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Pe3tome. Y nekuii nogaHo KOPOTKy (PeHOTUMOBO-reHETUYHY XapakTepucTuKy oppaHHuX eHOOKPUHHVIX CUH-

APOMIB, LLIO CYrPOBOAXYIOTLCS FiraHTU3MOM.
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EnpokpuHHa martosoris cnaakoBOro reHely HaOyBae
3HayHoro moiupeHHs. Cepea XBOpoO, LIO TParsioTh-
¢Sl TOCUTb 4acTo, BUAUISIOTh LyKPOBUiA Aiaber 1-ro Tumy,
YpaxKeHHsI IIUTOIOAIOHOI Ta HAAHUPKOBUX 3aj103. YCITiXU
MOJIEKYJISIPHOT Oi0JI0Ti1 CHPUsIA PO3KPUTTIO MATOTEHE3Y
PiIKICHUX EHIOKPUHHUX XBOPOO i3 CYyTTEBUM FeHETUYHUM
KOMITOHEHTOM.

PinxicHi (opdanHi) 3aXBOproBaHHS — II¢ TaKi, III0 Tpa-
TUISIIOTBCS 3 TIEBHOIO YacTOTOIO, HAaOYyBalOThb XPOHIUHOTO
MIPOTPECYI0YOT0 IIPOIrPedi€HTHOTO Iepeldiry, a 0e3 JiKy-
BaHHS 3arpOXYIOTh XUTTIO UM CIPUYMHSIOTH MOXUTTEBY
iHBaJTiIM3alli10 Nali€HTIB.

o opdaHHMX HajexaTb 3aXBOPIOBaHHS (CUHAPOMMU),
MOILIMPEHICTh AKuX ctaHoBUTH 10 BuUmankiB Ha 100 000
HacesieHHs. Cepejl YMCAEHHOI IPyNu Takux XBOpoO, a ix
noHaa 7000, mpuUCKIIJIMBOI yBaru IMnotpedyroTh XBOPOOU
€HIIOKPUHHOTO TeHe3y i3 CyTTEBUMU T€HETMYHWUMMU Bill-
XuieHHSIMA. DEHOTUTIOBI 03HAKK TaKMX 3aXBOPIOBaHb 00
BUSIBJISIIOTH 3 HAPOXKEHHsI, 800 BOHW BUHUKAIOTh Y JIUTSI-
YOMY BilIi.

PosrasineMo criagkoBi CMHAPOMM, y KITIHITHOMY ITepe-
OIry sSIKMX IepeBakaroTh SIBUIIA TiIraHTU3MY B ITIO€IHAHHI 3
€HJIOKPUHHOIO ITaTOJIOTIEO.

NepAmaHa cuippom (MIM 267000)

CUHOHIMM: TaMapToMa HUPKH, HedpobiacToma Ta ri-
raHTU3M TUTofa; eTaTbHUI acIIUT, MAaKpPOCOMisl Tioja Ta
nyxiarHa Binbmca.

Bnepure onucanuit Liban i Kozenitzky (1970) [13].
Perlman et al. (1975) onucanu 5 BUNaaKiB €BpeiicbKO-
€MEHCBKOI ciM’i, sKi OyaM JBOIOPITHUMHU cubOCaMu,
3 BaJaMM, IO TPOSIBISUIMCS MaKpOCOMi€lo TpH Ha-
pPOIXEHHi, ABOOIYHMMM HHUPKOBHMM TramMapToOMaMu
3 HedpobiaacTtomaro3oM abo 06e3 HbOro, rimeprpodi-
€10 ocTpiBuiB JlaHrepraHca i He3BUYallHUM OOJIMY-
ysam [17].

Jo ¢heHOTUNOBUX O3HAK HajlexXaThb aCLUT 06e3 HaOpsIKy
niaona i 6ararosoas [18].

Kainiuni nposeu. XBopi 0iTU BEJIMKOI Macu Mpu Hapo-
JIKEHHI, TiMOTOHISI M’s3iB, OpraHoMeraisi, XapaKTepHUit
JuieBuit 1u3mMopdizm (repeBepHyTa V-MojaioHa BepxHS
ryba, BiIKpUTHI POT, ONMyKIUI J10O, ITMOOKO TocamkeHi
OYi, IMpOKa i TUIOCKA CITMHKA HOCa, HU3bKO TOCa/KEeHi
ByXa), HUPKOBi aHomaii (Hedpomeranis i rinpoHedpos),
areHesisi MO30JIUCTOTO Tijla, 3aTPUMKa MCUXOMOTOPHOTO
PO3BUTKY, TiMEPiHCYIiHI3M i BUCOKAa CMEPTHICTh HOBOHA-
pomxeHux (puc. 1).

Cunapom IlepamaHa 3yMOBIIIOE BUCOKMI PU3UK BU-
HUKHEHHs NyxauHu BinbMca. 3 64 % BumankiB y HOBO-
HapOJIXKEHUX, SIKi BUXKMJIM B HEOHATAJIbHOMY IepPiofi, MmyX-
JIMHY 1iaTHOCTYBaJIM B OiTbII paHHBOMY Billi ITOPiBHSIHO 3i
CMIOPaAMYHUMU BUMaAKaMU (MeHIe 2 pokiB i 3—4 poku
BinmoBinHo). JloBemeHa BUCOKa 4acTOTa ABOOIYHUX ITyX-
muH (55 %). TicTtonoriyHe AOCTIIKEHHSI HUPOK Y AiTell i3
cuHapoMoM [lepimaHa BusiBIisie yacTuii HeppobacToma-
TO3, 1110 TIepeye MyxJnHi Binbmca.

Cunnpowm [lepimaHa 3yMOBJIEHUIT TOMO3UTOTHOIO a00
reTepo3uroTHoOI0 MyTauieto B redi DIS3L2 (MIM 614184)
Ha xpomocomi 2q37 [11].

Tun ycnankyBaHHSI — aBTOCOMHO-PELIECUBHUIA.

Npotes cuHapom (MiM 176920)

CUHOHIMU: TiraHTU3M, YaCTKOBUI, pyku i Horu, NEVI,
remirineprpodisi, [ Mmakpouedanis, 101MHA-CIOH.

Bnepiie onucanuii M. Cohen i P. Hayden y 1979 p.,
SIKi 1 1aJIi Ha3BY Ha YeCTh IpeBHbOIpelibkoro oora [1porest
(rpeu. Proteus — «moniMopdHUii»), KU MaB 30aTHICTb
3MiHIOBAaTA (POPMY CBOTO Tijia 3 METOIO OiIbII YCITIIITHOTO
3axOIICHHs 3mo0uyi [6].
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PucyHok 1. KniniyHi 03Haku Ta ¢peHoTunosi nposisu cuHapomy lNepnmana (3a D. Studi et al., 2012): Hu3bkun
3picT, onyknnii 106, KOCOOKICTb, eMniKaHT, HU3bKO PO3MilLLeHi Byxa, cignonogibHa cnuHka Hoca, KOPpOTKUI
@inbTp, V-nomi6bHnii pot, 6paxigaktunis, WKipHa CUHAAKTWIIIA APYroro i TpeTboro nasasuis. Ha Horax ayxe

AOBri Benuki nanbLi, PeHTreHos10i4HO TSXKKUI CKOJ1i03, BUrHYTi HY)KHI KiHLiBKU

[IpryurHOIO CUHAPOMY € CIIOHTaHHA Bapiallis reHa Iif
yac eMOpiOHAJIBHOTO PO3BUTKY. TSIKKICTh 3aXBOPIOBaHHS
3aJIEXKUTh BiJl Mepiogy eMOpioreHe3y, KOJU BJIACHE BUHU-
KJla TeHETUYHA MYyTallisl, 1110 TIPU3BOIUTH IIOHAWMEHIILIE 10
YTBOPEHHSI TPhOX IMiABUIIIB KJIITUH — HOPMaJIbHUX, aTpO-
¢ivyHuX i TinepTpodivynux [7, 12].

V xBopux Ha curapom [IpoTes migBuIleHa aKTUBHICTh
oinka AKT, y 3mopoBux miomeil 1eil OiTOK HEaKTUBHUIA.
MyrTalist mposiBiisie cede SK IMPUCKOPIOBAY POCTY KIIITHH,
aJjie He y BCiX TKaHuHax Tija [14, 21].

Bcboro y cBiTi HaliuyeTbest 613bK0 120 ocib i3 mum
HEBUJIIKOBHUM 3aXBOPIOBaHHSIM [22].

Kainiuni npossu. Cunapom [IpoTest cynpoBOIKYEThCS
PO3pPOCTaHHSIM IIKipH, KiCTOK, M’$I3iB, >KUPOBOI TKAHWHU,
KPOBOHOCHUX 1 JimMpaTuuHux cynuH. [Ipu HapomkeHHi
NIiTH, SIK TIPAaBUJIO, HE MAlOTh OYEBUIHUX O3HAK 3aXBOPIO-
BaHHs. DEeHOTUIIOBI TIPOSBU cUHApPOMY [IpoTest BUSIBIISI-
IOTh Y IEPIIi 2 POKU XUTTS AUTUHU [23, 24].

JiaTHOCTYETBCSI KOCOOKICTh, €K30(TaJbM, MiOIIis,
MpOreHiss, BapUKO3HE PO3LIUPEHHSI BEH, PO3POCTAHHS
LIKipu Ha TigomBax (puc. 2).

TMpubauzHo y 55 % BUMNanKiB BUSBISIETHCS PO3yMOBa
BiZcTalticTh, y 13 % — cynomuuii cunapoM. Tparuisiucst
TaKOX XBODPI 3 i30J1bOBAHOI0 MAaKPOAAKTUIIIEIO, CINIEHOME-

rajii€lo, BUOIpKOBOIO MATOJIOTIiE€I0 OYEi 1 yepena y BUIIISAI
MHOXWHHUX MEHIHTiIOM, TOJIMIiKpOTipi€l0, peTUHAILHOIO
MirMEHTHOI0 JIereHepali€io Ta aTpodieo 30poBOro HepBa.
TpuBasticTh XUTTS TIPOOAH/IB, SIK MPaBWIO, TIepedyBae B
mexax Bin 3 mo 40 pokis [10, 25].

3 BIKOM CIIOCTEPIra€ThCsl HAAMIipHO IIBUIKMI PiCT ITyX-
JivH. CepeHs TPUBAJIICTD KUTTS Y XBOPUX YACTO CKOPOUY-
€ThCS Bill MiABUIIIEHHS TpOMOO03y INTMOOKMX BEH Ta eMOOil
JIeTeHeBOl apTepii SIK YCKJIaTHEHHSI XBOPOOU CYIMHHOIO
Masbopmaliielo.

Po3pocTaHHsS1 TKAHMH MOXe€ MPU3BECTH 10 BTOPUHHO-
TO TMOLIKO/JXXEHHS HEPBOBOI CUCTEMM, 110, Y CBOIO Yepry,
CNPUYMHSIE KOTHITUBHI TOPYILIEHHS.

XBOpPUM 3arpokye MiIBULIEHU PU3UK PO3BUTKY TIEB-
HUX BUIIB paKy, MEHiHTiOMU i1 aeHOMM CJIMHHUX 3aJ103.

CuHnpoMm noB’si3aHuii i3 Mytaitieto B reHi AKT1 (MIM
164730) na xpomocowmi 14q32.3.

Myramii AKT1 monndikyroTh aKTUBHICTh KJIITUHHOTO
oinka AKT, 1110 cTUMYyITIOE picT.

Tun ycrmankyBaHHSI — aBTOCOMHO-IOMiHAHTHMIMA.

Cotoca 1 cuHapom (MiM 117550)

CunoniM: SOTOS 1 cuHAPOM, MO3KOBUIA TiraHTU3M,
nenelii xpomocoMu 5q35 CUHApPOM.
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PucyHok 2. @eHoTUNOBI NposiBu
npu cuHgpomi Npores (3a http://larece.ru)

Cungpom Cotoca, abo CHMHIPOM IepeOpaabHOTO Ti-
TaHTU3MY, BIIEpIlIe ONMMCAHWI aMEepUKAHChKUM TIeliaTpoOM
J. Sotos y 1964 p. [5].

Bin BuHmkae 3 yacrororo 1 : 10 000—50 000 HoBoHaApoO-
IDKeHUX. Y CBITOBIM jJiTepaTypi ornmmcaHo 61m3bKko 120 Bu-
naakiB. Cepen XBOpUX IepeBaXKalOTh XJIOIMUMKU.

OCKiJIbKY OUTBIIICTh OMMCAHUX BUIAJKiB HOCUTH CITO-
pamuYHUI XapakTep, paHillle 0araTo 3 HUX PO3LiHIOBAJIMCS
SIK TIPUKJIaT aBBTOCOMHO-PELIECUBHOTO YCTIaAKyBaHHS CUH-
npomy Cotoca. [1pote 3apa3s 11i AaHi neperisiaaioThes i BU-
CYBA€ETHCS TIPUITYILIEHHS, 1110 1Ie HEeITOBHA MEeHETPAHTHICTh
MaTOJIOTIYHOIO reHa, TOHATHOTO MO3aillu3My a00 reHeTHY-
HOI TreTepOoreHHOCTi XBopoou [3].

Kainiuni nposeu. CUHAPOM HAIJIMIIKOBOTO POCTY Jli-
TeW, 1110 XapaKTePU3YEThCS HAIMipHUM 3pOCTOM, IIEBHUMU
KpaHioJUIIEBUMU 03HAKAMM, 3aTPUMKOIO IICUXiYHOTO PO3-
BUTKY Ta 301IbIIEHHSIM KiCTKOBOTO BiKY.

3a BiACYTHOCTi OMHOr0 ab0 Oi/bIlle 3 YOTUPHOX KPUTE-
piiB (picT Oisblle 97-r0 MPOLIEHTUISL, OKPYKHICTh FOJIOBU
Oinbiie 97-ro mpoueHTW s, KicTKOBUM BiK Oijbiie 90-ro
MPOLEHTWISI, 3aTpUMKa PO3YMOBOIO DPO3BUTKY) AiarHo3
MaJIOMMOBIpHMIA.

3axBopioBaHHs MaHidecTye 3 HapomxkeHHs. [IpuBep-
TalTh yBary BeJIMKi PO3Mipyd HOBOHAPOKEHOI JTUTUHM.
CepenHsi TOBXHMHA Tijla CTaHOBUTH 55 cM, maca — 3900 T,
Ha 3—5-My poKax >KUTTS CIOCTEpIra€ThCsl iHTEHCHBHE
301JIbIIIEHHST pOCTY. TWTOBI i YepemHO-JIUIbOBI IU3MOP-
¢ii: Makpomomixouedaris, BUCTyHao4i J00Hi Oyrpu, rpyoi
pucH O0JIMYYSI 3 TIePTEI0PU3MOM, CTpabdi3M, aHTUMOHTO-
JIOIIHUI po3pi3 oYeli, BUCTyIaro4ya HIDKHS Ienena (Impo-
THaTU3M), MaKpOIJIOCisl il roTuuHe migHeOiHHs. KicTkoBi
3MiHU TIPOSIBJISIIOTBCS TaKUMU OCOOJMBOCTSIMU: BEIMKi
KHUCTI i cTomnu, KihocKoJ1io3, CUHIAKTUIIISI cToIl. 3i CTOpo-
HM BHYTPILLHIX OpraHiB iHOAI BUSBJISIETLCS Bicliepomera-

Jist. MOXJIMBI Baiu pO3BUTKY CEpIIsl, HUPOK, HEHTPATbHOL
HEepBOBOI cucTeMU. B okpemux Bumaakax OyBaroTh CyTOMU
i mopymeHHs1 koopauHatlii [5]. CtymiHb po3yMoOBOi Bif-
CTaJIOCTi 3a3HA€E MEBHUX BiIXWJIEHb, ajle 3a3BUYail OyBae
noMmipHuM. KiHIIeBMiI1 piCT 3HAXOOUTHCSI Ha BEPXHBOMY
MepLUeHTU . 3picT AOpOCIUX 3a3BMYaAil HE BUXOAUTH 3a
MeXi HOpMaJIbHMX 3Hau€Hb, Y YOJIOBIKiB BiH CTAaHOBUTh
184,3 £ 6,0 cMm, y xiHok 172,9 £ 5,7 cm.

CrioctepiraloTbCsl aHOMajbHa JAepMaToriicika, HOp-
MaJIbHUI piBeHb TOPMOHA POCTY i BUCOKMIA piBeHb BaJjliHy,
130JICHLIMHY Ta JEUIIUHY B KPOBI.

PeHTreHOMYHKIIIOHAIBHI METOAW MOCIHIIXKEHHS BU-
SIBJISTFOTh BUIIEPEIKEHHST KiCTKOBOTO BiKY, HecrieludiuHi
3minu Ha EKI, posmpenHs nutyHoukiB Mo3ky. Ha MPT
HEPIAKO 3HAXOMThH TiMOIIa3il0 MO30JUCTOTO Tila. Y ou-
TUHCTBI BUIIEpEIKEHHSI KiCTKOBOIO BiKy CTaHOBUTH 2—4
POKU, CTaTeBe I03PiBaHHSI MOXE HACTaTH BiTHOCHO paHo,
X04a 3TUIIAETHCS B MEXKaxX HOPMAJIbHOTO Jliala3oHy.

JlaHa 1aToJIorist iHOAi MOEAHYETHCS 3 PO3BUTKOM 3J10-
SIKICHMX HOBOYTBOpeHb (IlyxjimHa BinbMmca, pak MmediHKH,
SIEUHUKIB) [2].

BukiukaeTrbcsi reTepo3droTHOI MyTalli€lo B TeHi
NSD1 (MIM 606681) y ninsnui 5q35 [16].

Tun ycnankyBaHHSI — aBTOCOMHO-IOMiHAHTHU, O1JTb-
1IiCTh BUMAJIKIB CIOpaAnyHi. TpUBaIiCTb XXUTTS HE 3MiHE-
Ha. [TporHo3 xopoliuii, JiKyBaHHsI HE IPOBOSITh.

Coroca 2 cuHapom (MiM 614753)

Cunonimu: SOTOS 2 cuHApOM, MO3KOBUI TIraHTU3M,
IeJelii XxpoMocoMu 5435 cuHIpOM.

BukimkaeTrncsi TreTepo3UroTHOI MyTalli€ld B TeHi
NFIX (MIM 164005) Ha xpomocomi 19p13.3 [8].

Malan et al. (2010) nmoBimoMuM TMpo 3 HE3B’sI3aHUX
BUMAAKKU 3 MOOIOHUM (PEHOTUIIOM, a caMe: iHTeHCUBHUM
MiCISIMOJIOrOBUIA JIIHIAHUI picT, Makpoledais, BUnepe-
JIKEHHST KiCTKOBOTO BiKy, JOBIe¢ By3bKe OOJIMUYSI, BUCOKE
40J10, CKOJi03. He3BrnuaiiHa moBeaiHKa XapaKTepU3yEThCS
PO3BUTKOM TPUBOXKHOCTI Ta PO3yMOBOI BiJICTAJIOCTi.

BepapaiHeAAi cuHapom (MIM 269700)

Cunonimu: cunnpoMm bepapminemmr — Ceiina, cuH-
npoM bpyHn3senna, minmoatpodiuHuii giabeT, ypomkeHa Te-
HepaiizoBaHa Jinomuctpodis, BSCL.

Cunapom bepapainenni — Ceiina onucaHuil apreH-
TUHCBKUM eHnokpuHojorom W. Berardinelli Ta HopBe3b-
kuMm neniatpom M. Seipe [4].

Ile aBTOCOMHO-pelleCUBHE 3aXBOPIOBAaHHS, IO Tpa-
mseThbest 3 yactororo 1 : 10 000 000 ocib Ta xapakTepusy-
€ThCSI MMPAKTUYHO TTOBHOIO BiJICYTHICTIO TiAIIKipHOT KJTIT-
koBuHU [15, 19].

MonekysipHO-TEeHETUYHUM aHaJli30M JIOBEJIEHO iCHY-
BaHHSI YOTUPHOX TUIIIB YPOIKEHOI TeHepasi3oBaHO1 JiIo-
nuctpodii [9, 20].

Tum 1 3ymoBnenuit mytauisimu B reHi AGPAT?2, mio ko-
nye l-amun-rainepos-O-auerwiTpaHcdepasy 2. IeH pos-
tamoBaHuii y jokyci 9q34. Ipoaykr rena 6inok AGPAT?2
CKJIaga€eThes 3 278 aMiHOKHUCIOT i 3a0e3mneuye 0iocMHTE3
TpULIiLepuaiB i rainepodocdonininiB. SHUXKEHHST PiBHS
6inka AGPAT?2 y XupoBiit TKaHUHI TTPU3BOAUTH 10 JIIO-
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IUCcTpodii BHACIITOK MOPYIICHHSI CUHTE3Y TPUIJIiLEPUIiB
YM MaTOJIOTIYHOI (DyHKIIIT aaumoumTiB (BincyTHi dochori-
minn) [2].

WN.A. Jdenos, M.B. lllecrakosa [1] miaTepmKxyoTh Ji-
noaTpoiyHUI IIYKPOBUii HiabeT SIK piaKiCHEe 3aXBOPIOBAH-
HSI BPO/DKEHOTO 4M HaOyToro xapakrepy. CuMmnTomaTuka
reHepastizoBaHoi aTpodii MiAIKipHOI KUPOBOI KIITKOBU-
HU Ha TJIi BUPaXXeHOI iHCYJIiHOPE3UCTEeHTHOCTI i1 TimepiH-
CyJliHeMil B MOENHAHHI 3 TinepTpodi€elo CKeJIeTHUX M’ SI3iB,
TinepTpUriilepuaeMiclo i apTepiaJbHOIO TiMepTEeH3IE0.
ABTOpM aKLEHTYIOTb YBary, 1110 3aXBOPIOBAHHS BUKJIMKA-
HE TeHeTUYHUMU AedeKTaMM aJuIoreHesy i/abo rnmpucko-
PEHUM arloNTO30M AIMUIIOILMUTIB, MOPYIICHOK CEKPELiero
aUIIOLIMTOKIHIB (JIENTUHY, aliUITIOHEKTHHY), 1110 3a0e3re-
YyIOTh METa00J1i3M XXMPOBOI TKAHUHMU.

Y mortomy 2014 p. Brepiiie 3apeecTpoBaHUI Tpernapar
IJIST JIIKyBaHHSI IbOTO CUHAPOMY — PeKOMOIiHAHTHUIA aHa-
JIOT JIeITUHY (MeTpenentuH) [15].

Tumn 2 cuHApOMY PO3BMBAETHCS BHACIIOOK MyTalliil y
reHi BSCa2 B nokyci 11q13. I1poaykT reHa 0ilok celimiH
BSCa2 mictuth 398 amiHOKMCIOT, IpUYETHUI 10 Aude-
peHllitoBaHHs Ta (PYHKIIOHYBaHHS alUIIOLIUTIB.

MonexkynsipHO-TeHeTUYHY OCHOBY cuHIpoMy bepapmi-
Heuti — Cefina Tuny 3 cTaHoBAATh MyTallii B reHi CAV1
(yokyc 7q31), 3a yuacTi SKOro CUHTE3YEThCS OiJTIOK KaBeo-
JIiH 1 — HeBix’€éMHa CKJIamoBa MeMOpaHHMX Be3UKYJI. 3a-
3HaYeHU OiTOK JTIOKAJTi3yEThCS HAa MeMOpaHaX aJUTIOIUTIB
i 3B’s13y€ XUPHI KUCJIOTH, 3a0e3MeUy€e TPAaHCIIOPT JITTifiB.

VYpomkeHa reHepamizoBaHa JirogucTpodis Ttuiy 4
cnpuunHeHa MmytauismMu B reHi PTRE, posramoBanomy
Ha xpomocoMi 17, i konye 6inok PTRF (polymerase and
transcript release factor). Myraliii B 3a3Ha4eHOMY T€Hi 3y-
MOBJIIOIOTh TIOBHY BTpaTy (yHKIIii BimmoBimHoro Oijika,
MOPYLIYETHCS JIOKAJTi3allisl KaBEOJIiHiB y CKEJIETHUX M’ sI3aX.

Kainiuni nposieu. Ilepiiti CMMIITOMU BPOIKEHO1 FeHepa-
JIi30BaHOI JIimoaucTpodii BUSIBIISIIOTH Bil HAPOIXKEHHS a00
Ha tiepuiomMy poui XuUTTss. OCHOBHMMU J1abOpaTOPHUMM
O3HaKaMM 3aXBOPIOBAHHS € TSIXKKA TiNepTpUrIilepuaemis,
HU3bKa KOHIIEHTPAILisl JIIMOMPOTETHIB BUCOKOI IIIJTBHOCTI Y
KPOBI, iHCYJIIHOPE3UCTEHTHICTh, 3HAUHE 3HWXXEHHS PiBHS
JICNTUHY Ta aAWUMOHEKTHHY. Y MiITTKOBOMY Billi iHCYJIi-
HOPE3UCTEHTHICTh MPU3BOJAUTH 10 PO3BUTKY I[YKPOBOTO
niabety. BinOyBaeTbcsa aHOMallbHE HAKOMWYEHHS XUPY B
pi3HUX opraHax (mediHka, M’si31, ceplie), 110 CIPUIMHSIE
PO3BUTOK TSDKKMX KJIiHIYHUX YCKJIaAHEHb: OXUPiHHS Ie-
4iHKM, LIMPO3Y, Hedpomnartii, rineprpodiyHoi KapaioMiona-
Tii, CepLIeBOl HEAOCTATHOCTI Ta MUTTEBOI CMEPTi.

XBOpPUM BJIACTUBUM IIBUAKUKN PiCT, MiABUILEHUN are-
TUT Ta OCOOJIMBA 30BHIIIHICTb. BiACyTHICTH MigLIKipHOT
KMPOBOI TKAHUHU B TTOETHAHHI 3i 301IbIICHHIM M’ SI30BOi
TKaHWHU (POpMYy€E B TaKMX XBOPUX BUPAKEHUIN M’SI30BUI
penbed. [HIII O03HAKM: BeUKE Mia00pPiaas, BeJUKi KUCTI
PYK Ta CTOII, TipcyTu3M, acantosis nigrigans. XBopuM XiH-
KaM BJIACTUBUM 30UTbIIIEHUI KJIITOP, a B YOJIOBIKiB 30i71b-
LIIYIOTHCS 30BHIIIIHI CTaTeBi OpraHu.

VYV OinbplIoCTi BUMAAKIB O3HAKM IIYKPOBOIO [Hiabery
PO3BUBAIOTHCS B APYTil mekani XKUTTsS XBOPOI JIIOAWHMU.
YckilagHeHHSIMU CUHIPOMY € rineprpodiuHa KapaioMio-
narisi, XkupoBa auctpodist eyiHKu, M’s130Ba TirepTpodis.

Pi3Hi 03HaKu cBiguaTh MPO MATOJIOTiI0 eHAOKPUHHOI CUC-
TeMM (IIBUAKUI PicT, IepeayacHe cTaTteBe J03piBaHHS Ta
iHIIIi), YacTO CITOCTEPIiraeThbcsl YTBOPEHHS KiCT KiCTOK, 3
SIKUMM TIOB’SI3yIOTh YacCTi MepeioMu.

Kainigynuii giarHO3 BUCTABIISIIOTH 32 HASIBHOCTI TPHOX
OCHOBHHUX KpUTepiiB a00 ABOX OCHOBHHUX ILIIOC IBa abo
Oiible MaJli KpUTepii.

OCHOBHI KpuUTepii:

— Jninoarpodis Tynyba, KiHLiBOK i 00JMuyst. 3arajabHa
Jinoauctpodist 3’SIBIASIETbCS MPU HAPOKEHHI. Y IesaKuX
oci6 ginoaucTpodisi BAHMKAE BIPOAOBXK MEPIINX MICsI1IiB
KUTTA. JlinoaTpodist 3yMOBJTIOE CIIOPTUBHY 30BHIIIIHICTb,
TOMY 110 CKeJIETHiI M 5131 TinepTpodoBaHi;

— aKpOMETAJIOIAHI O3HAKM — TiraHTU3M, M’ S130Ba Ti-
reptpodisi, BUTIEPEKEHHST KiCTKOBOTO BiKY, TPOTHATU3M,
30i/IbIIEH] PYKM i HOTHM, KIITOpOMeETaJIis i 30iIbIIeHI 30-
BHIIIIHI CTATEBi OPraHM B YOJIOBIKIiB;

— TemaTromeralis;

— MiABUIIEHI KOHIIEHTpallii B CUpOBATIIi KPOBi TPUILJIi-
uepuiB 1o 80 1/, iHOAI aCOLiIOIOTHCS 3 TiMePXOJeCTePU-
HEMIi€l0;

— iHCyJiHOpe3UCTeHTHICTh. IlinBuUIlIeHI KOHLIEHTpallil
B CUPOBATILi KPOBi iHCyJiHY i C-MeNTHaY MOXYTb CITOCTEPi-
raTucs 3 MeplIMX POKiB XXUTTS. BupaxkeHi KITiHIYHI TPOsSIBUA
LIyKpOBOTO JiabeTy 3a3BU4ail po3BUBAIOTHCS Y IPYTOMY e~
cATWIITTI. PaHHS KITiHIYHA O3HAKa — YOPHUIA aKaHTO3 IIUT
i MaxBOBUX 3allaivH, 110 B OKPeMUX BUIIaKaX Ha0yBalOTh
060pOIaBYACTOTO BUTJISILY.

Mauti kpurepii:

— rinepTpodivyHa KapaioMiomaTis MOXe 3 SIBISITUCS B
IUTUHCTBI a00 pO3BMBATUCH Mi3HillIe;

— ncuxomoTopHi moMipHi (IQ 50—70) ado raudoxki (1Q
35—50) inTenekryanbHi mopyuieHHs. bausbko 80 % ocib i3
mytanissmu B reHi BSCL2 Bnactusi jierki abo momipHi iH-
TeJIEKTYaJIbHi TTOPYIIeHHS, y TOW Jac K Titbku 10 % ocio
i3 myrauisiMmu B reHi AGPAT?2 MatoTh TSKKi iHTeIeKTyaIbHi
MOPYILIEHHS,;

— TipCYTU3M TIPOSIBIISIETECS HU3bKHUM POCTOM BOJIOCS
Ha 4oJIi Ta Wi, rinepTpuxo3, MabyTh, HE 3aJIEXKUTh Bil
TOPMOHAJIBHOI CTUMYJISIIIIT;

— IepeauacHe craTeBe T0o3piBaHHS Y KiHOK (Y 10 %);

— KicTH KicToK TparuisiioThest y 8—20 % xBopux ocid
i MalOTh IOJIKICTO3HI MPOSIBU Ha peHTreHorpami. Po3ra-
1IOBaHi B emidizapHux i MeTtadizapHUX AUISIHKAX JTOBIUX
TpyOyacTux KicToK. KicTH KiCTOK 4acTO AiarHOCTYIOThCS
B IPYTiil JeKali XXUTTS i B OCHOBHOMY CITOCTEPIratoThCs B
oci6 i3 mytarisimu B reHi AGPAT?2;

— MeTaJTist M’s13iB HYUDKHIX 1 BEpXHIX KiHIIiBOK BiITHOCHA
i crocrepiraerbesi, 30Kpema, 4epe3 BiICYTHICTh MiAIIKip-
HOTO XHUpY.

LuM moBimoMJIEeHHSIM MU 3pOOUIIU CITPOOY TTPUBEPHY-
TH yBary JIiKapiB-TIPaKTUKIiB OO0 HEUITKO OKPECICHOI TPy-
1 opaHHMX 3aXBOPIOBaHb. BoueBuab, Ha3pina HEOOXim-
HICTh €EAMHOTrO IIAXOMY 10 iX BU3HAYeHHs, Kiacudikarlii,
KpUTEpiiB miarHOCTUKM. TaKi KpOKM AOLIIBbHI 1IIe i1 TOMY,
IO HaWOIMKYMM 4YacOM OYIKYETHCSI UEeproBUM Iepe-
st MixkHapoaHoOI CTaTUCTUYHOI Kiacugikallii XxBopoo
Ta rnpo0bieM, MoB’sI3aHMX 3i 310poB’siM, 10-ro meperisny
(MKX-10).
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ORPHAN HEREDITARY SYNDROMES
IN THE PRACTICE OF PEDIATRIC ENDOCRINOLOGIST

Summary. The lecture presents short phenotypic and genetic
characteristics of orphan endocrine syndromes associated with
gigantism.
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