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YKpOBUIA AlabeT I3 0. Konomnso’,
MOHOT€HHUM TUMOM M. Koo
YCNaAKYBaHHA: KIIHIKa,
LiarHOCTUKA Ta NiKYBaHHS

(yacTuHa 2)

'HauioHanbHU meguunmin yrisepcnteT im. O.0. boromonbua
2KNTBCbKMIA MICBKUI KNIHIYHWIA @HOOKPUHONOTIYHWIA LEHTP

Pesiome. JlekLil0 NPUCBAYEHO BMBUYEHHIO KNIHIKO-AIArHOCTUYHMX Ta MiKYBalbHUX acneKTiB LyKpPOBOro Aiabety 3
MOHOTFEeHHMM TUNOM YCnaaKyBaHHA. BiH 3ycTpiuaeTbca B 1-2% Bif YCix BUNALKIB NOCTAHOBKM [iarHO3y Ta BUHMKAE B
pe3ynbTaTi MyTauil, AKi NPU3BOAATL [0 areHesii NifWNyHKOBOI 3an03u, 3MeHLWeHHA GyHKLUIT B-KniTvH abo ix ninsw-
LEHOT feCTPyKLii, PO3BUTKY IHCYNIHOPE3UCTEHTHOCTI. [1o HHOTO BIGHOCATb MEPMAHEHTHMI HEOHATASTbHWN LIYKPOBUI
niabeT, TpaH3nTOPHWIA HeoHaTanbHui LI, MODY-giabeT Ta aekinbka 6ifbl PigKICHIWNX CUHAPOMIB, AKI OKpIM Aia-
6eTy NPOABNAIOTLCA | NEBHUMM eKCTPa NaHKPeaTUYHUMM NPOABaMMU.

KnouoBi cnoBa: HeoHaTanbHWi Lykposmii giabet, MODY-giabeT, mitoxoHapianbHui LA, cuHapomanbHui LI, re-
HETUYHa AMCOYHKLIA B-KNITUH, CUHAPOMI PE3UCTEHTHOCTI A0 IHCYAIHY.

Hia6er nopocaux y moiaoxocti (MODY-aiader) 3piIoMY Billi, i XapaKTePU3YETHCS TIEPBUHHIM Jledex-
MODY-o0iabem (maturity-onset diabetes of the  Tom cunTe3y incysiHy. BUIiisioTh 5 OCHOBHUX «BeJIH-
young — miabeT MOpPOCIMX Y MOJOMOCTI) 3a KJIACH-  KHUX» JiarHOCTHYHUX KPUTEPIiB:
dikanieio ADA (American Diabetic Association) Ta 1. Timepriikemist 3a3Biyaii BAHKMKAE Y Billi 10 25 POKiB,
WHO (World Health Organization) BigHocutbest 10 SIK MiHIMyM, B OJ{HOTO, & TO I ¥ IBOX uJieHiB cim'1. [le-
rpymu: 111 T tunm giabery; A. Tenetnuni nedextn pebir MiabeTy XapaKTepusyeThest aHTUIUITAIEO (TT0-
¢dynkuii B-kmitur. MODY - e cimeiina dopma aia- sIBa O3HAK O/[HOTO 1 TOTO K 3aXBOPIOBAHHS B HaIlla/l-
Gety, sSika BUHUKA€E B IUTUHCTBI, IOHOCTI Y1 PAaHHbOMY KiB y OiJIbIII PAHHBOMY Billi i 3 BaXKUKM 11epebirom);
2. AyTOCOMHO-ZIOMIHQHTHUH THIl YCTAJKyBaHHI 3
* appeca ana nuctysanHa (Correspondence): HalioHanbHWiA MeAMUHNUIA yHiBEpCUTET BEPTUKAJIbBHOIO TIEPENAYEIO ﬂia6eTy B TPbOX IIOKO-
im. 0.0. boromonbug, 6yn. LLesuerka, 13, 01601, m. Knis, YkpaiHa. JAHHSX 1 HASBHICTD CXOKUX (l)eHOTI/IHiB cepen iH-

e-mail: zdovado@ukr.net .
KX 4YJ1€H1B POJIUHHN;
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3. BixcytHicTp iHCy/TiHOTEpAIIIT IIPOTSATOM 5 POKIB Tric-
Jist ToctaHoBKK giarnosy I/ a6o KiiHiYHO 3HAYNMi
piBHi C-TlenTuy y XBOPUX HA iHCYJIIHOTEparii;

4. PiBeHb iHCyJliHYy B HOPMAJbHUX MeKax, He3Baka-
1041 Ha HE3HAUHY TilepriiKeMilo, Mo CBIYUTD PO
MEPBUHHNN JieheKT B-KIITHHHOT DYHKITIT;

5. HammipHa maca Tijia uu 0KUPIHHS PiIKO acoIliito-
BaHi 3 giaberom tuiry MODY.

Ha cporoni inentudikonano 6 reHis, Bi/[IOBIaJIb-
Hux 3a pozsutok MODY. Oxun i3 Hux kozpye dep-
MEHT TJIIOKOKiHa3y, a iHIm 5 — (akTopyu TPaHCKPUII-
mii: HNF-1a, HNF-4a, HNF-1B, (remartonutapuuii
apepuanii akrop), NeuroD1 (meliporennuii daxrtop
nudepentiartii 1), Ipf-1 (iHcymiHOBHiT TIpOMOTEPHMIA
daxrop 1) (Tadm. 2).

Haii6ispir po3noBcoizkeHMME € 2-it Ta 3-if cy0-
i MODY-giabety — Ha Hux npunazae 2/3 ycix
BUIIAJIKIB.

MODY-2 BuHMKa€e BHACTIIOK MyTallii B TeHi TJTi0-
KOKiHa3W. [7OKOKiHA3a € KJIYOBUM (epMeHTOM
y TematonuTax Ta PB-KJIiTWHAX ocTpiBliB JlaHTep-
rafca, SKuii kKarajuizye ¢dochopuioBaHHS TJIIOKO3U
10 TJI0K030-6-ocdary, 1o € HeoOXigHUM I J10-
cratiboro ytBopeHtHss AT® Ta cunHTedy iHCyiHy.
Y nocmimpkeHHaX, B AKMX BUBYAIM TJIIOKOKIHA3Y K
reH-KaHAuIaT y narieHtis i3 xiaberom MODY-2 Ta
ix cimeil, mokasano, mo Oiabme 150 myrariiii y remi
MOXKYTh BUKJIMKATH Aanuii cyotun miaGery. [liaber
MODY-2 B roMo3uror XapakTepu3yETbCsS PO3BUT-
koM ITHII/I, a B reTepo3uror — cupusi€ 3HUKEHHIO
CUHTE3Y TJIIKOTeHy Ta TMiBUIIEHHIO TTIOKOHEOTeHe3y
B IIEYiHII, 1[0 B CyMi IIPU3BOJUTD JI0 PO3JIa/iB MeTa-

Tabnuua 2. |leHeTnuHa KnacudikaLia Ta KniHiyHi peHoTUnm

nigtmnis MODY

Xpomo- Tun
Ten COMHMI  ycnapa-
perioH KyBaHHA

HeoHatanbHun
rinepiHcyniHiam, giabet

Tun

MODY KniHiuHuit peHoTun

MODY1 HNF4A 20q13.12 AL

MNopywieHHsA rnikemii

HaTwe (i3 paHHbOro

OUTUHCTBA) —

y reTeposuror,

nepMaHeHTHUIA

HeoHaTanbHun L -

y romo3unroT

LA i3 pe6totom y 10-40

pokKiB

LI, areHesia

NiALWnyHKoBOI

IPF-1/ 13q12.2 All 3an031 3 BUPaXeHoI0

PDX-1 €K30KPWHHO0
HeAoCTaTHICTIO B
romo3uroT

MODY2 GCK 7p13 All

MODY3 HNF1A 12q924.31 Al

MODY4

LA, rinonnasis
nigWwnyHKOBOI 3a103M,
noniKicTo3 HUPOK

29313 Al uA

MODY5 HNF1B 17912 Al

MODY6 Neurod1

6OJTi3MY TJIIOKO3H B IIEYiHIli Ta B MOAAIBIIOMY PO3BUT-
Ky MOpYIIEHHs rinepriikemii Harute. Y Oiibmrocti
XBOPHUX, SIKi € HOCISIMU T€TePO3UTOTHOI MyTallii B reHi
GCK, piBeHb I10KO3U B T1J1a3Mi KPOBI HATINE 3HAXO-
JUTHCS B MexKax Big 5,5 10 8,0 MMouib/J1, 30epiracThest
ajieKBaTHA BIJITIOBI/Ib 1HCYJIiHY, 110 TIPOSIBJISIETHCS He-
BEJTMKUM MPUPOCTOM TJIIOKO3U B KPOBi (<3 MMOJIb/JT
y 70% mnartieHTiB) uepe3 2 TOJ. MiCJsI EPOPATHHOTO
HaBaHTaKeHHs TUI0K03010. CaMme 1ie MOSCHIOE, YOMY
piBeib HbAic pinko nepesuiiye 7,5% i 4oMy B TakuX
XBOPUX PIZIKO PO3BUBAIOTHCS MIKPOCYIUHHI YCKJIA/I-
HeHHs1. [[prOIM3HO TTOJOBKMHI TaKUX XBOPUX MTOMMUJI-
KOBO BUCTaBJsieThes giaruo3 11/] 1 uu 2 tumy 3 orssimy
Ha JIBOPA30BO MiIBUIIIEHNI PiBEHD TJIIOKO3U HATIIE 1/
a00 pe3yJIbTaT MEPOPATHLHOTO TECTY TOJEPAHTHOCTI /10
rioko3u (ITTTT). IlixcymoBani iarHOCTUYHI 0O3HAKH
MODY-2 npexcrasieti B Tabu. 3.

[Topytiena rikemiss HaTIle BUHUKAE B PAHHbOMY
JIUTUHCTBI Ta 30epira€TbCsl B IIOJAJIBIIOMY, XapaKTe-
PUBYETHCST M'SIKMM TIePe0iroM, JIETKO KOPUTYETHCS 32
JIOTIOMOTO010 Jii€TH. Y GiIbINOCTI BUMAIKIB I[yKPO3HH-
JKYBaJIbHI 3aC00M He BUKOPHCTOBYIOThCSI, OCKIIBKH IX
eeKT IS JIOCATHEHHsT KOMIIeHCAllii MiHiMaJIbHI.
Gill-Carey y cBoemy nocuipkenti crioctepiraB y 28
narientis izentuani pisai HbAic (6,3%) mo i micast
JIIKYBaHHS SIK 1HCYJIIHOM, TaK i iHIIUMY IIYKPO3HU-
KYBaJbHUMHM TIpeniapaTaMy B Takux XBopux. lIpore
BUHATKOM € BariTHICTh, KOJW BUKOPUCTAHHS ITyKPO-
BHIZKYBJIbHUX 3aC00iB € HEOOXiIHUM, 0COBIMBO TIPU
Ha/AMipHii Maci 1oja.

MODY-3 Bunukae BHACIIOK MyTallii B reHi (hak-
topa tpanckputniii HNF-1a. Ha cporogni onucano
Gisibie 150 MyTaliil y mpoMoyTepHiil Ta KOAYI0UnX
JIJISHKAX JJAHOTO reHa. Y TakuX HallieHTiB jiaber je-
6rotye B niepiog Bix 10 10 40 pokiB i MPOSBIAETHCS
MOPYIIEHHSIM  TJIIOKO300I0CEPEIKOBAHOTO  CUHTE3Y
incyminy. It MODY-3 xapakrtepHuil Giibin Bax-
Kuii mepebir, Sikuil yike yepes 3-5 pokiB micss jaebio-
Ty MOjKe TIOTPeOyBaTH IHCYTIHOTEpATIil, aTe OCKITbKI
GLTBITICTD 13 TAaKMX XBOPUX MPOSIBJISIIOTH BUPAsKEHY
YyTIUBICTh IO TITIOTJKEMIUYHOTO e(heKTy MpenapaTiB

HiarHocTnuHi kputepii giabety MODY-2

+ HasABHicTb nocTinHoI i cTabinbHOI rinepraikemii HaTLe (3a3BUYait y
MeXax Big 5,5 8o 8,0 MMosb/n) NPOTAroM AeKiNbKoX MicALiB abo pokKiB;

+ HbA1, K NpaBuUo, He3HaYHO NEPEBULLYYE BEPXHIO MeXy HopMmU (5,5-5,7%);
Y nepopasnbHomy rnioko3oTtonepantomy TecTi (MIFTT) npupicT riokosm
AK MpaBuUJIO He NepesuLLye <3,5 mmonb/n (y 70% xsopux). [NpoTte

yepes miHnmBicTb M TT iHTepnpeTauia noro pesynbraTy He NOBUHHA
BPaxoBYBaTUCb AK aOCONIOTHWI KpUTEPIl;

Y 6aTbKiB MOXe AiarHOCTYBaTUCh «LlyKpPOBUiA iiabeT 2 Tuny». OCKinbKu
MODY-2 ycnaiKoBYy€TbCA 3a aBTOCOMHO-AOMiHAHTHUM TUMOM, Y OfHOTO
3 6aTbKiB AiarHOCTYETbCA HE3HAYHE MNiABULLEHHSA IMIOKO3M B KPOBI
HaTule (y mexax 5,5-8,5 Mmonb/n). TecTyBaHHA 30BHi 30p0BUX 6aTbKiB
Ha MopYLIEHHA riKkeMmil HaTwe Bifirpae BaXnvBy ponb Ans ineHTndikauii
MyTaLil B reHi rioKoKiHasn.
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cynbdoninceqopunn, mauiie 30-40% i3 HUX 3HAXO-
IsTbesl Ha iHcymiHoTeparii. IlepcniekTuBHUMM 1St
gikyBanHs gaHoro tumy [1/] € npenaparn iHKpeTnHO-
BOTO pany. /lomaBanus 0 cTaHAAPTHOI Teparii ABOM
xBopuM i3 MODY -3 curaraintuty 8 103i 100 mr/mo0y
pu3BOAJIO 10 3HIKeHHsT HbAie 10 6,3% (6asoBuit
piBenb 7,2 i 8,8%) Ta mokparanus GyHKIT B-KIiTHH.

[Mopisasino 3 MODY-2 Ttaki XBOpi 3HaXO[STh-
st B rpyIi GITIBIT BUCOKOTO PU3UKY MIOAO PO3BUTKY
xpoHiuux yckaaaHenb. HNF-1lo excrnpecyerbes B
KJIITUHAX HUPKOBUX KAHAJbINB, TOMY MYTallid B Ja-
HOMY TeHi TPOSIBJISIETHCST 3HMKEHHSIM HUPKOBOTO TI0-
POTy /LIS TJIIOKO3H, 1110 Bele /10 TOPYIIeHHs eKcIpecii
TJIIOKO3HOTO TPAHCIIOPTepa Ta PO3BUTKY AUCHYHKITIT
HUPKOBHX KaHAJBINB. 3a JJaHUMHU JIiTepaTypu, MyTa-
1ist B reri HNF-1A takox npusBoAnTb 10 TIOPYTIIEHHS
JHIHOrO 0OMiHY, 110 YacTO KJIHIYHO HPOSIBISIETHCS
JinoigauM Hekpobiozom. IlizcymoBani giarHocTiyHi
osHaku MODY-3 npejicrasiieni B Ta0iL. 4.

MODY-1 ta MODY-5 BUHHMKAIOTH BHACJIiIOK
MyTailiii y reHax ¢gakropis Tpanckpuriiii HNF-4o ta
HNF-1p BignoBizno. 3a JaHUMU Pi3HUX aBTOPIB, IIi
nBa cyorumn MODY-giaGery 3ycTpidaioThesi B pis-
HUX TOMYJAIIAX 3HAYHO pimmre. s nux cyOTumis
niabery, mopisastno 3 MODY-3, xapakrepHi SIK 1eB-
Hi CITIJTBHI O3HAKM, Tak 1 crenudiuna sl KOKHOTO
rereporenHicts. Tak, me6o0T mAiabeTy B OCHOBHOMY
npunajgae Ha 2-3 nexany xkutts. Ak i MODY-3, nani
cybTUIM acoriifioBani 3 BaX4YuM 1epediroM 3axBo-
pIOBaHHs, SIKMH TTOTPeOyE PAaHHBOTO BUKOPUCTAHHS
incyninorepamii. [Ipu npomy marientn 3 MODY-5
paHilie 1Mepexo/iATh Ha IHCYJIHOTEPAIi Mics je-
6roty miabery, a TaKOK MOTPEOYIOTh IHTEHCHBHIIIOT
cxemu. [Topiusro 3 MODY-3 6sm3bko 60-70% xBo-
pUX y mepir poku oTpuMmyioTh incymiH. [lotpeba B
iHCYJIIHOTEpATIil TPSIMO KOPEJIIOE 3 Pi3KO BUPAKEHOIO
reHepasii3oBaHOI0 BTPATOI0 MacH PB-KJITHH, sKa CIIO-

Tabnuusa 4. | [liarHocTnyHi kputepii MODY-3

« [fliabeT, AKNI [ebloTye B IOHOMY BiLli | AN1A AKOrO He € XapakTepHUMU
KpuTepii iHCyniHO3aneXHOCTi: He PO3BMBAETbCA KeToaLMao3 3a
BiICYTHOCTI iHCYNiHY; XOPOLUWNIA MMiKEMIYHUIN KOHTPONb Ha HEBENTNKNX
Ao3ax iHcyniHy abo Bu3HavaeTbcA C-nenTug y niasmi, Konv xsopui
Ha iHcyniHoTepanii 3 piBHeM rnoKo3un >8 Mmosnb/n (nepiod «mefoBoro
MicAuA» NpoTArom 3 i 6inbLue pokis);

« CimelnHuin aHamHe3 06TsxkeHuI no L. Ak npaBuio, y Korocb

i3 6aTbKiB Y BiLli 20-40 pokiB giarHocTtyeTbea L 1 Tvny abo
iHCyniH3anexHui. Takox xapakTepHa HasaBHicTb L[l y 6abyci un pinycs,
AKWUIA 4aCTo AiarHOCTYETbCA NicnA 45 poki.;

+ [MpwpicT raoko3um nicna 2 roguH B MNITT, AK Nnpasuno, nepesuLlye
5 MMONb/N, X04a piBeHb rikeMii HaTLe Ha NOYaTKOBUX eTanax MoXxe
6yTn B HOPMI;

+ HasaBHicTb rntoko3ypii Npy BigHOCHO HOPManibHOMY PiBHi FNOKO3M B
KPOBI, OCKINbKM B flaHMX NALIEHTIB HA3bKUIA HUPKOBWIA NOPIr;

+ He3apoBinbHuii rikemiyHmin npodinb Ao noyatky Tepanii
npenapatamm CynbGOHINCEYOBUHM, AKNI 3MIHIOETbCA PO3BUTKOM
rinornikemii nicnA ix NpM3HayYeHHsA, OCKiINbKM y XBOPUX NigBULLEHa
YYTNUBICTb A0 AAHVX NEePOpPasIbHUX LlyKPO3HKYBaJIbHUX 3aCO6iB.

crepiraetbes npu HepoctatHocti HNF-1B. XBopi 3
panumu cyOorunamu MODY Takok 3HaXOAATbCS B
TPyl BUCOKOTO PU3UKY IIOA0 PO3BUTKY MIiKpO- Ta
MaKpPOCYZIMHHUX YCKJIAJHEHb.

Myramii 8 HNF-1B BiznosizatoTs 32 BAHUKHEHHS
MODY-3 i BasKKOro 3aXBOPIOBaHHSI HUPOK, STKE MOKe
MPOSIBUTUCH Tiepe]] BUHUKHEHHSIM TTOPYIIeHHS ToJe-
panTHoCTi 710 ritoko3u. Haltmomupenimum denoru-
oM, acoriitopanuM 3 MODY-5, € mostikicto3 HUpOK
i/a60 KOHKpETHI TiCTOJOTIYHI MOPYIIeHHs, sIKi TpaK-
TYIOTbCS SIK Meranedpoc, SKuil 00’'€IHYIOTh Y IHC-
kpetHuit KiaiHiyHUN cunapoM — RCAD (momikicro3
HUPOK i aiaber). KpiM Toro, y meskux sKiHOK-HOCITB
OyJ/IM OIKCAHI 1HII eKCTpanaHKpeaTuyHi IPOSBH, SKi
BKJIFOUAIOTh MATKOBI 1 cTaTeBi aHOMaJTii, MaTOJIOTIUH1
MeYiHKOBI TECTH, TIOIATPY Ta MIIYHKOBO-KUIIIKOBI MO-
PYILEHHS 110 TUILY HiJIOPOCTEHO3Y.

HNF-1p Bizirpae BaskImBY posib y PO3BUTKY HUPKH
Ta audepentialii HehpoHa, a TAKOK € OHUM i3 OCHOB-
HUX TPAHCKPUIIINHUX (DAKTOPIB, SIKUN BiJIIIOBIA€ 32
npoJtichepaltifo, pict Ta AndepeHIHaIlito mimIyHKOBOI
3aJ1031 111/ Yac eMOPIOHAIBHOTO PO3BUTKY. ToMy MyTa-
1ii HNF-1p gacto BUKIMKAIOTH TITIOTJIA3iI0 TNITYH-
KOBOI 3a71031. Y IiJIOMY, OCTaHHI JOCTI/>KEHHS TTOKa-
3aJIH, 110 TOYKOBI MyTaitii abo gesenii B reni HNF-1
CTaHOBJIATD OLJIbIIY YACTUHY BUIAJKIB, SKi IIPOSIBJIs-
I0ThCsT B KJTiHiuHMiA (heHoTHM Bifnosiano 10 MODY-5.

HNF-40 nHamexuth 10 cynepciMencTBa cTepois-
HUX,/TUpeoimHux perentopis. [lokasano, mo a0Bro-
JIAHITIOTOBI BUIIlI KUPHI KUCJIOTU MOXKYTb 3MiHIOBAaTH
TpaHCcKpUMIiiHy aktuBHiCTh HNF-40 i M camum
KOHTPOJIIOBATU CEKPEIiI0 1HCYJIiHY.

MODY-1 xapakTepusyeTbcd BUPaXEHOW Ba-
piaGesIbHICTIO KJIIHIYHUX IIPOSIBIB — Bijl aCUMIITO-
MAaTUYHUX TPAH3UTOPHUX TIOPYIIEHb [0 IHIBUJIKO
MPOTPeCcyYNX KIHIYHUX (GOPM i3 MOKIUBUM PO3-
BUTKOM KeTOallN03y, HEPIAKO Ha TJi OKUPIHHA. Y
xBopux i3 myrtaiieio B reni HNF-4o nopymennii
6ioCHMHTE3 TPUTITINEPUIIB TA ATIOTIMONPOTEIIB, O
MPOSIBJISIETbCI 3HMUIKEHHAM 1X PiBHS B CHPOBATI
KpoBi Bignosizno Ha 50 1 25%.

[MixaBo, 110 AOCTiZKEHHS TI0 BUBYEHHIO Baru Mpu
HapOJKEHHI Ta YaCTOTW HEOHATAIbHOI TIMOTJIiKeMii B
HociiB myTaiiit HNF-1a 1 HNF-40 nokazanu, 1mo my-
taitii HNF-4o acortiitoBani 3i 30i/IbIEHHSIM MacH TiJia
MIPU HAPOJKEHHI 1 MaKPOCOMIEI0, a TaKOX MOKYTh
OyTH MPUYMHOI HEOHATAJIbHOI Timoriaikemii. Y mmx
JOCJIJIKEHHAX BCTAaHOBJIEHO Ko4oBy posb HNF-4a
B PETYJIIOBaHHI BHYTPIIHHOYTPOOHOTO CHHTE3Y iHCY-
JIIHY TAITYHKOBOTO 327103010, 110 BU3HAYAE MaCy Tijia
mIo/1a mpu HaposkenHi. [TapagokcaapHo, M0 Tinepin-
cyJiHeMist B yTpobi Matepi i B HEOHATAIBHUIT TIepios
MO3Ke Ii3Hillle eBOJIIOI[IOHYBAaTH JI0 MOPYIIeHHS ce-
Kpellii iHCYJTiHY i, y TIOabIIOMY, PO3BUTKY /iadeTy.
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Hiaber, 1110 € Hac/iaKOM MyTaiiii y redax IPF-1/
PDX-1 (MODY-4)iNEUROD1 (MODY-6) Bizpis-
HSETBCSA B AEIKUX MaTO(i3I0IOTIYHNX acleKTax Bif
nigrumis, o’ s3anux i3 HNF-1a,-4a i -1f. 3arass-
HOIO (yHKIioHAABHOIO ocobmusictio Oiakis Ipf-1/
Pdx-1a ta Neurod1 € npsimMa B3aeMozis 3 HaitOiabI
aKTMBHOIO YACTUHOIO MPOMOYyTepa rena incyainy. Je-
SKi MyTallii B JaHWX Te€HaX MPOSIBISAIOTHCS (HEHOTH-
namu, anasgorivaumMu MODY-1, -3 i -5. [Ipore, nesxki
iHmm, gki aconiffoBani 3 miabeToM, He BiANOBiZAAIOTDH
ctporuM By3bkuM kputepiasm MODY. Tak, manpu-
KJIaj1, fiabet Moxe Ae6GI0TYyBaTH MiK 4ETBEPTOIO Ta
IIOCTOI0 ZIeKaJ[010 KUTTA. Jledki HOCil cTpaxkaaioTh
Ha O’KMPIHHA 1 piBeHb IHCYJIIHY B TAKUX MAI[IEHTIB ic-
TOTHO He Bi/[PI3HSAIOTHCS Bijl TAKOTO B 37I0POBUX OCi0.
Takum 4MHOM, TIMIOTHCYJIIHEMISI M€ JIOCUTH BiJHOC-
HUIl XapakTep i MOPyUIeHHS TOJEPAHTHOCTI 0 TJII0-
KO3 BUHMKAE pa3oM 3 [P.

B emGpionanbromy nepiogi PDX1 B ocHoBHOMY
eKCITPECYETHCS PA30M i3 TEHOM 1HCYJIiHY, 110 HeoOXij-
HO /1711 HOPMaJIbHOTO PO3BUTKY B-KJIiTHH. BiH € o-
HUM 3 OCHOBHUX TPAaHCKPUTIIHHUX (haKTOPIB, KMt
Ma€ BUPIIIaJTbHe 3HAYEHHS /I PO3BUTKY SIK €HIO-
KPUHHOI, TaK 1 €eK30KPUHHOI YACTUHU MiANLITyHKOBOI
3ano3u. PDX1 Bucrymae B SKOCTi OCHOBHOTO TpaH-
CKPUIMITITHOTO PeTyJsaTopa crelu@iyanx TeHiB B- i
S-KJIITUH MiANUTYHKOBOI 3371031 B JIOPOCJUX, & caMe,
npenpoircyniny, GLUT-2 i GCK y B-kaitunax, i co-
MaTOCTAaTUHY — Y O-KJiTHHAX.

Y reTepo3uroTHUX HOCITB MyTalliil KIiHIUYHO de-
HOTUTIH TIPOSBISAIOTHCS B MeKax BiJl TOPYIIEHOI TO-
JIEDAHTHOCTI JI0 TJIOKO3W /IO 1HCYJiHHE3aJeKHOTO
piaGery. ¥ miTei, ki HAPOAUIMCH K HOCIT TOMO3M-
roTHoi MyTariii B reni PDX1, crmocrepiranach arene-
3is MiMIJIYHKOBOI 3aJ1031 3 BAXKKOIO €K30KPUHHOIO
HEeIOCTATHICTIO.

YV 6asi ganux OMIM (Online Mendelian Inheri-
tance in Man — MenzeniBchka CriagkoBicts y Jlio-
muHu OHTAlH) 3apeECTPOBAHO IIe JIEKiIbKa HOBUX
CUHIPOMIB, SIKi acomiifoBani 3 po3suTkoM I1/] 3a Tu-
nom MODY. lenetnuna xapakrepuctuka, marodisio-
Jioriyni acnekty po3utky LIJI i kiiHiYHA cuMIITOMA-
THKa JIAHUX CHH/IPOMIB TIPE/ICTaBJIeH] B TA0I. 3.

Mimoxonopianonuii I/

MiToxoH/IpiaibHi 3aXBOPIOBAHHS — 1€ TPyIa KJIi-
HIYHO TeTepOreHHUX HO30JIOTIYHNX OJWHUIID, SKi BHU-
HUKAIOTh BHACJIIOK MTOPYITeHHs (DyHKITT ANXAJIBbHOTO
JIaHITIora MiTOXOH/Ipiil. BoHu po3BuBaIOTLCS BHACII-
JIOK MyTaIliil y MiToxouapianbHiii abo snepniit JIHK,
OCKIJIBKM TeHr 000X TeHOMIB KOJYIOTH TIPOIECH OKHC-
Horo docdopuitioBants. Jleski MiTOXOHApiaIbHI po3-
JIAJIV TIPOSIBIISIOTHCSI MOHOOPTAHHUM YPaKeHHIM (Ha-
IPUKJIa, BposKeHa atpodisi 3opoBoro HepsaJlebepa),
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Tabnuuya 5. | [eHeTNUHA XapaKTePUCTIKA, NaTodi3ioNoriyHi

ACMeKTN PO3BUTKY i KMIHIYHa CMMMTOMATVKA CUHOPOMIB
MODY-7 - MODY-11

Xpomo- Tun
COMHMIA  ycnap-
perioH KyBaHHA

2p25.1 Al

KniniuHuih peHoTun /
natodisionoriyHi acnekTn
possutky LI

KLF11 (Kruppel-like transcrip-
tion factor) TpaHckpunyin-
HWiA GpaKTop, AKNIA PEryoe
TPaHCKPUNLito B B-KNiTUHaX.
MyTauii (T220M i A347S) B
ZlaHOMY reHi NPV3BOAATL A0
3HWXKEeHHA ekcripecii PDX-1

B OCTpiBUAX JlaHrepraHca Ta
po3suTKy LIJJ, eHoTunoso
6n13bKoro Ao 2 Tmny

Tvin Ten/
MODY  6inok

MODY-7 KLF11

MODY-8 CEL 9q34.2 Al Possutok LI i3 ninomatozom
NiALLTYHKOBOI 3251031 | eK30-

KPUHHOIO HEAOCTaTHICTIO

MODY-9 PAX4 7qg32.1 AL Po3suTok LI BHacnigok Hepo-
CTaTHbOI 3aKNaAKM B eMbpio-
HanbHWiA NepioA B-KNiTMH Ta
3HWKEHHSA iX 3AaTHOCTI 0
pereHepaLyji. PaHHili po3BuToK

HUPKOBOI HEAOCTATHOCTi

MyTauis B reHi INS (R46Q)
NPU3BOAUTb 0 CUHTE3Y CTPYK-
TYPHO HeCTabiNbHOro iHCYNiHY,
LLIO NPOABMAETHCA PO3BUTKOM
LAy iui 20 pokiB. AgekBaTHuiA
rMiKeMiYHWIA KOHTPONb

[IOBrUIA Yac AOCAra€TbcA

3a JOMOMOrOI0 AiiETY, a B
nopanbLIOMy npenapaTamm
CynbQOHiNCe4oBNHN

MODY-10 INS  11p15.5 Al

MODY-11  BLK  8p23.1 Al BLK (B-lymphocyte kinase)
eKcnpecyeTbea B B-KNiTMHaX.
BoHa nigsuLLye yTBOpeHHA
iHCYyniHy i Moro BunAaineHHA

y BiiNOBifb Ha MMIOKO3Yy
LUNAXOM MO3UTUBHOI perynavii
dakTopiB TpaHcKpunuii Pdx1
i Nkx6.1. JaHuit epexT BLK
3HaYHO MOCNAGMIOETHCA B
HociiB Ala71Thr- myTauii, wo
npv3BOANTb A0 PO3BUTKY LI

asie OLIBIICTD 13 HUX XapaKTEePU3YETHCS 3aTyIeHHIM
y TATOJIOTIYHUI Mpolec AeKiTbKOX CUCTeM OpPTaHiB.
@Dakropamu, SIKi HABOAATH Ha AYMKY HPO HAasIBHICTh
MITOXOH/IPIAJILHOTO 3aXBOPIOBAHHS, € YCIAKyBaHHS
10 MaTePUHCHKI JiHii | HASBHICTh BUPAXKEHUX HEBPO-
JIOTIYHMX MOPYIIEHbD i3 MIONATUYHUMU PO3JaJaMu. Y
HAYKOBIH JiTepaTypi OMucaHo HU3KY MyTalliil y MiTO-
xouapianbHiil JJHK, ski MOXyTbh IpU3BecTH 710 PO3-
BUTKY fiabety. Ajte Halfuacrilie 3ycTpidaeThest 3aMiHa
A na Gy 3243-My noioskeHH1 TeHa MiTOXOH/[PiaJIbHOI
TPHK. g myTamis Gysia onucatna B ciM'i 3 JIETKO0O
opmorto I1/12 3 moyatkom y mopocyoMy Billi i Heli-
pocencopHoio npurayxysarictio — MIDD-cunzpom
(diabetes and maternally inherited deafness — mia6er,
yCIAKOBAHUI 0 MaTePUHCHKIil JIiHII 3 TIyX0TOI0).
Jliaber, 110 € pe3yJIbTaToM IIi€i MyTallii, TAKOK MOXKe
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6ytu yactunoio MELAS-cunapomy (MiToxoHpiasb-
Ha eHredasaonaTis, MOJTOUHOKUCIUN aluo3 i TpaH-
3UTOPHI imeMivyHi atakn) i cunapomy Keprca-Ceiipa
(30BHIIIHA igiomaTnyHa OQTATBMOILIETIS, TITMEHT-
HUI PETUHIT i aTPiOBEHTPHKYJIsIPHA OJI0Kaa Ceplist).

Mitoxonapianbauii aiaber 3a3Buyail AiarHOCTY-
€Tbes HA 3-5 mekasi KutTs (cepenniil Bik 37 pokiB),
ane Moxke MmaniectyBatu B mianazoni 11-67 poxis.
lnepriikemis Ha MOMEHT JIiaTHOCTUKY 3a3BUYall T0-
MipHa, JIEeTKO KOMIIEHCYETBCS IETOI0, ajie Ha/lall Ma€e
TEHJICHIIII0 /10 TIporpecyBaHHs. MexaHi3M BUHUK-
HeHHs1 iabeTy fIMOBIPHO MOB'SI3aHUI SIK i3 BTPATOIO
YYTIUBOCTI B-KJIITUH 0 TJIIOKO3U (TIIOKO30TOKCHY-
HICTB), Tak i 31 3HWKEHHAM cuHTe3y iHcysiny. Cre-
1uiYHOTO JTIKYBaHHS MITOXOH/IPIATBHOTO iabeTy He
icHye 1 marienTu 3a3Buyail moTpedyTH IHCYTiHOTE-
parii mpu BCTaHOBJIEHHI 1iarHO3Y.

Cunznpom Bosbsdpama. Ileii cunppom (Takox
sigomuii sk DIDMOAD — Henykposuii giaber, 1y-
KpoBuii fiabet, arpodisi 30pOBOTO HEPBA i TJIyXOTa)
€ PIIKICHUM IPOTPECUBHUM HelpojiereHepaTuBHIM
3aXBOPIOBAHHSIM, K€ YCHAKOBYETHCS 32 aBTOCOMHO-
periecuBHUM TUTIOM. [Heyminzanexauii [L/1, sxuit Bu-
HUKAE MTPOTITOM TIEPITNX POKiB KUTTS, i TBOCTOPOHHS
nporpecuBHa aTpodis 30pOBOTO HEPBA € J0CTaTHIMU
KPUTEPIAMHU JIJIsI TOCTAHOBKY JiarHo3y. [Hiui ocob/m-
BOCTI BKJIIOYAIOTh IBOCTOPOHHIO TIPOTPECYIOUy HENPO-
CEHCOPHY TIPUTIYXOBATICTh, HEI[YKPOBHH [TiabeT IeH-
TPaAJIbHOTO TeHe3y, TMCPYHKIIII0 aBTOHOMHOI HEPBOBOI
CHCTEeMHU, KA TIPU3BOJNTD 10 PO3BUTKY HEHPOTIATHY-
HOTO CEYOBOTO MiXypa Ta iHIIUX O3HAK HelpojereHe-
partii, BKII0OYAI0Y MO30YKOBY aTAKCil0, MIOKJIOHAJBHY
erizencito i arpodiio ctoBOypa Mo3ky. Takoxk y xBo-
pUX i3 JaHUM CUHAPOMOM MOXe PO3BUBATHUCH TiNIOTO-
Ha/[V3M, SIKHii € OLIBII TOMMPEHNM CEPEl YOJIOBIKIB.
limoronaguaM Moske OyTH SIK TilIOTOHAIOTPOITHUM
(1eHTpaNbHOTO TeHe3Y), TaK i TiepProHa[OTPOITHUM
(BTOpUHHUI TIO BiIHONIEHHIO /I0 HEIOCTATHOCTI CTa-
TeBUX 3a703). [loBHUI (heHOTHT 3yCTpivaeThCs TPH-
6m3Ho B 75% nartientis. Ile miabet He aBTOIMYHHOTO
reHe3y, 3a3BMYali BiH 1e6I0TYE 3 KETOAIMIO03Y 1 XapaK-
TEPU3yETHCS HU3BKOIO MO PEHICTIO MiKPOCYTUHHUX
yCKJIagHeHb. KaiHIuHI TPOsSBY HEOCTATHOCTI 1HCYJTi-
HY 3'SIBJISTIOTBCSI B CEPEHBOMY Y Billi 6JIM3bKO 6 POKiB.
Cepeniit Bik cMepTi ipu cunzipoMi Boibdpama - 30
POKiB, 2 PO3BUTOK TIOBHOTO (PEHOTHITY CTIOCTEPITAETH-
cs1 31 301/IbIIEHHAM BiKY.

len, BiamoBimanbHUII 32 PO3BUTOK CUHIPOMY
WFS1, posramoBanunii Ha 4 xpomocomi (4p16.1).
Ha cporoauimmniii gens izeHTr(hiKOBaHO BiKe OJIM3b-
Ko 150 myrartiiii, ki posmoziseHi Ha Oyab- AKX [Ii-
JSHKax rena. Y 95% BUMAAKIB IX CKJIaa0Th MicCEHC
1 HOHCeHC MYTaIllii, a TaKOX Jiesellil y 8-My eK30Hi
rera. Y €BPOIEOi/IiB HANOIIbII PO3TOBCIOKEHUMNI

€ iHakTuBYytoui MyTaiii B C-TepMiHAJIbHOMY KiHITI
(c. 2648-2651delTCTT; F883fsX950). WFS1 ko-
IY€ TIOJITENTH]] BOJb(paMin, SKUN CKIaAAEThC i3
890-amirokucmor. Bosbbhpamin — 1me TpancmeMmo6-
paHHuii 610K, PO3TANIOBAaHUN B €HIOIJIA3MaTHY-
HOMY PeTHUKYJyMi, sgkuii Bukonye ¢ynkiio Ca-
kanany. [naktuBamis WFS1 npusBoauts 10 cTpecy
B EHOIJIA3MATUYHOMY PETUKYJIYMi 1 PO3BUTKY
B-xaiturnol AucdyHKIii. OTXe, MOpyiIeHHs QYHK-
11ii BoJb(hpaMiny NPU3BOAUTH JI0 PO3BUTKY aIllOTTO-
3y, 10 Y CBOIO YepTy, BeJie /10 HelpoJiereHepaTUBHUX
3MiH Ta BTPaTh Macu B-KJIiTHH.

Cunapom Pomxkepca. TiaminuyTimBa Merajo-
6nacraa anemis (THMA) abo cunzpom Pomxkepca
— pifiKiCHMII TeHEeTUYHUI CUH/POM 3 aBTOCOMHO-pe-
IIECUBHUM TUIIOM YCHAJIKyBaHH, JIJISI SIKOTO Xapak-
TEePHUI paHHI PO3BUTOK KJIHIYHOI Tpiaau — Mera-
J100J1aCTHOT aHeMil, Yy TJMBOI 10 JIKyBaHHS TiaMiHOM,
IO OEHYETHCS 3 iabeTOM 1 HEfiPOCEHCOPHOIO MPH-
rayxysarictio. [lauuii cunapom 6yIio Briepiie omica-
HO B 11-piuHOi AiBYMHM, JIKYBAaHHS TiaMiHOM y SIKO1
HPU3BOAIIO 10 3HMKEHHS HOTpedM B IHCYJiHI Ha
50%. MeraobacTHa aHeMist 3a3BHYail IPOSIBISETHCS
B PaHHBOMY JIMTHHCTBI 260 B i utiTkoBoMy Birti. [Tpu
JocaiKeHH] GionTaTiB KiCTKOBOTO MO3KY BHSIBJIsI-
I0ThCs1 Merajio0JacTHi epuTpoOIacTh 3 MITOXOH/IPIis-
MM, 3alI0BHEHUMH 3a/1i30M (KiIbLeBi CHIepoOIacTh).
Anemis 1o6pe KopuryeThes BiTaminom B, y dapmako-
JIOTiuHiit 71031 25-75 Mr/mo0y, y Toii 4ac SIK peKOMeH-
noBaHa j060Ba motpebda B TiamiHi ctaHOBUTH 1,5 Mr/
n00y. HesBakatoun Ha MO3UTUBHUIT TepamneBTHYHII
ebexT, y GionTaTax KiCTKOBOTO MO3KY 3aJIHINAIOTHCS
MaKpOILIMTH, 10 CBiIYUTH IIPO HASIBHICTH IIOCTIiHHOI
epuTponoeTnyHol anomadtii. [Ipu BiaMini Tiaminy vac-
TO CIIOCTEPITAETHCS PEIU/INB AHEMil.

Brpara ciyxy B OCHOBHOMY BUSBJISIETHCS B JliTEN
PaHHBOTO BiKY, TPOTE MOJKE [IarHOCTYBATHUCH Y GiJTIbII
Hi3Hii 11epioz, TOAI K CUMITOMU MerajobJacTHOI
amemii i miabery mpucyTHi. [IporpecuBHa HeitpoceH-
COpHa MPUTJIYXYBaTIiCTh € HeOOOPOTHOIO, a JIKyBaH-
HsI TiaMiHOM He 3arobirae po3BUTKY J1eEKTIiB CIyXy.
[TaTtorene3 HelipoceHCOPHOI TIYXOTU MO KiHIA He
3’sICOBaHU, MPOTE eKCIIEPUMEHTAIbHI TOCTIKEHHS
CBi/IYaTh, MO BUOIPKOBA BTpaTa BHYTPINTHIX BOJIOC-
KOBUX KJIiTHH y paBuky (cochlea) moske Gyt npu-
yiHOMO /leheKTiB cayXy mpu cunapomi Pomxkepca.

Ha nonmaTtok 10 0CHOBHOI KJIiHIYHOI Tpiajan, ¥ XBO-
pux i3 cunzipoMoM Pojpkepcea 3yctpivuaerbes atpodist
30pOBOTO HepBa Ta CepleBO-CYANHHI TOPYIIEHHS, SKi
BKJIIOYAIOTh PANITOBY CMEPTD, CEPIIEBY HEZOCTATHICTD,
TTapOKCU3MaJIbHY TIePe/ICepAHY TaXiKap/Iiio i BpomsKe-
Hi Bajiu cepiis. Y 27% xBopux i3 TUMA piarHoctyioth
BUPAKEHWH HEBPOJIOTIYHUN 1eDilINT, BKIIOYAIOYH iH-
CYJIBT i TeHepaJi30BaHi NPUCTYIIN eIiJIencii.

MosepHymucs 0o 3Micm:y) 537
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Jekuyii

I1/1 3a3Buyail 1eb6OTYE 3 TIIOKO3Ypii a60 3 CHMII-
TOMIB JIETiZIPATAIlil, IKi MOB’d3aHi 3 iIHTEPKYPEHTHOIO
iHdexkiiern. Y OiabmocTi XBOPUX A03U IHCYJiHY B
meskax 0,5 Op/Kr Macu Ha JIeHb JOCTATHBO JJIs i/
TPUMKHM XOPOILIOTO TJIIKEMIYHOTO KOHTPOJIIO BIIPO-
NOBXK mepinoi jgexkaan skutts. [lorpeba B iHCYJIiHI
361IBIIYETHCSE 3 HACTAHHAM CTaTeBOl 3pisocTi. B ycix
TiTel He BUSIBJISAIOTHCS aHTUTILJIA JI0 KJIITUH OCTPIBIIIB
i mexap6okcuiasu rayraminoBoi kuciaotu (GAD).
[MTicag momaBanHs M0 CTAaHAAPTHOI Teparii TiaMiHy B
11031 >25 Mr/m100y y XBOPHX BiIMiYa€ThCS MOYaTKOBE
nokpamanis HbAic i 3HWKeHHS 1031 iHCYJTiHY, STKe
BTPAYa€THCS B 11EPiOJ CTATEBOTO /I03PiBaHHS, KOJIU
norpeba B iHCyJIiHi 36ibImyeThCs. BueHi cioctepira-
JIM IBOX JiTel 3 Iranii, AKuX JiKyBanu Bitaminom B,
3 IUTUHCTBA, ajie B repioj mybepTary y 3B’s13Ky 3 110-
TipIIEHHAM TJIKeMIYHOTO TIPodiJIio 10 Tepatmii 1o/a-
JIM TIEPOPAJIbHI IYKPO3HIKYBaIbHI 3aco0u. B 060x
MAIliEATIB ¥ KiHI[i CTaTEBOTO I03PiBaHHSA CIIOCTEpIra-
JIocsl 3HMsKeHHs 1epinoi (asu BiANOBiL iHCYJIiHY Ha
TJIIOKO3Y 1 (DYHKITIT B-KIIITHH.

Cunznpom Pomkepca BUHNKA€e BHACTIIOK MyTarlii
B reni Slc19a2. Ileii ren koaye MmeMOpaHHuii OLIOK,
10 € BUCOKOA(MIHHUM TPAHCHOPTEPOM Ui TiaMiHy
(THTR-1). Tparctopt TiaMiHy 3/1iliCHIOETHCST TBOMA
msxamu: aktTuBHUM 32 yyacti THTR-1 1 nacuBamM
3a yuacTi Husbkoadinaux Tpancrnoprepis. [licis 3a-
XOIJIEHHST KJITUHAMM TiaMiH TE€pPeTBOPIOEThCI HA
fioro akTuBHY (hopMmy — Tiaminy mipodocdat, SKui
HEeOOXITHUI JJIsI HOPMAJbHOTO (DYHKI[IOHYBaHHS
TPAHCKETOJA3U — KJIIOYOBOTO (HEPMEHTY TIEHTO30-
docdarHoro myHTa, IKUil 6epe ydacTb B yTBOPEHHI
pu603u, HeoOXiAHOI AJIst GIOCHMHTE3Y HYKJIEIHOBUX
kucaor. Myranii B reni SLC19A2 BeayTh 10 3061/1b-
IMeHHs TTBUKOCTI alonTo3y B KIITWHAX, SKi Ma-
10Thb BUCOKHMI PiBeHb CMHTE3y HYKJETHOBUX KUCJIOT,
HAlIPpUKJIQ/, Y YepPBOHOMY KiCTKOBOMY MO3KYy 4M B
B-KJTHHAX MiANIYHKOBOI 3a03u. Y OGiOXiMiYHUX
JOCTIIZKEHHIX Ha Kyabrypax ¢ibpobiactis  abo
epurponuTiB Big oci6 i3 TYMA npogemoncTpoBaHa
HU3bKa BHYTPINTHBOKIITHHHA KOHIIEHTPAIlis TiaMiHy,
sika Bejie j1o abepantHoro cuntesy PHK i pozButky
meranobractioi anemii. ¥ Sle19a2-/- nedinuranx
MWUIIEl BUSBJISIIOTH MeranobaacTudny aHemito, [1J]
1 HEPOCEHCOPHY MPUTJIYXYBaTICTh TIJbKY 32 HASIB-
HOCTI 1epilUTy TiaMiHy B XapyOBOMY pallioHi.

CuHipoMH PEe3UCTEHTHOCTI 10 iHCYJiHY. Y [a-
Huil yac igeHTHdikoBaHo Oinbime 20 cHHAPOMIB i3
MOHOT€HHUM YCIIaIKyBaHHSM, UISI IKUX XapaKTepHa
pupaxena [P. IIpu 11boMy KOKHUI reHeTUYHUIT CHUH-
npoM, acomiitosanuii 3 1P, Mae cBoi kiiniko-mabopa-
TOPHI Ta MATOTeHETUYHI 0COOINBOCTI.

IP npu nux cuHapOMax BUpaskeHa, piBeHb iHCYJIi-
Hy Bapitoe Bizx 50-70 10 300 MxOp/mut i Buie HaTIIE
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i Bizr 300-400 1o 2500-5000 MxO/MIT THic/ast CTUMY-
sl rmokosoto. Taka TP moxe Gyt 0OymoBJieHa
nedeKTaMy perenTopa iHCYTIHY 1 BETMKOIO KiJbKic-
TIO PI3HUX CUTHAJBHUX MOJIEKYJI, IO OEpPyTh y4acTh
y HaBaXJUBIININX eTanaX BHYTPIIIHbOKIITUHHOL
TPaHCAYKIIi1 iHCYIIHOBOTO cUTHAJY. /[0 TemepinHbo-
ro yacy HalOiIbII BUBYEHUMHU € Ne(EKTH PeLenTopa
iHcysriny. Bonu HajazBuyaiiHO PiJIKO 3yCTpivaroThCs
B KJIIHIYHIN TPAaKTHIN. ¥ CBITOBI# MPaKTHUIl onuca-
HO He Gisbine 50 MyTaliiil y reHi perenrtopa iHCyTiHy
[PU TaKUX CTaHaX sIK CUHAPOM [[OHAXbiO, CUHIPOM
Pabcona-Menenxoia i CHHAPOMI iHCYJIiHOpE3WC-
tertHocTi Tuny A (y 10-20% xBopux).

Myraiii resa perenropa iHcysiny sa Taylor Tta
cmiBaBr. [16] mozpiisoThCs HA TWSITH KJaciB, siKi 00y-
MOBJIFOIOTb: IOPYIIEHHST TIPOIIECY CUHTE3Y PeIerTopa,
HOPYILIEeHHS TPAHCIIOPTYBAHHS pelerniTopa /10 IoBepX-
Hi KJIITWHA, 3HKEHHS ahiHHOCTI perenTopa 10 iHcy-
JIiHY, 3HUKEHHS aKTUBHOCTI TUPO3WHKIHA3H 1 TIPUCKO-
peHe pyHHYBaHHS PelenTopa.

OCHOBHUMU CHUMIITOMAMU BCiX CHH/IPOMIB pe3uc-
TEHTHOCTI 10 iHCyIiHy € acanthosis nigricans, Haji/u-
MTOK aH/IPOTEHIB i 3HAUHE TTiIBUNIECHHS KOHIIEHTPAITil
iHCyJliHY 3a BiICYTHOCTI oxkupiHHA. Yum Baxkue pe-
3UCTEHTHICTh 10 1HCYJIIHY i UMM paHillle BOHA TIPO-
SBJISIETHCSI, TM OL/IbII HMOBIPHUIA PO3BUTOK Jialery.
OcHOBHI KJTiHIYHI 03HAKU TIUX CUHAPOMIB MPE/ICTaB-
JieHi B Ta0J1. 6.

[Tamientn 3 cungpomom [loHaxpio (Jrerpevay-
Hi3M) MaiOTh BasKKy BHYTPIIIHbOYTPOOHY 3aTPUMKY
B POCT, i B HUX CIIOCTEPIra€ThCsl TOBHA BiJICYTHICTD
MiITKIPHO->KUPOBOI  KJIITKOBUHM TIPU HAPOJIKEHH],
aucMopdisM  JIMIbOBOTO  cKesieTy  («enbdomnoaibre
00/1MYYst> 3 BEJMKUMM KYJISICTMMK OYMMa i MIiKpo-
THATIE€I0), PO3AYTUM KUBIT, TIPCYTU3M, TilepIiasisa
CTaTeBOTO WeHa B XJIOMYUKIB, KIITOpa — Y JiBUATOK,
KiCTO3HI 3MiHU SIEUHUKIB Yy /IiBYaTOK. MOKINBI Bagu
PO3BUTKY BHYTPIIIIHIX OpPTaHiB — JieTe€HiB, HUPOK, BU-
MaJlaHHd TIPSIMOi KWIITKW 1 TMOPYIIEHHS TOMEOCTa3y
[JIFOKO3H, SIKE XapaKTepU3YEThCs TIMOTJIIKEMI€ Ha-
TIIe 1 MOCTIPaHiabHOIO Tinepriaikemieo. XBopi 3
crHApPOMOM J[0OHAXbIO THHYTD Y PAHHBOMY TUTSIUOMY
Billi (3a3BWyaii y BiIli 10 2 pokiB). Takox XapaxTepHi
€ITi30/11 TIMOoTJIiKeMill HaTIe 1 BUPaKeHa MOCTIIPaH-
JlianbHa rinepriaikemis. Y KpOBi TilepiHCYJIiHeMisd
nocsirae ayxe Bucokux 1mdp (500-5000 mxOpm/i).
Jlotst koMnencanii 1] HeoOXiiHi BeJryesHi 1031 eK-
3oreHHoro iHcyuiny. IIpuunnoo IP € pigni myTarii
eKCTPALeIOJISIPHOTO  JIOMEHY pelleliTopa 1HCYJIiHY,
SIKI TIPU3BO/IATH JI0 3MEHIIIEHHST B3aEMO/Iii 1HCYTIHY 3
PELeNTOPOM, IBUIKOCTI TPAHCIIOPTY perenTopa o
MeMOpaHH, ANCOIHaIli iHCyIiHy Bif perentopa i T.I.
3B’s3yBaJibHA 3/IaTHICTD PelenTopa iHCYJIiHY CTaHO-
BuTh Menie 10% Bij HOpMAJIBHO.
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Ta6nuusa 6. OCHOBHI KNiHIUHI 03HaKM CUHAPOMIB IHCYNIHOPE3UCTEHTHOCTI

MigsuweHHA

P Acantosis . .
CuHgpom TeH KniHiuHi caumnTomn nigricans aHpporeHiB, IHcyniH
9 rinepTpuxos
DedekTn peuentopa iHcyniHy 6e3 oXXnpiHHA

JlenpeyayHizm INSR  3miHeHi pucy 06n1yys, BenuKi reHitanii, Manui 3pict And Biky rectauii  BUpaKeHUi ™1, cna mr

Ta 3aTPMMKa POCTY, PifKO B/XMBaIOTb [0 6 MiC.
PabcoHa-MeHgeHxona INSR  BupakeHa 3aTp1MKa pOCTY, HeHOpPMasibHe POo3TallyBaHHA 3y6is BUPaXeHNin ™M1, cna ™
IHCcyniHOpe3ncTeHTHOCTI INSR  Pe3uncTeHTHicTb 0 iHCYyniHy 6€3 HagMLLIKY Baru BUPaXeHUI ™M1, cna ™
™ny A

LedeKkTu peuentopa iHCYNiHY 3 OXKMUPIHHAM
HAIR-AN cnHpgpom INSR  Pe3uncTeHTHiCTb A0 iHCYniHY 3 OXKMPIHHAM BUPaXEHNI ™M1, cna m
CnapKoBi CMLHAPOMM 3 OXKUPIHHAM

CrHgpom AnbcTpema ALMS1  OxupiHHSA IO POKY, rocTpa Kapaiomionarisi, nirmeHTHa AucTpodis BUPaXeHUi - ™

CiTKiBKI, NpOrpecytoya HepoceHCopHa NpUryxyBsaricTb,

3aXBOPIOBAHHA HMPOK | MeYiHKW, FinoroHaan3m
Cungpom bapgi-bigna BBS LleHTpanbHe OXXUpPiHHA, NirMeHTHa AMCTPodiA CITKIBKYM, NonigakTunisa,  pigko - 0

NonikicTo3 HNPOK, FiNOroHaAN3M i ynoBinbHEHHA PO3YMOBOIO

po3BUTKY, $ibPO3 NeyiHKW, aTaKcis, po3naay MOBU, aCUMETpiIsA

BicLlepasibHVX OpraHiB.

JNinopucrpodii
CuHppom bepapgineni- AGPAT2/ Mare NoBHa BiACYTHICTb >KMPOBOI TKAHWHW, MPUCKOPEHUA NIHIMHAN  BUPaXEHWNI T,cna ™
Ceina ceiniH  piCT, BUNepeaeHHaA KICTKOBOTO BiKy, renato- i cnieHomeranis, nyr-
(BSCL2) koBa rpu»Kka, akpomeranoifHi pucu: rineptpodiyHa Kapgiomionartis i

nomipHe BiiCTaBaHHA B PO3yMOBOMY PO3BUTKY.
CimeliHa YacTKoBa LMNA  HopmanbHui po3nogin *K1poBoi TKaHNHW B AUTUHCTBI. 3HUKHEHHA pigko 3pigKa ™
ninoguctpodisa Tuny NiALWKIPHOrO KNPy BifOYBaETHCA B OCHOBHOMY Ha BEPXHIX | HUMKHIX
[yHiHraH KiHLiBKaX i ClocTepiraeTbcA 3 HaCTaHHAM MybepTaty. laHui Tin

CVYHAPOMY acoLiiOBaHUI i3 HEMEPEHOCHICTIO Gi3NYHIMX HaBaHTaXKeHb,

M'A30BVMM GONAMY, KapgiomionaTi€elo i TopyLUeHHAM NPOBIAHOCTI, TaKMX

AK NepeacepaHa GibpunaLis, Lo BUMarae imnnaHTaLii BOAisa putmy.
CimeriHa YacTkoBa PPARY  3HVKHEHHS MiALLKIPHOTO XM1pY Ha 061YYi, BEPXHIX i HVXKHIX KiHLIiBKaX. pPiAgKo ™M, cna ™

ninoancTpoodis, Nos’s3aHa
3 MyTaLiamm reHa PPARy

linepTpurniuepraemis, rinepToHis.

[TepcnexTuBHOO B JiKyBanHi cunapomis IP € Te-
pailist 3 BUKOPHCTAHHSAM PEKOMOIHAHTHOTO JIFOACHKO-
ro I®P-1 (rhIGF-I) camocrtiiio abo B moemxHaHHi
3 tioro 3B’s3yBasbHuM Oiikom (IGFBP-3). Pexom-
Gimautauit [GF-1 moxpamiye yTuiisaiiio TIOKO3M
IIJISIXOM aKTuBallii curnamiis Big perentopis [GF-1.
Tepamist thIGF-1 mpusBoauTh 10 mokparatas QyHK-
i1 B-KIIITUH MiANLTYHKOBOI 371031 1 BiirPa€ BaKJIu-
BY POJIb Y HMITPUMIII CEKPEILil IHCYTiHY, & TOMY MOKe
BUKOPHMCTOBYBATHCh B SKOCTI IepIIoi JIiHil Tepartii.
Pamime BBaxamocs, Mo XBOPi JieTPeYayHi3MOM He
noxuBaioTh 10 1-2 piunoro Biky. [Ipore Fukunaga ta
iH. TpojieMOHCTpPYBasH, 110 paHHe JikyBauHst thIGF-1
XBOPUX 13 CUHAPOMOM /[0HAXbIO TPU3BOAUTD IO TPO-
JIOBKEHHS JKUTTS B TAKUX MMallicHTiB. BueHi He BugaBu-
JIM HISIKKUX 106IYHIX eeKTiB Teparrii, OKpiM BEJINKO-
ro po3Mipy 3y06iB i YeperHO-JHUIEeBOro AUMopdisMy
B mporteci pocty. Tepamist thIGF-1 nokpariye riike-
MIYHUN KOHTPOJIb i TPU3BOAUTD 10 3HUKEHHST PiBHS
iHCyJIiHY 3a KOPOTKM TepMiH. IHIna rpyna BueHuX
criocTepiraza XBoporo 3 JielpeyayHisMoM, SIKOMY Ha
MOMeHT JomoBizai 6ysno 11 pokis i 11 Micsuis i axuit

OTPUMYBAB IOCTII{HY TepaIilo IPOTATOM YCbOTO JKUT-
1s1. [lanient noyas orpumysatu JikyBattst thIGF-I
y Bimi 1 pix i 7 micamiB y craptosiit n03i 0,1 mr/Kr
MacH TiJia JBivi Ha JeHb MiAIKIPHO, a TOTiM /1o3a OyJia
36ispimena 1o 0,05-0,2 mr/kr mMacu Tista. Y Jsiteparypi
OIMCAHO HACTYIIHI OOIYHi epeKTH: 3aTPUMKa PiAMHH,
KapnaJbHUN TYHEJbHUI CUHPOM Ta 3arOCTPEHHS pe-
TUHOMATIT, SIKi MOKYTh OOMEKYBAaTH BUKOPHCTAHHS
JIAHOTO TepareBTUYHOTO MiJAXOLY.

[Tpu cunapomi Padcona-Menaenxoua, Ha BiMiHy
BiJl cunzipomy [lonaxnio, IP Men1n Baxkka, iTH KUBYTh
no 5-15 pokis. linepincymninemis gocsirae 500-2000
MKOxa/ma i Bume. I/l n1s mocsarHenHs ajgeKBaTHOL
KOMIIeHCallll BUMarae mpu3HayeHHs BeJUKUX /103 iH-
cyminy (zo 500 Ox/mo6y). [list 1aHOTO CHHAPOMY Xa-
paKTepHI IPUCKOpPEHe 3POCTaHHs, TilepIasis sCeH,
O3HaKM IICeBOIIepe/IYaCHOr0 CTATeBOTO J03PiBaHHS,
acanthosis nigricans, rycre i noBizbHO 3pocTaioue Bo-
Jloccs Ha ToJI0Bi 1 moToBIeHi Hirti. Hepiako BusBIs-
€TBCSI TIMEPILIA3is MUMIKOMOAIOHOT 3a1031, TPUYNHA
KOl He BCTAHOBJIEHA, 13 MOKJIUBUM IIIJBUICHHAM 11
MestaToHiHyTBOpIotouoi dyukiii. g IL/] xapakrep-
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HUH JTabiIbHUI TIepebir 31 CXMIIBHICTIO JI0 OCTIHHOTO
KeToaIu103y, KUK MOTaHo MiAJJa€EThCs KOMIIEHCAITil.
[Mpuuunoio IP € myTartii B iHTpaIieNfoJIpHOMY 0Me-
Hi perernropa iHCyiHy, 0 TPU3BOJUTH 0 3HUKEH-
HsI 3B’sI3yBaHHsI 1HCYJIIHY 3 PerenTopoM OiJIbII HizK
Ha 70% Big Hopmu. Y 2004 potii Briepiiie mosigomiie-
HO TIPO e(eKTUBHICTh PEKOMGIHAHTHOTO JIENTHHY B
JIKYBaHHI CUHJIPOMY Yy JIBOX XBOPHX, SIKi OTpUMYBa-
au 2000 Mr MeTdopMiHy Ta 2 MT PO3UTJIITA30HY MIO-
JiHsI, TpUYoMy XBopuii 6par orpumysas e 300 Op.
incyminy Ha 100y, [IpusHaueHHst JENTHHY TPOTATOM
10 mic. mpusBeJIo 10 3HMKeHH Trikemii Hatie, HbAic
i piBug iHCyniny Ha 40-60% (MikHapoxHWIT KOHTpeC
eH/IOKprHOIIOTIB, Jlicabon 2004).

Kanh i cmiBasr. B 1976 porii posaiimin cuHapom
IHCYJIIHOPE3UCTEHTHOCTI 3 aKaHTO30M Ha THUIl A i
tunt B. CunzppoMm iHCysniHOpe3ucTeHTHOCTI Tuiy B
OyJIO OIMCAHO B XKIHOK CEPEAHBOTO 1 JITHHOTO BIKY
3 aBTOIMyHHUMH 3aXBOPIOBaHHAMH, siki Majiu 6Jio-
KylOui aHTUTiJIa 0 penentopa iHcyJiny. CuHApOM
iHCcyiHOpe3ucTeHTHOCTI THIY A OyJi0 ONHCAaHO B
XYJIUX JIiBUAT MiJTITKOBOTO BiKY, 1[0 MaiOTh BUpa-
xeny [P, acanthosis nigricans, Bupasxkeny rimepan-
JIPOTEHII0 SIEYHUKOBOTO TeHe3y. Y [0mybepTaTHOMY
Billl €IMHUM KJIIHIYHUM CUMIITOMOM € HasiBHICTb
acantosis nigricans. ¥ nepioz ctaTeBoro J03piBaHHs
3'SIBJISTTOTHCS TIOMiPHO BUPaskKeHi O3HAKH TillepaH/ipo-
redii (ripcyTusM, akHe), aHOBYJISITOPHUN MEHCTPY-
AJIbHUN TMKJI, 0JIiTOMEHOPEST K JI0 aMeHopei. 3IMiHN
y BMICTi cTaTe€BHX i TOHAOTPOIIHUX TOPMOHIB GJ113b-
Ki /10 TAKMX IPY CUHPOMI TOJIKICTO3HUX SIEYHUKIB.
[TopyIeHHsT BYTJIeBOJHOTO 00MiHY B 6araThox Imij-
JITKIB BificyTHi. MyTaliii petienitopa iHCyJIiHy MaloTh
ABTOCOMHO-IOMiHAHTHUIT 060 PelleCMBHUIT TUII CITajl-
KyBaHHsI 3 PI3HUM CTYIIeHeM TTeHeTpanTHOCTI. /liabet
a0o TIopyIIeHa TOJIEPAHTHICTD /[0 TIIOKO3H € OHIM i3
HafOIiIbII M3HIX TPOSBIB CHHAPOMY i MOXKYTh OyTH
KOMITEHCOBaHI 32 I0TIOMOT0I0 MeT(hOpMiHYy.

Cunapom AsbcTpeMa — 3aXBOPIOBAHHS, IO Mepe-
JIA€THCSI aBTOCOMHO-PelleCUBHUM ILITIXOM. /{0 cKamy
CUHJIDOMY BXOJATH: TUCTPODisi CITKIBKU, CEHCOHEB-
pajibHa MPUIAYXYBaTiCTh, PAHHIN Ae0I0T OKUPIHHSI
(mo poxky), I/I, rinepainigemisi, Kapiomionaris, na-
toJsiorig nedinku. [lomupenicts — mente 1:100 000
JUTSYOTO HACEJICHHS.

I[Iporpecyioua aucTpodis KOIOOYOK CITKIBKU BH-
KJIMKA€ HicTarM i CBITI060SI3Hb, 1O CIIOCTEPITAI0TH-
Cs1 3 TPYIHOTO BiKY 1 TPU3BOAUTD JIO CJINOTH B IPYTii
JleKa/ll KUTTSI; TJIyX0Ta PO3BUBAETLCS BKe B IUTAYO-
My Billi. MosxauBuMii po3BUTOK AMJISATAIIIHOT Kap/io-
miomnarii B 6y/ib-IKOMY Billi, IOUMHAIOYY 3 TPYAHOTO.
OXupiHHS TaKOX PO3BUBAETHCS B IPYIHOMY Billi, a
IT/T Bunukae B 70% mnaiientis y apyromy abo Tpe-
TbOMY JIECATUMITTI 3 BUPAKEHUM TilIEePIHCYJIiHI3MOM

540 [logepHymucs 0o 3Micr®

Ta6bnuya 7. | Bik BUABNEHHA | MOWMPEHICTb OCHOBHMX

KNIHIYHKMX CUMNTOMIB NPW CUHAPOMI AnbCTpema

KniHiuHnin cumntom Bik BUABneHHs,

AianasoH (cepegHe)

MowmpeHicTb

MirmeHTHa guctpodis citkiBku  0-15 micAwiB (5 micALiB) 100%
OXUpiHHA 0-5 pokiB (2,5 pokn) 98%
lMporpecytoya HeMpoCceHCopHa 2-25 pokiB (9 pokiB) 88%
NPUryXyBaTicTb

[unATauinHa kapgiomionarisa 2 Hep. - 4 mic. 42%
PectpuktvBHa Kapgiomionatia  FOBeHinbHWIA — 30 pokiB 18%
IP 4-30 pokis (16 pokiB) 92%
ua2 8-40 pokis (16 pokiB) 68%
3aTpriMKa NCUXIYHOTO PO3BUTKY 0-16 25-30%
Hu3bkuiA 3pict lMy6eptat - fopocnui 98%

BiK

linoroHagoTponHuin Micna 10 pokis 78% 4onoBikiB
rinoroHagnam
YponoriyHi 3axBoptoBaHHA My6eptat - gopocnuin 48%
BiK
3axBOPOBaHHA HNPOK My6eptat - gopocnuin Pi3Ha, npo-
BiK rpecye 3 Bikom

3axBOpoBaHHA NEYiHKN 8-30 pokis 23-92%

i IP. Kuniniuno BusnauyaeThest acanthosis nigricans,
aprepianbHa rineprensisa. YacTto 3ycTpivaioThes cre-
aTorernaro3, TIMOTOHAZIOTPONHUN TIlIOTOHAU3M Y
MaIli€EHTIB YOJIOBiUOI CTaTi, TiMOTUPeo3. XapakTepHa
MaKpPOIPOTEiHYPis, 0 PO3BUBAETHCS B JIPYTill eKa-
I kuTTsA. Bik BUSBJIEHHS 1 MONIUPEHICTh OCHOBHUX
KJTIHIYHUX CHMIITOMIB IPU CHHIAPOMI AJibcTpema
npejcTaBjaeHa B a0 7.

KapmiomiomnaTisi € mpuynHOIO CMepTi B MepIii
TPU IeCATUITTS KUTTS (27%), HUIPKOBA HEOCTAT-
HicTh — y GLJIBII 3PIJIOMY Billi.

Myraii B reni ALMS1, sikuii sokanisoBanuit y
nokyci 2p13.1, 6y70 ommcano y 2002 p. Ten ALMS1
CKJIAJIAEThCA 3 23 €K30HIB 1 Kotye noutinentus i3 4169
aMiHOKHUCJIOT i3 MoJieKyJsipHOIO Macowo 461,2 k/la.
binox ALMS1 mae wueBigomy ¢yHKIiio, BU3HaUa-
€Thcst 6JM3BKO 1eHTpocoM. [lepenbadaeThest, M0 BiH
Gepe yd4acTb y BHYTPIIIHBOKIITHHHOMY TPaHCIIOP-
Ti. Y JiKyBaHHI MAII€EHTIB AUTIYOTO BIKY TiepeBary
HaJaloTh JIi€TOTEpalii Ta mpemnapaTam OiryaHisis,
TaKo:X e(DeKTUBHUM € pU3HadeHHs iHcyminy. [inep-
TPUTJIIIEPUIeMis, SIKa 4acTO 3yCTPIYa€EThCS B iTel,
no0pe KOPUTYEThCs TIpH3HaueHHsIM (ibpatiB abo
HIKOTHHOBOI KMCJOTH. XBOPUM i3 CHHIPOMOM AJib-
cTpeMa peKOMeHI0BaHO yacTe TpoBejeHHsT ExoKT
[T MOHITOPUHTY MOKJIMBOTO PO3BUTKY KapioMio-
nartii. AprepiasibHa TillepTeH3is MifaeThCs KOPEKIIil
inribiropamu ATIO.

Cunapom bapai-bBignma — renernyna marosoris
JIOZIMHM, 10 BITHOCUTBCS /10 Tpynu 1iionatiid. Cun-
JIPOM € PiJIKICHUM FeHeTUYHUM 3aXBOPIOBAHHAM, 1110
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3ycrpivaernest 3 yactoroo 1:120000 HoBoHApoKe-
Hux B €spormi ta IliBuiuniit Amepurti. Bognouac y
3aKPUTHUX TIONYIALigX octpoBa Heiodaynmieny abo
Genyincpkux kimaniB Kyseiity i CaymiBcbkoi Apasii
4acTOTa BUHUKHEHHS 3aXBOPIOBAHHS MOXKe 10CATaTH
crissignontendsd 1:13000. [t kiaiHiYHOrO miarHOC-
TYBaHHS CUHIPOMY HeOOXi/THA HASIBHICTH SIK MiHIMyM
YOTHPBOX i3 MIECTU MEPBUHHUX CUMIITOMIB — T[€HT-
PabHOTO  OKUPIHHS, MAJINYKO-KOJOOYKOBOI [IHC-
Tpo(ii CiTKiBKM (aTUTIOBUI TTMEHTHWH PETUHIT),
MOJIIIAKTUIIIT, TIOJIKICTO3y HUPOK, TINOTOHAAU3MY i
VIIOBiJTHBHEHHST PO3YMOBOTO PO3BUTKY. BTOpMHHUMM
CUMIITOMAMH TaKOK MOKYTh OyTu (Hhibpo3 mediHkw,
aTaKcisi, po3aaji MOBH, ACMETPIs BiCIlepaJbHUX OP-
raHiB, matosoris 3y6iB (rinmormasist 3yGHoI emati, Ma-
JIeHbKi KOPiHH, T1II0JIOHTIS ), aHOCMisl, BTpaTa CJAyXY.

Cepenniii Bik Ha MOMEHT TOCTAHOBKH JiarHO-
3y CTaHOBUTH 9 pPOKiB, X04a OATbKM MOYUHAIOTH
MOMIYaTH BiIXWJIEHHS y CBOIX AiTell y 3-pivHOMY
Bimi. Maca Tisia Ipu HapOJKeHHI SIK TIPABUIO HOP-
MajibHa. 3HauHe 30iIbIIEHHS Bard MOYNHAETHCS
IPOTSATOM TIEPIIOTO POKY KUTTS 1 MPU3BOIUTH 10
po3BUTKY 0kupiHs B 70%. OKuUPiHHS PO3BUBAETH-
cs IO TIEHTPAJIBHOMY THUIY 3 BiIKJAJaHHSIM KUDPY
B OCHOBHOMY Ha TyJybi i IpOKCHMMaJbHUX Bijji-
Jlax KiHI[iBOK. [[pUYMHOI0 BBAKAETHCS TOETHAHHSI
30i/IbIIIEHHS CIIOKMBAHHS 1K1 TP 3HUKEHHI eHep-
reTuaHUX BUTpaT. [l XBopux i3 cuHAapoMom bap-
mi-bigna xapaktepHuil HU3BKWH piBeHb (PiZUUHOI
AKTUBHOCTI MOPIiBHSAHO 31 3/I0POBUMU, HE3BAKAIOUU
Ha IJeHTUYHUHN 1HIEKC MacH Tija.

Y 30% maitienTiB pO3BUBAETHCST PE3UCTEHTHICTD
1o i"cyJiny 3 possutkoMm I/, axkuit 3a3Buyvail se-
6oTye B miAmiTKOBOMY abo gopociomy Biri. Sk
npaBuio, I/l iHCy7iHOHE3a/MeXHUM, TPOTE S
a/IeKBATHOTO TJIIKEMIYHOTO KOHTPOJIIO HEOOXiIHO
npusHaueHHsd iHcymiHotepamii. I1/[, gk mpasuio,
acolliffopanuil i3 piBHeMm oxupinus. llopymenns
TOJIEPAHTHOCTI /10 TJIIOKO3U BiJIMiYa€TbCSI B MOJIO-
nomy Billi 1o po3sutky I1/1.

Ha cworogni Biomo 18 reniB (BBS-renn), my-
Tallii KUX MOKYTb TIPU3BOJUTHU /0 PO3BUTKY CHUH-
apomy. DyHKIIOHATbHI AOCHIIKEHHS, MPOBEAEH]
B OJIHOKJITUHHUX OpTaHi3MaX MOKa3asu, 10 TeBHi
BBS-renu € cienudivaumu s miii. [inii (Bitiku
a00 JKTYTUKK) TIPEACTABJISIOTH CO00K0 €BOJIIOIIHO
KOHCEPBAaTUBHI OpPTaHesn, PO3TAlIOBaHI HA aliKaib-
Hill TTOBEPXHI eyKapiOTUYHUX KJITHUH. 3aJeKHO BiJ|
BHYTPIITHBOI CTPYKTYPH i BUKOHYBaHOI (hyHKIIIi BCi
I[iJ1i1 MOKHA PO3/IJIUTU HA /1B OCHOBHUX TUIIU: PyX-
quBi (pmarenn) i Hepyxomi (cencopni). Icropuuno
(Jrareiv € HalGIIBIIT BUBYCHUM TUIIOM I{iJIii1. 3a3B1-
Yyall po3TalloBaHi y BeJUKIN KiJIbKOCTI Ha TTOBEPXHi
KJIITHH, (JIarejid CTBOPIOIOTh XBUJIEIOAi0He OUTTH,

sIKe ¥ CBOIO 4epry 00YMOBJIIOE PYX MOOIMHOKUX KJIi-
THUH 1 Tevilo pisHUX TKaHUHHUX piguH. lixii Bigirpa-
I0Tb BAXKJIUBY POJIb Y PO3BUTKY CCaBIIiB, CIIPUSIOUN
npasiii/JiBiil acuMeTpii, 0 3a6e31evy€e MPaBUIbHY
3aKJIaIKy BHYTPIITHIX OpraHiB (HAIPUKIAJ, CEepIld,
neviHky i jerenis). /lucdyHkIlsa B 1aHUX mpolecax
Beie /10 PO3BUTKY CTPYKTYPHUX aHOMAJIK i mOpY-
HIeHHS PO3BUTKY TirMeHTHOTO eniTenio. [lonepenni
JIOCJIJIDKEHHST TIOKa3ytoTh, M0 BBS-renu, sax i ren
CUHPOMY AJTbCTpEMa, MOXKYTb BiJlirpaBaTH BasKJIU-
BY POJIb Y BHYTPINIHbOKJIITUHHINM CUTHAJI3aI1ii.
Jlimogucrpodii

Bpooxcena zenepanizosana ainoducmpois
(cuagpom bepapmineni-Celina) — pigkicHe 3axBo-
PIOBaHHSI 3 aBTOCOMHO-PEICCUBHUM THUIIOM YCIajl-
KyBaHHd. /[0 TenepimHbOro yacy HOBIIOMJISETHCS
npo 250 maIfienTiB pi3HOrO €THIYHOTO MOXO/KEHHSI.
[TomupeHnicTh 3aXBOPIOBAHHA y CBITi CKJIAJa€ TIPU-
630 1 Bumazok Ha 10 misbitonis vososik. Haii-
XapaKTepHila KJIiHIYHa 0COOMMBICTh — MaiiKe TTOBHA
BIJICYyTHICTh KUPOBOI TKAHWUHU, NPU I[LOMY KOHTYP
M’s13iB 106pe MPOCTEKYETHCS BIKE MTPU HAPOJIIKEHHI.

CuHpOM TPOSABISETHCS Bifipa3y Ticas Hapo-
JUKeHHsT 200 Ha TepuioMy porti KuTTs. JlJis mamien-
TiB XapaKTepHUU NMPUCKOPeHUl JiHIWHUN PicT, BU-
nepeyKeHHS KiCTKOBOTO BiKY 1 MiIBUIIIEHUI alleTUT.
Hanaui 3’saBasieTbest acanthosis nigricans B o6acti
i, Micisax Tepts i Ha Tyay6i. Yacto 3ycTpivanoTs-
cd remaTo- i crieHoMeraniga. Maiike B yciX XBOPUX €
BUIMHAHHS TTyTIKa ab0 MyIKOBA IPIsKa i akpoMera-
JIOITHI PHCH: HeBeJInKe 301/IbIIeHHS HUKHBOI IIe/Ie-
1, PYK 1 HIT. ¥ IiBYATOK IIicJIs cTaTeBOro /J03piBaH-
Hd MOKe PO3BUHYTUCH KJIITOpPOMerasid i CUHIPOM
MOJIIKICTO3HUX SE€YHUKIB. Y YOJOBIKIB (hepTuib-
HICTh 3a3BWYAN HE MOpyIIeHa. Y IeSKUX Malli€HTIiB
BUSIBJISIIOTH TinepTpodivHy Kapjiomionarioo i 1o-
MipHe BiJICTABaHHS B PO3yMOBOMY PO3BUTKY. Bu-
paXkeHi TilMepiHCyJTiHEeMis 1 TimepTpUrmilepuaeMis
CIIOCTEPIraloThCsl BXKE B PAHHbOMY [UTSYOMY BIlli,
a B IoHallbKOMY 3a3Buyail Manidecrye I/ 2 Tumy.
PiBHi cupoBaTKOBOro JIeNTUHY Ta QJUINOHEKTHHY
Ha/I3BUYailHO HU3DbKI.

BuzinsgioTs 1Bi MOJIEKYISIPHO TeTepOTeHHI opMU
CUHJIPOMY — BPOJUKEHY reHepasi3oBaHy JiloAUCTPO-
(ito Tuny 11 2. [Ipore nessknx naiieHTiB HEMOKJIUBO
BiZTHECTH /IO TIEBHOTO THUILY.

[TprurHOIO BPO/IZKEHOI reHepasi3oBaHol JiNo/u-
crpodii 1 tumny € myramist B reri AGPAT2 (l-arun
rainepun-3-hocdat O-anua Tpancdepasa 2) Ha Xpo-
Mocomi 9q34, 110 TpU3BOIUTD [0 3HIKEHHS CUHTE3Y
tpurainepumiB (TI) y xuposiit Tkanuni i Gopmy-
BaHHIO aunoiuTis, 36igHenux TT i/a6o 3 HegocTaT-
HIM HakomudeHHIM (HochoJriniaiB, HeoOXiTHUX ISt
BHYTPIlITHbOKIITUHHOI IIepeiadi curHasiis i 3abesie-
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JeHHsI HOpMaJIbHOI (DYHKIIIT MeMOpaH. Y XBOPUX BiJI-
3HAYAETHCST 3HUKHEHHST MeTab0JiYHO aKTHBHOI JKH-
POBOI TKaHMHU B OLIBIIOCTI MiAIIKIpHUX 06JACTel,
iHTpaabaoMiHAIBHIN | BHYTPIIIHBOTPYAHII AiISTHKAX
Ta KiCTKOBOMY MO3KY Npu 30epeskeHHi MeXaHiqHOI
’KMPOBOI TKAaHWHM, 1110 BUKOHYE 3aXUCHY 1 aMOPTH-
3yiouy (yHKILiI, 30kpeMa B 06acTi cyriobis, opoiTi,
JOJIOHSAX, MigommBax Ta iH. MOK/IIBO, 10 30epeKeH-
HS MeXaHIYHOl JKUPOBOI TKAHUHU B NAIIE€HTIB i3 My-
taiismu AGPAT?2 BinOyBaeThbest yepes TifiBUIIEHHS
excrnpecii inmux i3odopm AGPAT.

[TprurHOIO0 BPOXKEHOI reHepasi30BaHOl JIiouc-
Tpoii 2 tury € myraitia B seipin-reni (BSCL2) na
xpomocomi 11q13. Oxgrak TOYHI MexaHi3MHU PO3BUT-
Ky JaHoi ¢opmu Hesichi. IIpu obcTesKeHHI B MalieH-
TiB i3 2 TUTIOM CUHIPOMY JIiaTHOCTYETHCS TIOBHA Bifl-
CYTHICTB SIK MeTabOJTIYHO aKTUBHOI, TaK 1 MEXaHIYHOT
’KupoBoi TkanmHu. Kpim Toro, maiientu 3 seipin-
MYTaIligIMU MalOThb BUIIY TIOHNIMPEHICTh PO3YMOBOI
BiZICTAIOCTI 1 TimepTpodiuHoi KapaioMionaTii mopis-
HAHO 3 HocigMu myTaniin AGPAT2.

Cimetina wacmrxoea ninooucmpogpis, mun /y-
ninean. CimeliHi yacTkoBi Jinoauctpodii — 1e Te-
TEPOTreHHI aBTOCOMHO-/[OMIHAHTHI 3aXBOPIOBAaHHS 3
pisanm denorunom. Haitbinpm momupennii deno-
tun (6igbire 200 BUMAAKIB, TOJTOBHUM YMHOM CEPeJl
HAI[iEHTIB €BPOIEHCHKOr0 IOXO/KEHHsI) OyB CIIO-
yaTky onucaHuil Dunnigan i cniBaBTopamu. [lis
HBOTO XapaKTePHUH HOPMaJbHUM PO3IMOMALT JKUPOBOI
TKaHUHU B JUTUHCTBI. Jlanuil Tun cuHapomy acorii-
HOBaHUN 13 HENepeHOCUMICTIO (DI3UYHUX HaBaHTa-
JKeHb, M's130BUMH OoJisimit i IP. SHUKHEHHST T IIIKip-
HOTO KUPY BiZOYBAETHCSI B OCHOBHOMY Ha BEPXHiX
1 HIDKHIX KiHIIIBKaX i CIIOCTEPITa€ThCs 3 HACTAHHSIM
ny6eprary. IlisHilne 3a1yd4aioTbCs ISHKU KUBO-
Ta i rpyzeil. Y 6araTbox XBOpHUX, 0COOJMBO B KIHOK,
MOJK€ CIOCTEPITATUCS KYITUHTOIIHUI TIepepo3TIoiI
JKUPY 3 TEPEeBAKHIM HAKOIIMYEHHSIM HOTO B 00J1acTi
o6smyys, mui i inTpaabaominansro. IIpu MPT Bisy-
aNi3y€eThCsT BTPATa IMiAMIKIPHOTO JKUPY, 3011bITeHHs
MiXKM SI30BOTO JKUPY Ha KiHIIBKAX 1 HAAJIUIIOK HOTO
y BHYTPINTHBOUEPEBHUX JIETIO. Y XBOPUX i3 CIMENTHOIO
YacTKOBOIO JiinogucTpodieto Tuny JlyHiHTaH PiKo
3ycrpivatorhest acanthosis nigricans i CIISA. CymyTai
HOPYIIEHHS BYTJIEBOAHOTO 1 JKMPOBOr0 0OMiHY OiJIbII
MOITMPEHI B KiHOK, HiK Yy YOJIOBIKiB, i pO3BUBAIOTHC
3a3BUYall y APYyromMy JeCATUMITTI KUTT. inepTpu-
ruinepuieMiss Moxe TPU3BOAUTU /10 TOCTPOTO IaH-
KkpeaTuTy. IHOMI PO3BUBAIOTHCS TIOMipHA Miomaris,
M’g30Ba aucTpodis, KapaioMionaTisi i MOPYyIIeHHS
HPOBIZHOCTI, Taki gK mepeacepaHa GiOpUIIAIis, 1O
BUMara€e immianramii Bomis putmy. IlepembayaeTn-
cs, M0 TPUYMHOI0 PO3BUTKY CiIMEHOI YaCTKOBOI JIi-
noucTpodii Tumy JyHiHraH MOXKYTh OYTH TOYKOBI
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MmyTailii B reHi, mo koaye jgaminin A i C (LMNA).
Moxmso, mo LMNA-MyTaiiii € npuanHo0 MyJIbTH-
CUCTEMHOTO CHHJIPOMY JIMOAUCTPO(dii, Mpu SKOMY
TSIKKICTD 1 BiK MOYATKY Pi3HMX KJIHIYHUX IIPOSIBiB
MOJKYTbh BiJIPI3HATHUCS 3aT€KHO BiJl IJSTHKY MyTallii.
Opnnak, MexaHi3MH, IO JIe;KaTh B OCHOBI PerioHaJb-
HUX BiIMiHHOCTe y BTpaTi KUPY, 3aIUIIAIOTHCA /10
KiHIIS He3 sSICOBAHNUMIL.

Cimeiina wacmrosa ainoducmpodpis, nos’asana
3 mymauiamu zena PPARy. HemonaBHo omucana
reTepo3uroTHA TOUuKoBa MyTallid -Arg397Cys y reHi
PPARy y 64-piunoi xinku 3 IIJ] 2 tumy, rineptpu-
[JIEPUAEMIE0, TIIEPTOHIE, TIPCYTU3MOM 1 3HUK-
HEHHSIM MiIIKIPHOTO JKUPY Ha 00JMY4Yi, BEpXHiX
i mkHIX Kiniiskax. Haiibinbm BupakeHa BTpara
JKUPOBOI TKAHWHU BiJI3HAYA/IACs HA NEePeAIivuax i
romisikax. Hisknx mofaTKOBUX BiKJIaleHb KUPY B
obuacti Tyay6a i mui He OyJI0 BUsIBIEHO. Y JiTepa-
TYPi ONUCAHO 1Ile TPU JIOIUHU 3 CiMeiTHOI0 4acTKO-
Bolo JiinoucTpodieio, 1P, I/ 2 tumy, rinepronieo,
FITEePTPUTTITIEPUEMIEI0 1 TeTEPO3UTOTHOO MYTAlli-
eto B redi PPARy (Pro467Leu a6o Val290Met). Inmma
ToukoBa myTailist, Phe388Leu, takox acouiiioBana 3
JAaHUM CUHIPOMOM. Bik 1o4YaTky i THIl BTPATH *KU-
POBOi TKAHWHU TPH 1Tilt hopMi JimoaucTpodii 3amu-
MIAI0THCS HE BCTAHOBJIEHUMU. TakuM YMHOM, MyTallii
B reHi PPARy MoXyTh cTaTl MPUYUHOIO PO3BUTKY
CiMeliHOi Y4acTKOBOI JinmoaucTpodii, CIpuYnHIOYN
nopyIiieHHs: AudepenIliioBaHHs aUTIONUTIB, MTPOTe
MPUYMHU 130JIbOBAHOI BTPATH MiINTKIPHOTO JKUPY 3a-
JIUIIAIOTHCS He3 sSICOBAHNUMIL.

[lepenbauaerhest €AUHMIT MEXaHI3M PO3BUTKY JIi-
noarcTpodiii, OCKIJIBKY JJaHi TIOPYIIEeHHS HAsSBHI SIK
y JfoJieH i3 pisHUMU iX TUIIAMH, TaK 1 HA TBAPUHHUX
MojiesigX. BUpasHicTh 1UX yCKJIaJHEHb BU3HAUYAETH-
Cs1 CTYIIEHEM BTPATU >KMPOBOI TKAHWHU. Y XBOPHUX
i3 minogucTpodisiMu B JKUPOBUX €TI0 MOXKYTh OyTH
30epexkeni Tinbku Hesenuwki kimbkocti TT. Han-
aumok TT 1pu 11boMy HaKONMYYETHCA B TMEYiHIN i
cKeJeTHUX M'si3ax, crnpustioun po3sutky [P CIIA,
acanthosis nigricans i akpomeramonogiOHi TPOsIBU
MOKYTh OyTH TOB’sI3aHi 3 pOCTOBUMH eeKTaMu Ti-
nepiHcyiiHeMii yepes perenTtopu iHcyiny abo omo-
cepenkoBano yepe3 IOP-1.

OcHOBHUMM TNPUYMHAMM 3aXBOPIOBAHOCTI Ta
CMEpPTHOCTI cepeJl TAIlIEHTIB € Ti3HI YCKJIaJHEHHS
II/1, rocTpuii maHKpeaTuT y pe3yJabTaTi TilepTPUri-
1epuieMii, MMPO3 TMEeUiHKY SK HACJIJOK JOBTOTPUBA-
JIOTO cTeaToremnarody. barato XBOpUX TakoX MaiTh
cepito3Hi MCUX0JI0TiuHI MPpobIeMu Yepes 0CoOIMBOC-
Ti 1X 30BHIIIHOCTI.

[lnsg nikyBaHHSA ciMEHHOI YaCTKOBOI JIITIOAUCTPO-
¢ii B pesysbrati PPARy-MyTariii o06roBoproeThest Bu-
KOPHUCTAHHS Tia30JIiINH/II0HIB, 3TATHUX CTUMYJIIOBA-
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THU QJINTIOTEHE3 Y MIJISTHKaX ANCTPodii i TOKpaIyBaTu
TJIIKEMIYHUN KOHTPOJIb. [IpoTe TiazomianHaioHn Mo-
JKYTh TOCUJIIOBATU BiIKJIAJaHHA KUPY B ALISHKAX,
HEYITKO/KEHUX JMOANCTPOdieio.

I[TamieHTam i3 rinepTpurIinepuaeMieto He0OXiTHO
JIOTPUMYBATUCh HU3bKOKMPOBOI i€t (Menie 15%
KUPY B 1060BOMY paitioni). Kpim Toro, HeobxigHum
€ MPOBEICHHST PETYIAPHUX aePOOHUX HaBaHTAKEHb
JUI4 TIOKpalllaHHe YyTJIUBOCTI 10 iHCyminy. ko ri-
mepTpuryinepuaeMiss 36epiracTbcsl He3BaKAIOYM Ha
3MiHU B XapuyBaHHi, ajleKBaTHi (i3WuHi HaBaHTa-
JKeHHS 1 eyTJiKeMifo, peKOMeHIy€eThesl Teparis (i-
Oparamu. Yepes MOXKIMBICTH MOCHJIEHHS JIIIAHUX
HOpYIIeHb CJIi/l YHUKATU TPU3HAYEHHS eCTPOTEHIB i3
MeToro KonTparternitil, sikysanus CIIS abo kopekiii
KJIIMaKTepPUYHOTO CUHAPOMY.

[Tpu possutky I/ BUKOPUCTOBYIOTH MEPOPAIID-
Hi TinorsikemivyHi npemapaty abo iHcyain. Ocobim-
BO TTOKa3aHWH MeT(hOPMiH, SKWH KPiM OCHOBHOI Jii,
3MEHINy€ ANeTUT, CIPUSE 3HMKEHHIO Bark i MO3M-
TUBHO BIiuBa€ Ha iposiu CII{ i cTrearosy nedinku.
KoHTpob Ti1ikeMii € 0CHOBHUM YNMHHUKOM JIJIST 3110~
GiraHHs 1i3HIX yCKJIaHEHb AiabeTy.

HaiiGinbin oueBuaHUM cOCOOOM JIiKYBaHHS JIi-
noucTpodii € 3aMillleHHsT BTPAT KUPOBOI TKAHUHU.
Ha xasp, Ha BiZIMiHY BiJi TAKUX OPraHiB, SK HUPKU
abo TeviHka, TpaHCIUIAHTAIlis AKUX € e(eKTHBHOIO,
KMPOBA TKAHMHA CKJIAJAETHCS 3 Oe3J1iui i30/IbOBaHUX
nero3utis. IIpoTe B psijii ekcriepuMeHTaIbHUX 10CTi-
JPKEeHb 3IHCHIOBAJIMCS YCITIIHI cipoOy TpaHCILIaH-
Tallii KMPOBKX MOAYIIOK 60 OKPEMUX HPEaTUIIONM-
TiB MUIIAM i3 TeHepaJi30BaHOI0 JIiMOAUCTPOdi€.
[Ipu mboMy, y TpaHCIIaHTaTaX BU3HAYAJIOCh HAKO-
[MYEHHST TPUTIILEPU/IIB, a MOJIIIIEeHHS MeTaboIiu-
HUX [OKa3HUKIB OyJ0 0OYMOBJIEHO BiJHOBJIEHHSM
€HJIOTeHHOI TPOYKIIii IENTUHY.

AJTbTepHATUBHUM MLISIXOM 301JIBIIEHHS THPKY-
JIFOI0YOTO PiBHS JIETUHY € 10r0 (hapMaKoJIOoTiuHe 3a-

MilleHHsA. Brepiie nocaiKeHHd i3 3aCTOCYBaHHAM
PeKOMOIHAHTHOTO JIIOACHKOTO JIEITUHY B 9 MAI[ieHTiB
i3 minoaucrpodieio Oyso posenero y 2002 p. Ilix-
MIKipHE BBE/IeHHS JISTITUHY J[Bidi HA JleHb TIPU3BO/IU-
JIO 10 3HAYHOI'0 MOJIITIIeHH JIIIHOTO CIIeKTPY, KU-
POBOI XBOPOOU TEUIHKH i IIIIKEMIYHOTO KOHTPOJTIO.

Y nocrimkenni Chong A.Y. 3i criBaBT. Ipo1eMOH-
cTpoBaHa TpuBasa edeKTUBHICTh 3aMiCHOI Tepartii
JIETITUHOM y 48 TIaIli€HTiB 13 JinoaucTpodieo mpo-
TATOM 8-piuHOr0 mepioxy. ABTOpU TPOBEIHN BiJKPH-
Te MPOCIEKTUBHE AOCITIKEHHST cepejl TAIi€EHTIB i3
HaOyTOI0 1 BPO/KEHOI (0OYMOBJIEHOO MYTAIlisIMU
reniB AGPAT2, BSCL2 (ceitnin), LMNA i PPARG)
ainopuctpodieo. Ha migTBepisKeHHS pPe3ysbTaTiB
TTOTIEPEIHIX OCTIIKEHD Y IIJIOMY Bifi3HAYATIOCS J10-
croBipue 3umkents pisust TT (Ha 59%) i HbAue (y
cepenbomy 3 8,4 10 6,9%). BupasHicTh Mo3UTHBHIX
3MiH OyJa GiJIbIIOI0 B TPYI 3 reHepasi3oBaHOIO JIi-
MoMCTPOdiero TOPIBHSHO 3 MAIliEHTAMU 3 TTApIliaib-
HOMO (HOPMOIO 3aXBOPIOBAHHS i B 11iJiomMy OyJra obep-
HEHO TIPOMNOpIliiiHa /0 BUXIJHOTO PiBHSA JENTUHY.
[Ipu 1poMy edekTUBHIiCTH Tepamii OyJa IOoCTiiiHOI
TIPOTSITOM YCHOTO TIEPiOAY JTiKYBaHHS.

3akjaouYeHHs

I/l HamesKUTh 0 YMcaa HAlOLIbII ITOMIUPEHUX
3aXBOPIOBAHD JIIOJIUHU. Y PI3HUX KPaiHaX CBITY KiJib-
Kicth xBopux Ha I/l ckmamae 4-7% 3aranbHOi 1M0-
myssiii. IJ] 1 tuny i 2 Tumy ycnmaakoBylOThes T10-
JIiTeHHO, 1O 03HAYAE, 10 PU3UK PO3BUTKY X (OPM
niabety moOB'sI3aHuil i3 jAekigbkoMa rexamu. Jlesiki
pinkicHi hopmu iabeTy BUHMKAIOTh BHACIIOK MY-
Talliil B OIHOMY TeHi i HOCSITh Ha3By MOHOTEHHUX.

Jliaber i3 MOHOT€HHUM THUIIOM YCIIQAKyBaHHSI
BUHUKAE B Pe3yJbTaTi MyTalliif, SKi MPU3BOJSITD 10
areHesii MiMIYHKOBOI 3271031, 3MEHIIeHH (QYHKITIT
B-kaiTiH a6o iX MiABMINEHOI AECTPYKIi, POZBUTKY

Ta6bnuuysa 8.| lndepeHuiliHa aiarHOCTVKa MOHOreHeTUYHMX BapiaHTie LI i3 nepBuHHOW AnchyHKuieo B-knituH i3 UO 1 tuny i 2 Tuny

O3Hakn ua 1 rmny una 2 tuny, Ria6eT acouifioBanunii  [lia6et acouiiioBaHuii  K-ATO MHUA MIDD
AKWU BUHUKAEB i3 myTauielo B reHi MK i3 MyTaLiaMun B reHax
MOJIoA0MY Billi (MODY-2) ®T (MODY-1,3,5)
IHCyniHO3anexHicTb Tak Hi Hi Hi Tak Tak abo Hi
O3Haku piabeTy B 6aTbKiB 2-4% HasABHiI HaABHiI HanABHiI 15% martip
[e6ioT piabety 6 Mmic. - nignitkosuin abo 3 HapOIXKeHHA nigniTkosuin abo > 6 Mic. monoani BiK
MOJIOANIA BiK MOJIOANIA BiK MOJOANIA BiK
OXMPpiHHA AK i B 3aranbHil  XapakTepHO AK i B 3arafibHin nonynauii AK i B 3aranbHin AK i B 3arajibHin 3pigKa
nonynauii nonynauii nonynauii
Acanthosis nigricans He XapaKTepHO  XapaKTepHO He XapaKTepHO He XapaKTepHO He XapaKTepHO He XapaKTepHO
Mmikemia BMCOKa nomipHa, nerka (Hayacrile y BUrnagi BMNCOKa BMCOKa nomipHo
MiHMBa nopyLeHol rikemii HaTLe) MiHnMBa
AyToaHTunTINa A0 B-KNITUH HanABHi HeraTtuBHi HeraTuBHi HeraTtuBHi HeraTueHi HeraTuBHi
C-nenTna, HMonb/n <0,33 0,5-<1,0 0,1-0,7 0,1-0,7 <0,2 0,1-0,7
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IP. Ha iioro pouio npunanae 1-2% Biz ycix BUnajakis
IIOCTAHOBKU J1iarHo3y. X04a 4acTo BiH HEIPaBUJIbHO
piarHocTy€eThest sk miaber tumy 1 a6o 2. Y tabm. 8
Tpe/iCTaBJIeHi OCHOBHI MiaTHOCTWUYHI KpUTEpii, SKi
MOKHA BUKOPHUCTOBYBATH B AuepeHIiiHINA iar-
Hoctuili I/l i3 MOHOTEHHUM THUIIOM YCTQJIKyBaHHSI
3 IJI 1 uu 2 tuny. [IpaBuibHa MOCTAHOBKA JiarHO-
3y JI03BOJISIE TiAIOpaTH BiAMOBi/IHE JIIKYBAHHS, TIPH-
3BOJIUTD /10 KPAIOTO KOHTPOJIO PiBHS TJiKeMii Ta
CIIPUSIE MOJIIIIIEHHIO CTaHy 3/J0POB’S B IOBIOCTPOKO-
Biil EepCIeKTUBI.
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CaxapHblii inabet ¢ MOHOTeHHBIM TUMOM
HacNefoBaHNA: KNNHUKA, ANarHOCTUKA 1 NeveHune

MN.H. bogHap', J1.0. KoHoHeHKO', [.B. KupneHko?,
H.H. Kobbinsk'
'HaumoHanbHbI MeAULMHCKMIA yHUBepcuTeT um. A.A. BoromonbLia;

KMeBCKMI ropOfCKON KIMHNYECKII SHAOKPVHOMOMMYECKNIA LIEHTP

Pestome. JlekumA NOCBALLEHA N3YUYEeHMIO KITMHUKO-OUArHOCTUYECKIX U
neyebHbIX aCMeKTOB CaxapHOro AnabeTa C MOHOTEHHbIM TUMOM Hacne-
noBaHua. OH BCTpeyaeTca B 1-2% OT BCeX CrlyyaeB MOCTAHOBKM Aunar-
HO3a ¥ BO3HWKAET B pe3ysbraTe MyTauuii, KOTOpble MPUBOAAT K areHe-
3UM NOMKENYAOUYHOW Kene3bl, yMeHbLIEHMIO GYHKLMM B-KNeTOK Mnu
MX NOBbILUEHHOW AECTPYKUMM, PA3BUTUIO MHCYMHOPE3NCTEHTHOCTY. K
HeMy OTHOCAT NepPMaHEHTHbIA HeOHaTanbHbI CaxapHbiii arabet (CL),
TPaH3UTOPHbIN HeoHaTanbHbln CLI, MODY-g1abeT n Heckonbko bonee
penKnX CMHOPOMOB, KOTOPble MOMUMO [1abeTa NPOABIAIOTCA IKCTPa-
NaHKpeaTUyeCKMM NPOABNEHUAMN.

KnioueBble cnoBa: HeOHaTasbHbI CaxapHbiii AvadeT, MODY-aunaber,
mutoxoHapuansHbii CL, crHapomanshbin CL, reHeTnyeckan anchyHk-
UmA B-KNeToK, CYHAPOMbI PE3UCTEHTHOCTM K UHCYTNHY.

Monogenic diabetes mellitus: clinical features,
diagnosis and treatment

P.M. Bodnar', L.O. Kononenko', D.V. Kyriienko?, N.M. Kobyliak'
'0.0. Bogomolets National Medical University
XKyiv City Clinical Endocrinology Center

Summary. The lecture is devoted to clinical, diagnostic and therapeu-
tic aspects of monogenic diabetes. It occurs in 1-2% of all cases of diag-
nosis as a result of mutations that lead to pancreas agenesia, reducing
B-cell function or increasing their degradation; development of insulin
resistance. It includes permanent neonatal diabetes, transient neonatal
diabetes, MODY-diabetes and several more rare syndromes with extra-
pancreatic manifestations.

Keywords: neonatal diabetes, MODY-diabetes, mitochondrial diabe-
tes, syndromic diabetes, genetic dysfunction of 3-cells, insulin resis-
tance syndromes.



