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Cnocib reHeTVYHOI AiarHOCTUKM HeankorofbHOI XMPOBOI XBOPOOW MEYiHKM BKMOYAE BMMIPIOBAHHSA Y
XBOPUX aHTPOMOMETPUYHUX MapameTpiB 3 po3paxyBaHHAM iHAekcy Macu Tina (IMT), BM3HayeHHSA
iHcyniHopeancTeHTHOocTi (IP) 3a pe3ynbTatamu GioXiMiYHMX AOCHiOKEHb KPOBI, OLHKY BMICTY XWpY Y
neyviHui 3a JaHUMMK HCTPYMEHTanbHOro mMeTofy OOCHiMKEeHb Ta MOMEKYNSpPHO-reHEeTUYHUA aHani3
3paskie OHK 3a metogom nonimepasHoi nadutorosoi peakuii (MJ1IP) 3 BU3HAYEHHAM FeHeTUYHUX
BapiaHTiB noniMopdHoro reHy peuentopa agunoHektuHy 1 (ADIPORI(rs 666089)). OuiHky BMICTY
XKMpY Y MeviHui 34iMcHIoTE Yy XBopux K 3 IP, Tak i 6e3 IP, npyu UbOMy NpoBOASATb yrbTpa3ByKoBe
OOCrigXeHHS opraHiB YepeBHOT MOPOXHUHU, Y X0 BUKOHAHHSA AKOrO OLHIOTL €XOLWiNbHICTb MeYiHKn
(Mh) i exowinbHiCTb HUPKM (Mr), obuncnoTb YNbTPa3BYKOBUM renatopeHanbHui iHgekc (Irp) 3a
iHHOBaLiNHOW OpMYnOoLo, 3anpornoHoBaHow asTopamu: Irp=Mh/Mr, gogaTtkoBo 3a pesynbTaTamu
BioximiyHMX gOoCnigXeHb Y CMPOBaTLi KPOBi BU3HA4Yal0Th KOHLEHTPALil0 agunoOHEKTUHY, i y XBopux 3 IP
Ta 6e3 IP, y KoTpux Bu3Ha4eHa HasiBHiCTb GG reHoTuny y nonimopdHomy reHi ADIPORI (rs 666089),
KOHLIEHTpaLis agunoOHEeKTUHY Y CUPOBaTLi KPOBi 3HWXEHA, Y MOPIBHAHHI 3 BCTAHOBIIEHOK HOPMOIO, HE
MeHLW Hix y 1,5 pasy, a po3paxoBaHe 3HayeHHsl Irp He Oinblue 2-X, AiarHOCTYHTh paHHi pO3BUTOK
HearkoronbHOI KMPOBOI XBOPOOM NeYiHKM, SKUA OOYMOBMEHUA TEHETUYHO [OETEPMiIHOBAHUM
NOpYLLUEHHAM perynsauii ninoreHesy i BigknageHHAM XUpyY Y nediHLi
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KopucHa mopenb HanexuTb A0 ranysi mMeavumHu, a came [o Tepanii (racTpoeHTeponorii),
eHOoKpuHonorii Ta Moxe OyTW BMKOpPUCTaHa ANs BU3HAYEHHSI TeHHUX OcOoBnMBOCTEN Ta paHHbOI
OiarHOCTUKM  HearnKkoronbHOI  >XMpPOBOI XBOPOOW MEe4YiHKM Yy MauieHTiB 3  Pi3HUM  CTYMNeHEM
iHCYNiHOPE3MUCTEHTHOCTI.

HeankoronbHa >xupoBa xBopoba nedviHkn (HAXXIT) € Hanbinbl po3noBCOAKEHOK XBOPOOOHD
neviHkn, wWo 3yctpivaetbcs cepen 20 % 3aranbHOi nonynsuii. B 6araTtbox AocnimkeHHsx ©Oyno
BCTAHOBMEHO, WO MNaTOreHeTU4HoK OcHoBOKW po3BuTKy HAXKXIT € agunoumTokiHM Ta CUHOPOM
iHcyniHopeaucTteHTHocTi (IP) (Polyzos S.A. Adipocytokines in insulin resistance and non-alcoholic fatty
liver disease: the two sides of the same coin / S.A. Polyzos, J. Kountouras, C. Zavos et al. // Med.
Hypotheses. - 2010. - Ne 74(6). - P. 1089-1090).

Y oCTaHHi pokM akTMBHO BUBYaKOTb MexaHiamu po3suTky HAXKXTI. Bigomo, o cyTTeBe 3HaYeHHS
y po3sutky HAXKXIT Bigirpae HenponopuinHWiA >XMPOPO3NOAiNn B OpraHiami, HagMipHUA PO3BUTOK
BicLIepanbHOI XMPOBOI TKAHWUHW, @ TaKOX BiAKNAAEHHS XMPY B MeviHui (CTeaTos), NpMYOMY OCTaHHE
MOXe OyTM 0BYMOBMEHO Ai€l0 FeHEeTUYHUX YMHHWKIB. OaHaK fis reHeTUYHUX YMHHUKIB Ta MeXaHi3m
peanisauii cnagkoBOi CXMNbHOCTI 3anuwatotbes Hes'sicoBaHumm (Lall C. Nonalcoholic fatty liver
disease / C.G. Lall, A.M. Aisen, N. Bansal et al. // AJR. - 2008. - Vol. 190. - P. 993-1002), wo
CMOHYKae OOCMIOHMKIB 4O HEOOXiOHOCTI BU3HAYEHHS FeHHUX OCOBNMBOCTEN Ta MOLIYKY AOAATKOBUX
AiarHoOCTUYHMX KpUTEPIiB 4N paHHboi giarHocTnkn HAXKXIT y nauieHTiB 3 pisHUM cTyneHem IP.

Bigomi pgocnigxkeHHsa (Stefan N., Machicao F., Staiger H. et al. Polymorphisms in the gene
encoding adiponectin receptor 1 are associated with insulin resistance and high liver fat //
Diabetologia. - 2005. - V.48. - p. 2282-2291), y €kux nOpurHANoO yyacTb 502 nauieHTa 3
iHcyniHopeaucTeHnTHicTio (IP), 6e3 uykposoro giabety (L), ski Bubpani 3a npototun. [lig yac
OOCTiAKEHHsT NPOBOAATb 3aranbHOMPUUAHATI  KNiHiYHI  Ta GioXiMiYHI  OOCNIMKEHHS, BUMIPIOIOTb
aHTPOMNOMETPUYHI NapameTpu, BU3HavatoTb iHgekc macu Tina (IMT), IP 3a Bigomumn dopmynamun. 3a
AaHUMU NPOTOHHOI MarHiTHO-pPe30HaHCHOI CMEeKTPOCKOoMil BM3HAYaloTb BIiOCOTKOBUA BMICT XUPY Y
neviHui. BMKOHYIOTb MONEKynspHO-reHeTuYHe TecTyBaHHA 3paskiB [JHK 3a meTtogom nonimepasHoi
naHutoroBoi peakdii (MJ1P), BM3HavatoTb BapiaHTy nonimopdiamy y reHi peuentopa aavnoHEKTUHY 1
(ADIPOR1) Ta ix B3aemMo3B's30k 3 MeTabomniaMoM [roko3u, ninigamu, aTteporeHHMM npodinem
ninigorpamMmu Ta Mapkepamm 3ananeHHs.

B xogi gocnigkeHHs 6yno BCTAHOBMEHO, WO Y NauieHTiB 3 IP BigCcyTHIl 3B'A30K MK NOKa3HMKamu
ninigHoro Ta nonimopdHoro reHa ADIPOR1(rs 666089). lNMpu ubomy BiporigHO gokasaHo, LWo Yy
nauieHTis, aki € Hociamm AA reHotuny y nonimopdHomy reHi ADIPOR1(rs 666089), HasBHi
NigBULLIEHHA BiACOTKa XUpPY Y NedviHui (cepegHe 3Ha4yeHHs cTaHoBuTb 2,4+0,8 %) Ta BenuunHu IP
(cepenHe 3Ha4eHHa cTaHoBUTL 5,3310,44).

Y DOCRIMKEHHAX BUKOPUCTOBYIOTb METOA, MarHiTHO-pE30HAHCHO| CMeKTPOCKOMii, KU Mae BUCOKY
pPOo3AinbHY 30aTHICTb, Sika Mae nepLUIopsaHe 3HAaYeHHsT Y HayKOBUX Ta KIiHIYHMX JocnigkeHHsx. MeToa
[O3BOMSE OAepXKyBaTh OB'EKTUBHY KiNbKICHY OLHKY CTaHy MediHKM Ha TKaHWHHOMY piBHi. Ane uewn
MeTOoZ NOB'A3aHMI 3 ONPOMIHIOBAHHAM MauieHTa y xodi OOCTEXEeHHs, JOPOruii Ta AoTenep He Mae
LLUMPOKOrO BMKOPUCTAHHSA Yy NpakTuLi fikapsi, Wwo notpebye nowyky 6inbw HebesneyHnx Ta 4OCTYMNHUX
METOZIB OLHKN CTaHy NeYiHKu.

KpiMm UpOro mMoxHa BBaXkaTu HeAOMKOM Te, WO Yy AOCNIMKEHHAX He 3abe3nevyeTbCst MOXIUBICTb
OLHKM reHeTMYHMX ocobnmBocTen y nauieHTiB 6e3 cuHapomy [P, OCKinbkM La KaTeropis XBopux y
JOCNIIKEHHS HE BKIHOYEHa.

3agava KOpUCHOI Mogeni - po3pobuTu Takui cnocid reHeTnyHoi giarHocTukn HAXKXI, y sakomy
BMOIp [0AaTKOBUX [AiarHOCTUYHMX KpuTepiiB 3abesneunTb 06'ekTMBHO, ane 6inbl AOCTyMHO Ta
0e3neyHo, oOuiHIOBATM BMICT XUPY Y MeviHUi, a HasBHICTb acouiauii MK BMSBMEHUM BapiaHTOM
nonimopdHoro reHa peuentopiB 1 agunoHekTnHy (ADIPOR1(rs 666089)) Ta BMICTOM XWUpY y NeYiHui
O03BONMUTL 34iMCHIOBaTK y nauieHTiB sk 3 IP, Tak 6e3 IP paHHio giarHocTtuky HAXKXIT. A ue, B CBOKO
yepry, [o03BONUTbH Oinbll edeKTUBHO BigOMpaTh XBOPUX ANs NPU3HAYEHHS NaTOreHETUYHO
06r'pyHTOBaHOI TepaneBTUYHOI cTpaTerii.

3agada BupiwyloTbCA Yy cnocobi reHeTMYHO! AiarHOCTUKM HeankoronbHOI XMPOBOI XBOPOOU
NeyviHKW, SIKUA BKIMHOYAE BUMIPIOBAHHSI Y XBOPWUX aHTPOMOMETPUYHMUX MapameTpiB 3 po3paxyBaHHAM
iHoekcy macu Tina (IMT), Bu3Ha4yeHHs1 iHcyniHope3ncTeHTHOCTI (IP) 3a pesynbratamu GioxiMiYHMX
JocnigXeHb KpoBi, OLHKY BMICTY XMPY Y NeviHLi 3a AaHUMW iHCTPYMEHTanbHoro metoay AocnigKeHb
Ta MONEKynsipHO-reHeTu4YHMn aHani3 3paskie [JHK 3a meTtogom nonimepasHoi NaHUroBoi peakuii
(MJIP) 3 BU3HAYEHHSIM TEHETUYHUX BapiaHTiB MONIMOPGHOro reHa peuentopa aguMnoHEKTUHY 1
(ADIPOR1(rs 666089)). BioMiHHMMM, Yy NOPIBHSAHHI 3 MPOTOTUMNOM, O3HaKaMu € Taki:

- OLiHKY BMICTY XMpY Y NeviHLi 34iNCHI0Th ¥ XBOpuX SK 3 IP, Tak i 6e3 IP, npu uboMy npoBoasTb
YyNbTPa3ByKoBe [OOCHIMAKEHHA OpraHiB 4YepeBHOI MOPOXHWHW, Yy XOA4i BUKOHAHHA SIKOrO OLHIOKTb
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exowinbHictb  neviHkm  (Mh) Ta exowinbHiCTb  Hupkn  (Mr), 0B4YMCNOTL  YNbTPa3BYKOBUM
renatopeHanbHui iHaekc (Irp) 3a iHHOBaLiMHO hopMynoto, 3anponoHoBaHo asTopamu: Irp=Mh/Mr;

- [0oOaTKoBO 3a pesynbTatamym  BioXiMiYHMX OOCNiMKEeHb Y CUpPOBaTLi KPOBi BM3HA4YalTb
KOHLEHTpaLilo aaunoHEKTUHY;

- i y xBopux 3 IP Ta 6e3 IP, y KoTpux BusiBneHa HasBHiCTb GG reHoTuny y noniMopgHOMY reHi
ADIPOR1(rs 666089), KOHUEHTpauisi agunoOHEKTMHY Y CUpPOBaTLi KPOBi 3HMKEHA, Y MOPIBHSAHHI 3
HOPMOIO, HE MeHLU HiX y 1,5 pasy, a po3paxoBaHe 3Ha4YeHHsi Irp He Ginblue 2-X, OiarHOCTYHOTb pPaHHiIn
PO3BUTOK HEarKorosibHOI XXMPOBOi XBOPOOM MEYiHKK, KA 0OYMOBIIEHUI FEHETUYHO AEeTEPMIHOBAHUM
NOpYLUEHHAM perynauii ninoreHesy i BigknaaeHHsM Xupy Y neviHu,i.

[donaTtkoBoo O0O3HaKoW € Te, WO YhNbTPa3BYKOBUN renatopeHanbHUi iHOAEKC o64McnionTb
aBTOMaTUYHO 3a KOMM'IOTEPHOI NPOrpamolo.

Bnbip pogatkoBMX AiarHOCTUYHUX KpUTepiiB 0ByMOBMEHO HACTymHUM: 3a OCTaHHIMWM AaHUMU
BiOMO, LLIO aAUMNOHEKTUH, SK NPOAYKT XMPOBOI TKAHWHU, NPUAMAE Y4acTb HE TiNbKW Yy NPOrpecyBaHHi,
arne v B iHiuiauil Hakonu4yeHHs xupy y neviHui (Balmer M.L. Significance of serum adiponectin levels in
patients with chronic liver disease / M.L. Balmer, J. Joneli, A. Schoepfera// Clinical Science. - 2010. -
V.1109. - P. 431-436).

MpunyckaloTb, WO agUMNOHEKTUH CTUMYIIOE OKUCIIEHHSI XXUPHUX KUCMOT Y MeviHui, a TakoX, Lo
dyHKUiOHanbHa akTUBHICTb reHiB peuentopiB ADIPOR1 3gaTHa BnnvMBaTU Ha HaKOMUYEHHS XUPY Y
neviHui (Kantartzis K., Fritsche A., Machicao F. Upstream transcription factor 1 gene polymorphisms
are associated with high antilipo-lytic insulin sensitivity and show gene-gene interactions // Journal of
Molecular Medicine. - 2007. - V.85. - P.55-61).

ABTOMaTuMyHe o6GYMCNEHHST 3a KOMM'IOTEPHOI MporpaMmor  (CBiJOUTBO MpO  peecTpadito
aBTOPCbKOro npaea Ha komn'toTepHy nporpamy Ne 39572, pnata peectpaudii 10.08.2011 p.) ta 3a
iHHOBALNHOI HOPMYIIOH, 3anNpPONOHOBAHOK aBTOpPamMK, YrbTPa3BYKOBOrO renaTtopeHanbHoro iHaekey
[03BonsiE y nauieHTiB sk 3 IP, Tak i 6e3 IP, BUsSBNATN HaBiTb HE3HAYHI 3MiHWM €XOLLiNbHOCTI NeYviHkn. A
ue [OO3BOMSAE BUABMSATU MATOMOr0 Ha paHHIX CTadisgx i NPoOBOAUTM MOHITOPWHI CTaHy XBOpPOro B
AOVHaMILi NikyBaHHS.

BusHauyeHa HasBHiCTb acoujauii Mk BuaBneHuM GG reHoTMNoM y noniMopdgHOMY reHi
ADIPOR1(rs 666089) Ta npouecoMm BigknageHHs >XuUpY Yy nediHui O03BONSE BUSABUTU TEHETUYHI
ocobnuBOCTi y xBopuXx sik 3 IP, Tak i 6e3 IP i giarHocTyBaTh paHHin po3smuTok HAXKXT.

Y BiJOMOMY piBHi pO3BUTKY OaHOi NpoGremMu BiOCYTHI BiJOMOCTI LWOAO BUSIBNEHHS FEHETUYHUX
YMHHUKIB Ana paHHbOI giarHocTkn HAXKXT y wiei kaTeropii XxBopumx.

HoBum € Te, Wwo y nauieHTiB sk 3 IP, Tak i 6e3 IP, 6inbw goctynHum i 6e3ne4yHMm mMeToaom, y
MOPIBHSAHHI 3 NPOTOTUNOM, 3abe3neyyeTbca 06'EKTMBHA OUHKa BMICTY XWPY Y NeuYiHui, a HasBHICTb
acoujauii Mk BUSBNEeHUM, 3rigHO 3 KOPUCHOIO MOLENNI0, BapiaHTOM noniMopdHOro reHa peuenTopis 1
apgunoHekTuHy (ADIPOR1(rs 666089)) Ta HakonMYeHHS XMPY Y NeviHui A03BOMNSE 34INCHIOBATM PaHHIO
giarHoctuky HAXKXIT y uiei kateropil nauieHTis. A Ue, B CBOW Yepry, 403BONUTb Ginbll edeKTUBHO
BiAOMpaTn XxBOpUX OIS NPU3HAYEHHA NAaTOreHeTUYHO OBrpyHTOBAHOI TepaneBTUYHOI cTpaTerii.

HocniopkeHHs 3a 3anponoHOBaHOK KOPMCHOK Mogenmno Oynu NpoBeAeHi y BiaAini 3axBopoBaHHS
neyviHkM Ta LWNyHKoBO-KuwkoBoro Tpakty AY "lHctutyT Tepanii im. JI.T. Manoi HAMH YkpaiHn". B
pocnigpkeHHs 6ynu BknodeHi 102 xBopux Yonogivoi Ta xiHovoi ctaTi 3 IP (52 xBopux) Ta 6e3 IP (50
xBopwux) Yy Biui 30-55 pokis.

KoHTponbHy rpyny cknanu 30 300pOBMX OOHOPIB aHamnorivyHoi BiKOBOI KaTeropii 4onosidoi Ta
XiHoyoi cTaTi. 3a pesynbTatamu gocnigxeHb paHHin giarHod HAXKXI noctaBneHun 64 xsopum 3 IP
Ta 48 xBopum 6e3 HasiBHOCTI |IP.

CratuctnyHa obpobka OaHMX BMKOHYBanacs 3a [OMOMOroH MNakeTa CTaTUCTUYHUX Nporpam
"STATISTIKA-6.0", "SPSS 13.0". Po36ixHOCTi MiXX MOpIiBHIOBAHMMM MOKa3HMKaMun Oynu OOCTOBIpHI,
AKLLO 3Ha4YeHHs 6ynu Binblwe abo pgopisHoTb 95 % (p <0,05).

3anponoHoBaHy KOPUCHY MoAenb 34iNCHIOTb TaKUM YNHOM:

1. Mpu rocniTanizauii Jo cTauioHapy XBOpUM 3 pi3HUM piBHeM |P nNpoBOAsATb OMUTYBaHHS,
isukanbHe obCTeXeHHS. BMMIipoloTb aHTponoMeTpuyHi napameTpu: maca Tina (MT); 3picT; o6'em
Tanii (OT) (Hopma ans 4YonoBikiB - BinbLL HiXk 94 cM, ANs XiHOK - 6inbL Hix 88 cm); 06'em cTeroH (OC);
o6'em Tanii (OT); OT/OC). Po3paxoByloTb 3a BigoMoto doopmysoto iHgekc macu Tina (IMT) (Hopma 25
KF/MZ). OUiHIOTb CTYMiHb OXUPIHHA.

2. MNpoBogATb OioXiMiYHI OOCNIMKEHHS CUPOBATKU KPOBi 3 BU3HAYEHHAM MOKa3HWKIB MinigHOro
0OMiHy: piBHIB 3aranbHoro xonectepuHy (3XC), tpurniuepugis (TI), xonecTepuHy ninonpoTteigis
BMCOKOI LWinbHocTi (XC JIMBL) Bigomum imyHodepmeHTHUM meTogom (Komapos ®.U., KopoBknH
B.®., MeHbLlumkoB B.B. Broxumunyeckme nccnegoBaHus B KvHuke. - Anucta: kadrap, 1999. - 250 c.)
Ha aBToaHanisatopi "Humareader" (HimeuunHa) 3 BukopucTtaHHaAM Habopie dipmm "Human”
(HimeuwunHa) i HacTynHuM po3paxyBaHHAM BMicTy XC y cknagi JIMNMHLL, 3a dopmynoto W.T. Friedewald:
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XC NMNHLW (mmone/n) = 3XC - (XC NMBLW, + TI/2,22) (Durrington P. Dyslipidaemia //Lancet. - 2003. -
Vol.362. - P. 717-731).

HdogaTkoBo, 3rigHO 3 KOPWCHOK MOAENNI0, BM3HAYalTb IMYHO(PEPMEHTHUM METOAOoM
KOHLEHTpaLilo afgumnoHEKTUHY, SIKMA € NPOAYKTOM >XMPOBOiI TkaHWHW. BcTaHoBneHa nabopaTopHa
Hopwma - 8,2-10,4 Hr/mn).

IOna ouiHkn ByrneBogHoro oOMiHYy B CUpOBAaTLi KpOBi BW3HA4alOTb KOHLEHTpaUii: rMoKo3n
HaTwecepLue [MIOKO30KCMAasHMM  MeToAoM Ha  aHanisatopi  "Humalizer"; rnikosunboBaHoro
remornobiHy (HbA,c) 3a gonomorot Habopy "PeareHT" (YkpaiHa) 3a peakuieto 3 TiobapbiTypoBoto
KMCMOTO; 3aranbHoro remornobiHy Ha cnektpodoTomeTpi "Specol-11" (HimewuuHa); iHCyniHy
HaTLlecepLe iMyHO(bepMEHTHUM MeTOAOM 3a JonomMoro Habopy peaktuiB - "DRG", CLUA. IHaoekc
iHCYNiIHOPE3UCTEHTHOCTI po3paxoBytoTh 3a Bigomoro dopmynoto: HOMA-IR = IHcyniH x rntoko3a/22,5.

3a uinboBi piBHI NinigiB, rMOKO3n KPOBi BUOpaHO napameTpu, siki peKOMeHA0BaHO €BPONENCLKUM
ToBapucteoM kapgionoris (ESC, 2007): koHueHTpauii 3XC < 5,0 mmons/n, Tl < 1,7 mmons/n, XC
JINHL < 3,0 mmonb/n, KOHLEHTpaUis rrKo3n B KPOBi HaTLwecepue Huwk4ve 6,0 Mmonb/n.

3. ONns KinbKIiCHOI OLHKM BMICTY >XUPY Y MeuiHUi, 3rigHO 3 KOPUCHOK Mogennio, sk OinbLu
JOCTYMHUA Ta 6e3nevyHun iHCTPYMEHTanbHUA METOL BMKOPUCTOBYKOTb YNbTPa3BYKOBUIN MeETO[,
pocnigpkeHHa (Y3[) opraHiB 4epeBHOI NOPOXHUHW. [Ona upboro npoBoadATb aHania 306paeHsb,
OTPUMaHUX MNpU AOCHigKeHHi renaTobiniapHOi cucTeMyn Ha ynbTpa3BykoBOMY ckaHepi "Phiips-1U"
(CLUA), KOHBEKCHUM MYMNbTUYaCTOTHUM AaTymkom 2-5 MIL.

Y xopi BuKOHaHHA Y3[l, OKpiM CcTaHOApPTHMX MOKa3HWUKIB, 0OOATKOBO OLIHIOKTbL €XOLWLiNbHICTb
neviHkm (Mh) Ta exowinbHictb Hupkn (Mr) Ta aBTOMatTM4HO OBYMCAIOIOTL 3a KOMM'IOTEPHOID
nporpamoro  renatopeHanbHun  iHgekc  (Irp)  3a  iHHOBauinHO  popmynoto:  Irp=Mh/Mr,
3anponoHOBaHOK aBTopamu (CBIAOLTBO MNPO pEECTpaLilo aBTOPCbKOrNO MpaBa Ha KOMM'HOTEPHY
nporpamy Ne 39572, pata peectpaudii 10.08.2011 p.). KinbkicHa oujiHka Irp 3abesneyye 06'eKTMBHO
BUSIBMIATU HaBiTb HE3HA4YHi 3MiHW EXOLUINbHOCTI MeyviHKK, Lo, B CBOK 4Yepry, AO3BOSSE BUSBNATU
NaTosIorit0 Ha paHHIX CTadifgxX Ta NPOBOAUTN MOHITOPUHI CTaHy XBOPOro B AMHaMILi NikyBaHHSA. Irp €
BENNYMHOIO 6e3po3MipHO0. Y nauieHTa, KM He Mae 3axBOPHOBaHb MeYiHkW i HMPOK Irp gopiBHIOE
oanHuui. Mpun NigBULLLEHHI €XOLLINBHOCTI NEYiHKM 3Ha4YeHHs Irp 3pocTae.

4. 1N OUiHKM reHeTUYHUX 0COBNMBOCTEN BMKOHYIOTL y XxBOopux 3 IP Ta 6e3 IP aHani3 3paskis OHK.
Ons uboro y xBoporo 6epyTb 3pa3ok KpOBi 3 HACTYNMHWM (DOPMYBaHHAM NiMAOLUTAPHOI CyMilli, 3
koTpoi Buginatote AHK.

MonekynsapHo-reHeTu4yHe TecTyBaHHA [OHK BUKOHYHOTb MeTOoAOM nomniMepasHoi NaHLUroBoi
peakuii (MJIP) 3 BUABNEHHAM reHeTU4HUX BapiaHTiB NONiMOPEHOro reHy peuentopa agunoHeKkTuHy 1
(ADIPOR1(rs 666089)).

5. 1 y xBopux 3 IP Ta 6e3 IP, y koTpux BusiBrnieHa HaaBHiCTb GG reHOTuny y noniMopgHOMY reHi
ADIPOR1(rs 666089), koHUeHTpauid aauWnoOHEKTVHY Yy cupoBaTui KpPOBi 3HWXEHa, Yy MOPIBHAHHI 3
BCTaHOBIMEHO HOPMOI, He MeHW HiX y 1,5 pady, a po3paxoBaHe 3Ha4yeHHs Irp He Ginbwe 2-X,
AiarHOCTYIOTb PaHHIA pPO3BUTOK HEeankoroslbHOi XMPOBOI XBOPOOW NeEYiHKW, SKMIA O0OyMOBIEHW
reHeTUYHO OeTepMiHOBAHWM MOPYLUEHHAM perynauii ninoreHesy i BigKNageHHAM >XUpY Y MNediHLi.
CTyniHb BiATBOPIOBAHOCTI KOpUCHOI Moaeni - 95-97 %.

MoxXnuBicTb 30IMCHEHHA [aHOI KOPUCHOI Mogeni nigTBepaXyeTbCA KMNiHIYHUMW NpUKnagamu.
Mpuknagm HagawTbCs A4S XBOPUX 3 CUHAPOMOM iHCYNIHOPE3UCTEHTHOCTI Ta 6€3 HbOorO.

Mpuknapg 1.

Xsopui M., 45 pokis, icTopis xsopobu Ne 1081, 2012 p., 6yB rocnitTanizoBaHui 3i ckapramu Ha
BiOYYTTS ANCKOMAOPTY, BaXXKOCTi Y NnpaBomy nigpedep'i.

AHaMHe3 3axBOPIOBaHHSA: BBaXkae cebe xBopum 6nmn3bko 4 pokiB, KOnu Briepule 3ad)ikcoBaHO
niAgBULLIEHHA Baru, nNosiBy AMCNENCUYHUX NPOSABIB Yy BUMAAi cyxocTi B poTi. [lpn nnaHosomy
oOcCTexXeHHi Oyno BWUSIBIIEHO MOPYLUEHHS rnikeMii HaTwe. [Jani He obCcTexyBaBCs, IiKyBaHHSI He
NpoBOAWNOCL, MpUAEpPXKyBaBCcA AieTW. AnKOronb Ta renaTtoTOKCUMYHI npenapatM He Bxusae. B
ciMeiHOMy aHaMHe3i - y maTepi cnocTepiranachk rinepToHiyHa xsopoba.

O0'ekTMBHE OOCTEXEHHS: 3araflbHU CTaH BiAHOCHO 3aAO0BinbHWUIA. LUKIpHI NOKpMBKM 3BUYaANHOrO
Konbopy, cyxi. Hag nereHamu BesukynspHe AuxaHHA. Mexi BigHOCHOT cepuLeBOi TYnocTi B Mexax
dizionoriyHoi Hopmu. CepLeBa AiSnbHICTb pUTMiIYHA, TOHU npurnyweHi. YCC 75 ya. 3a xB. AT 138/88
MM pT. cT. MNepudepinHi Habpsiku BigcyTHI. BunopoxHeHHs Ta piype3 6e3 BigmiHHOCTen. [Mpwu
nanbnadii XuBiT 36inNbleHnA y po3Mipax 3a paxyHOK HaASULLKOBOI >KUMPOBOI TKaHWHK, M'SKWRA,
©e3bonicHui. MNMeviHka 30inbLeHa B po3mipax. Po3amipu no Kypnosy 14 x 13 x 12 cwm.

BumiptoloTb Ta OLiHIOIOTb aHTPONOMETPUYHI NapameTpu: MT - 92 kr, 3picT - 167 cm, OT - 126 cm
(6inbL, Hixx 94 cm ans yonogikiB), °C - 104 cm, OT/OC - 1,21; PospaxoBaHun IMT cknagae 32,99
Kr/M, LLIO NepeBMULLYE HOpMY (25 Kr/M) Ta CBIAYUTbL MPO OXMPIHHS NErKOro CTYMEHHO.
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BumiptoloTb Ta OUiHIOIOTb aHTpPONOMeTpuYHi NnapameTpu: MT - 92 kr, 3picT - 167 cm, OT - 126 cm
(6inbL, Hixx 94 cm anga yonogikiB), °C - 104 cm, OT/OC - 1,21; PospaxoBaHun IMT cknagae 32,99
Kr/M?, L0 NepeBuLLye HOpMY (25 Kr/M?) Ta CBiAYUTb MPO OXMPIHHS NETKOTO CTYMNEH!O.

Y XBOpPOro npoBoAsATb BiOXiMiYHI OOCRIMKEHHS CUPOBATKM KPOBI 3 O04ATKOBUM BU3HAYEHHSM,
3rigHO KOPWCHOT MOAENI, KOHUEHTpaLii agunoHekTnHy. Pesynetatu: eputpoumnTn - 3,6 x 10'%/n, HB -
142 t/n, nekountn - 6,2 x 10°/n, rpaHynounTun - 61,5 %, nimgountn - 21,0 %, moHountn - 3,2 %,
LWOE - 14 mm/roguna; AcAT - 0,26 mmonb/4y.n., AnAT - 0,36 mMMonb/J.n.; Mapkepu BipyCHUX renaTtuTie
HeratmeHi (HBsAg, HCV RNA, HBV DNA). MNoka3Huku ninigHoro oominy: XC - 4,87 mmone/n, TI - 1,7
mmone/n, XC JIMNBLW, - 0,92 mmonb/n, pospaxoBaHe 3HauyeHHa XC JIMHLW - 2,8 mkmonb/n.
AgvnoHektnH - 4,8 Hr/mn, 3HwxeHun y 1,7 pasy. [lokasHuku BYrneBOAHOro OOMiHy: rnioko3a
HaTwecepue - 6,2 mMmomb/n, iHCyniH - 14,2 mkOa/mn, WO CBIiAYUTL NPO  rinepiHCyniHeMito.
PospaxoBaHui iHgekc IP - 6,2 (nepesuwiye Hopmy (2,77)), WO CBIiAYUTb NPO HasIBHICTb Yy XBOPIiW
cuHgpowmy IP.

XBOpPOMY SK IHCTPYMEHTanbHUA MeTof, 3rAHO 3 KOPMUCHOK MOAENI0, BUKOPUCTOBYHOTb METOL
ynbTpa3ByKoOBOro gocnigkeHHsa (Y3[) opraHiB YepeBHOI NOPOXHWHM 3 0OOATKOBMM OGYMCIOBAHHAM
3a iHHOBaUiNHO opMynoto renaTopeHanesHoro iHaekcy (Irp) (aue. ctop. 6 onucy):

PesynbTtatn Y3[. BuasneHa renatomeranisa: TOBLMHA NpaBoi Aoni neviHku - 15,1 cm (Hopma oo
13 cm), niBoi goni - 9,6 cm (Hopma go 8,0 cm), xBoctatoi goni - 2,8 cm (Hopma go 2,0 cm). MNMopTanbHa
BeHa - 0,8 cm (Hopma go 1,3 cm). XKoByHuiA nysump - 6,4 cm x 2,5 cm. ToBwKMHA CTiHOK - 1,5-2 mMm.
Xonegox 4 mm. XKOBYHI NpoTOKM He po3wwupeHi. CenesiHka He 30inblieHa. BuaHayeHo piBHOMipHe
NOCWUMEHHS €XOMEeHHOCTi MEeYiHKOBOI TKaHWHW, CYOAWHHUIA MarnoHOK HeneBHun. Hupku - 6e3 KniHivHO
BaXnuBMX 3MiH. ExowinbHicTb nediHkm (Mh) - 14529 Tta exowinbHictb Hupku (Mr) - 46,87.
ABTOMaTM4YHO PO3paxoBaHU 3a KOMM'IOTEPHOIO nporpamoto Irp - 3,1, wo Binblw HiX 2 (OouiHKOBWUNA
KpuTepin), WO CBIiAYMTbL NPO BiAKMAAEHHS XUPY Y NediHLi.

A0 NOpyLUEeHHs perynauii ninoreHesy i BigknaaeHHs Xupy Yy nevdiHui (po3BuTKy cTeaTtoasy).

BucHoBok: Ha nigctasi KOMNMAEKCHOrO aHanisy B3aeMO3B’s13KiB MiXK AOCHIKYBAHNMM MOKa3HMKaMmn
Ta JOOATKOBMMM LiarHOCTUYHMMU KPUTEPISIMU (3HWXKEHA KOHLUEHTpauis agunoHEKTVHY, NigBULLEHWI
Irp, HasaBHicTb GG reHoTuny y nonimopdHomy reHi ADIPOR1(rs 666089) y xBoporo BCTaHOBIOOTb
paHHin po3sutok HAXKXIT Ta metaboniyHi nopylweHHs (rinoagunoHEKTUHEMIS Ta rinepiHcyniHeMis),
o acodiroBaHi 3 IP.

PekomeHpadii: BpaxoBytoun Hecnpuatnuesun reHotun ADIPOR1(rs 666089), ana ranbmyBaHHs
nporpecyBaHHsa CTeaTo3y MeYiHKM, XBOPOMY peKOMeHAOBaHa Kopekuida mMacu Tina Ha Thi
rinoninigemiyHoi Ta renaTonpoTekTopHOi Tepanii. KpiMm Toro, poauMyam MepLlioro CTyneHs
PEKOMEHOOBAHO [OLATKOBE MOSEKYNAPHO-TEHETUYHE TECTyBaHHA 3 BU3HAYEHHAM TeHoTUny
nonimopcgHoro reHa ADIPOR1 Ta npu HeobxigHOCTi npoBedeHHA [04aTKoBMX NPOdinakTUYHMX
3axopis.

Mpuknapg 2.

XBopuii B., 42 poki, ictopis xBopobu Ne 992, 2012 p., 6yB rocnitanisoBaHui 3i ckapramu Ha
BiAYYTTA OANCKOMAOPTY, MpKOTY Y POTi, BXKOCTi y MpaBoMy niapebep'i, 3aranbHy crnabkicTb.

AHaMHe3 3axBOPIOBaHHSA: BBaXae cebe XBOPUM MPOTSrom 7 pokKiB, KON BNEpLUE NpU MAaHOBOMY
obCTexeHHI BUsIBNEHi o3Haku auvcninigemii. Oani He obcTexyBaBcs, IikyBaHHS He MpPOBOAWIIOCH,
npuaepxysaBcs AieTn. AMNKOronb Ta renaTOTOKCUYHI NpenapaTn He BXxuBae. B cimeriHoOMy aHamMHesi -
y maTepi gucninigemisa IV tuny 3a D. Fredrickson.

OO6'ekTBHE OOCTEXEHHS: 3aranbHWi CTaH BIOHOCHO 3ad0BinbHWNA. LLKIpHI MOKpMBKM 3BUYaNHOrO
Konbopy. BiasHauatoTbecst kKcaHTenasmu noBik. Hag nereHsamu Be3ukynspHe avxaHHs. Mexi BigAHOCHOI
cepueBoi TynocTi B Mexax cpisionoriyHoi Hopmu. CepueBa LiSiNbHICTb PUTMIYHA, TOHU MPUIMYLLEHI.
YCC 68 ya. 3a xB. AT 133/78 mm pT. cT. lNepudepiviHi Habpsku BigcyTHi. BunopoxHeHHs Ta giypes
6e3 BigmiHHOCTew. MNpu nanbnadii XuBIT He 36iNblweHnA y po3mipax, M'akui, 6esbonicHui. MNMediHka
36inbLlueHa B po3Mipax. Poamipu no Kyprosy 14 x 13 x 12 cm.

BuMiptoloTb Ta OUiHIOTb aHTponoMeTpuyHi napameTtpu: MT - 69 kr, 3picT - 167 cm, OT - 93 cm
(MeHLwe Hopmu (94 cm) ansa yonosikiB), °C - 94 cm, OT/OC - 0/99; Po3paxosaHun IMT cknapae 24,7
Kr/M”, IO He nepeBuLLye HOpMY (25 KF/MZ) Ta CBiAYMTb MPO BiACYTHICTb OXUPIHHS.

Y XBOpPOro npoBoAsTb BioXiMiYHI OOCNIMKEHHS CUMPOBATKM KPOBi 3 O04aTKOBUM BU3HAYEHHSIM,
3riAHO 3 KOPUCHOK MOAENTIO, KOHUEHTpaUil aaunOHEKTUHY.

PesynbTaTit: eputpouuntu - 3,8 x 10™/n, He - 136 r/n, neikountun - 6,8 x 10°/n, rpaHynoLUTH -
62,1 %, nimgouuntn - 22,0 %, moHoumnTu - 3,1 %, LWOE - 17 mm/rognHa; AcAT 0,31 mmonb/4d.n., AnAT
0,38 mmonb/4.n. Mapkepu BipycHux renatutie HeratueHi (HBsAg, HCV RNA, HBV DNA). Noka3Huku
ninigHoro obminy: 3XC - 5,2 mmonb/n, TI - 2,1 mmone/n, XC JINBL - 1,0 mmonb/n, po3paxoBaHe
3Ha4eHHsa XC JIMHL - 2,9 mkmonb/n. KoHueHTpauis agunoHEKTUHY CTaHOBUTL 5,4 HI/MI, LWO 3HKEHA
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Oinbw Hix y 1,5 pasy BigHOCHO BCTaHOBreHoi Hopmu (8,2-10,4 Hr/mn), CBigUUTE MNPO PO3BUTOK
MeTabonivyHNX NOPYLUEHb, SKi CIPUAIOTL HAKOMUYEHHIO XXMPY Y NeYiHu;.

Moka3HukM ByrneBogHOro oOMiHy: rnioko3a HaTtwecepue - 5,7 mmone/n (B mexax Hopmu - 4,4-6,6
MMoOnb/n), iHcyniH - 5,4 mkOa/mn (He nepeBuLLye HopMmy - 5,0-5,5 mkOa/mn). Po3paxoBaHun iHaekc IP
- 2,4, WO He nepeBuLLye HOpMY (2,77) Ta CBIiAYMTb NPO BiACYTHICTb Y XBOPOro cnHapomy IP.

XBOPOMY SIK iHCTPYMEHTarnbHUA MeTod, 3rigHO 3 KOPUCHOK MOAENM, BUKOPUCTOBYIOTb METOo.
YyNbTpa3BykoBOro gocnimkeHHs (Y3[1) opraHiB YepeBHOI MOPOXHMHM 3 4OAATKOBMM OBYMCIIOBAHHAM
3a iHHOBaUiNHOW hopMyrnoto renatopeHanbHoro iHaekcy (Irp) (aue. ctop. 6 onucy):

Pesynbtatn Y3[. BuseneHna renatomeranis: TOBLMHA NpaBoi AonNi NeviHkn - 15,4 cm (Hopma go
13 cm), niBoi - 9,2 cm (Hopma go 8,0 cm), xBocTaTol Aoni 2,6 cm.

[na ouiHKM reHeTUYHUX O0CoBNMBOCTEN i BUABNEHHA FEHETUYHMX BapiaHTiB NoniMopdHOro reHa
ADIPOR1(rs 666089) meTtooom nonimepasHOi naHLUroBoi peakuii BUKOHYOTb MOMEKYMNsSpHO-
reHeTnyHe TectyBaHHA [HK xBoporo 6e3 HasBHOCTI cuHapomy IP.

3a pesynbtatamn TectyBaHHa OHK, 3rigHO 3 KOpUCHOK MOAENNIO, BUSIBNEHO, LLIO XBOpa € HOCIEM
GG reHotuny ADIPOR1(rs 666089) i Mae reHeTUYHY CXWUIMbHICTb 40 NMOPYLUEHHS perynsuii ninoreHesy
i He3HaYHe BiOKNaL4EHHS XUpY y NediHui (bopMyBaHHS cTeaTosy).

BucHoBok: Ha nigcraBi KOMMMEKCHOro aHanidy B3aeMO3B'sI3KiB MiXK LOCiAKYBaHUMUN NOKa3HUKaMM
Ta JOOATKOBMMM LiarHOCTUYHMMU KPUTEPISIMU (3HWXKEHA KOHUEHTpauis agWMnoHEKTVHY, NigBULLEHWI
Irp, HasaBHicTb GG reHotuny y nonimopdHomy reHi ADIPOR1(rs 666089) y xBoporo BCTaHOBIOOTb
paHHin po3suTok HAXKXIT Ta MeTaboniyHi nopylleHHs1 (rinoagunoHEKTUHEMISI Ta rinepiHCyniHeMmis),
Lo He acouinosaHi 3 IP.

PexomeHpgauii: BpaxoBytoun Hecnpuatnmeun reHotun ADIPOR1 gns ranbmyBaHHS pO3BUTKY
cTeaTosy nediHkn, XBOPOMY pekoMeHAOoBaHa rinoninigemMiyHa Ta renatonpoTekTopHa Tepanid. Kpim
TOro, poamyam nepLloro CTyneHs peKoMeHA0BaHO A0AaTKOBE MOMEKYNSIPHO-FEHETUYHE TECTYBAHHS 3
BMU3HA4YeHHAM reHoTuny nonimopdHoro reHa ADIPOR1(rs 666089) Ta npu HeobxigHOCTI npoBeaeHHs
000aTKOBUX NPOdoinakTUYHMX 3axoaiB.

TexHi4HMM pesynbTaT. BukopucTaHHA KOpUCHOI Mogeni y MegudHin npakTtuui 3abesneuntb
MOXMBICTb Oinbll AOCTYNHUM i 6e3neYHUM MeToOoM, Y MOPIBHSIHHI 3 MPOTOTMMNOM, 34iACHIOBaTH
06'EKTUBHY OLLiHKY CTaHy NeYiHku B 3aneXHOCTi Bif HasBHOCTI abo BigCYTHOCTI y XBOporo cuHgpomy IP
Ta 3 ypaxyBaHHSM MOro reHeTUYHUX OCODMMBOCTEMN, LLO A03BOMUTL BU3HAYATU FPYNU PU3KKY PO3BUTKY
HearnkorofbHOI >XMPOBOI XBOPOOM MeyviHKM, HAKi NoTpebyloTb adekBaTHOTO Ta CBOEYACHOrO
npu3HaYeHHs NpopinakTMYHMX 3axofiB Ta NaToreHeTUYHO OBrpyHTOBAHOI TepaneBTUYHOI cTpaTerii.

®OPMYJIA KOPUCHOI MOJENI

1. Cnocib reHeTUYHOI Q[iarHOCTMKN HearnKoronbHOI XMPOBOI XBOPOOM NEeYiHKW, SKMN BKIOYaE
BMMIPIOBaHHS Y XBOPUX aHTPONOMETPUYHMX NapaMeTpiB 3 po3paxyBaHHAM iHAekcy macu Tina (IMT),
BM3HAYEHHS iHCyniHopeancTeHTHocTi (IP) 3a pesynbTatamy GiOXiMiYHMX OOCNIMKEHb KPOBI, OLIHKY
BMICTY XUPY Yy MeyiHuUi 3a AaHUMW HCTPYMEHTarnbHOro MeTody [AOCHiIXKEHb Ta MOMEKYNsApHO-
reHeTU4HWn aHani3 3paskis [OHK 3a meTtogom noniMepasHoi naHutorosoi peakuii (MJP) 3
BM3HAYEHHSIM FreHeTUYHUX BapiaHTiB nonimopdHoro reHa peuentopa agunoHektnHy 1 (ADIPORI(rs
666089)), KM BiAPISHAETLCA TUM, LLO OLHKY BMICTY XXMPY Y NeYiHUi 34iNCHIOTb Yy XBOpUX SK 3 IP,
Tak i 6e3 IP, npu ubOMy NPOBOASATL YNbTPa3ByKOBE AOCHIAKEHHS OpraHiB 4YepeBHOI MOPOXHUHW, Y
XOZ4i BUKOHaAHHS SIKOTO OLiHIOITh eXOLUiNbHICTb neviHkn (Mh) i exowinbHicTe HUpKku (Mr), obuncnioTb
ynbTpa3ByKOBUWN renatopeHanbHui iHgekc (Irp) 3a iHHOBaUiNHOK (OOPMYIIO, 3anponoHOBAHOK
asTtopamu: Irp=Mh/Mr, popaTkoBO 3a pesynbTatamu OGioXiMiYHMX AOchigXeHb Yy cupoBaTli KpOBi
BM3HAYaloTb KOHLEHTpaLilo agunoHEKTUHy, i y xBopux 3 IP Ta 6e3 IP, y KoTpMx BU3Ha4YeHa HasiBHICTb
GG reHoTuny y nonimopdHomy reHi ADIPORI (rs 666089), koHLeHTpaLuis agunoHEKTUHY y cupoBaTLui
KpOBi 3HMXEHa, Y NOPIBHAHHI 3 BCTAHOBIIEHO HOPMOIO, HE MeHLW HiK y 1,5 pasy, a pospaxoBaHe
3Ha4yeHHsa Irp He OGinble 2-Xx, AiarHOCTYHTb PaHHIi PO3BUTOK HEanKoronbHOI XMPOBOi XBOPOOGU
NeyviHKM, SKUA OOYMOBMNEHMI TEHETMYHO [OEeTEPMIHOBaHUM MOPYLUEHHSIM perynsuii ninoreHesy i
BigKMageHHAM XUpy y nediHui.

2. Cnocib 3a n. 1, AkMA BiAPI3HAETBCA TUM, WO YNbTPA3BYKOBUN renatopeHarnbHUN iHOEeKC
06uYMCnIoTE aBTOMaTUYHO 32 KOMM'IOTEPHOK MPOrPamolo.

Komn’'toTepHa BepcTka A. KpyneBcbkuii

[HepxaBHa cnyxba iHTeneKTyanbHOi BMacHocTi YKpaiHu, Byn. Ypuupekoro, 45, m. Kuie, MCI1, 03680, YkpaiHa

0N “YKpaiHCbKMI iIHCTUTYT NPOMMUCIIOBOI BriacHocTi”, Byn. [Na3yHoBa, 1, M. KuiB — 42, 01601



