oa3upyro-
IMICS HA AMEKTPOPU3UO0IOTNIECKOM TOHUMAHUU ABHKEHUS IIEKTpUUeCcKoro umiyibca (1)
ot cunycoBoro y3ia (CY) 1o muokapza xeiaynoukoB. Ml Iojaraem, 4To OH IIOMOXKET YCTpa-
HUTD LEJbIH psiA IPOTUBOPEUHA, YaCTh U3 KOTOPBIX OYyIyT paCCMOTPEHBI B JAHHOW CTaThe.

Mamepuanwl uccinedoseanusn u pe3yiomam €20 00CysHcoeHus
PaccmorpuM m conoctaBum TpakTOBKM AB M BHYTPHKEIyJOYKOBOW MPOBOIAUMOCTH,
U3JI0KEHHbIE B psjie GyHIaMEHTAIbHBIX PYKOBOJCTB IO 3JIeKTpoKapanorpaduu, yueOHuKax
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