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CNHAPOMHA XAPAKTEPUCTUKA
CMAAKOBOI EHAOKPUHHOI NATOAOTII

Pe3iome. B ornsai HaBeaeHo KOPOTKY KIHIYHY XapakTepucTuKy Aesikux CUHAPOMIB €HAOKPUHHOI naTosorii,
OCHOBY SIKUIX CK1ajaloTb CragkoBi YAHHUKW. [s MO3HaYeHHs] HO30/10riYHuX popm 3a3HadyeHo OMIM 3rigHo 3
ICHYt040I0 Knacuikauieto, Ty ycrnankyBaHHS, rpynu reHis, Lo CripusitoTb PO3BUTKY CUHAPOMY, BKa3aHI reHu,
BiAnNoBiaasibHi 3a CUHTE3 FOPMOHIB, iX PO3TaLLyBaHHS Y XPOMOCOMaX.

KnroyoBi cnoBa: criagkoBa eHAOKpYHHA naTosiorisi, reHn, CUHAPOMMU.

Bctyn

I3 3aBepllleHHsIM TpOrpaMy CEKBECTPYBaHHSI TeHOMa
moanau (2003 p.) (http: //www.hagsc.org/projects/human)
posnoyainacsi TTOCTTeHOMHa epa (CTpyKTypHa Te€HOMiKa)
MOTIMOJEHOTO TOIIYKY MPUYETHOCTI CTPYKTYPHUX TEHiB
0 coMaTWYHOI maTtosorii. He 3amummnucs Ha y30iudi i
€HIOKPUHHI XBOpOOU. Y KOHTEKCTi PO3BUTKY KIIiHIYHUX
MPOSIBIB OKPEMUX 3aXBOPIOBAHb 3aMILIAIOTHCS BAXKJIUBU-
MU YMOBHU IOBKiJUISI, ajieé MpUpoaa BiATBOPIOE (heHOTH-
MOBUI MOPTPET Iepediry XBopoOU 3aJIeXKHO Bil TeHEeTUY-
HOI CKJIaJIOBOI — T€HOMIB, TPAaHCKPUIITOMIB i ITIPOTEOMiB.
BoHM npu €HIOKPUHHIN MaToJOTii B OKPEMUX BMUITaKax
HE CHCTEeMaTM30BaHi, A0 KiHIlSI HE y3arajibHeHi, BUCBIT-
JieHi pparmeHTapHo. CriakoBi MOPYIIEHHSI, 11O JIEXaThb B
OCHOBI €HIOKPUHHMX 3aXBOPIOBaHb, CTAHOBJISATD 11Ty HU3-
Ky HEBUPIllIEHUX JIiarHOCTUYHUX MIPOOJIEeM.

ABTOIMYHHUI NOAI@HAOKPUHHUNA
cuHapom | tuny (OMIM 240300)

CuUH.: TOJIMIaHAYISIPHUI aBTOIMYHHUN CHHIPOM
tuny I, PGA I, APS I, nonieHnoKpuHHUI KaHAUI03, €KTO-
nepMmaibHoi quctpodii cunapom, APECED.

¥ 1980 p. Neufeld et al. BUmiauB Tpu TUIMM MOJi€HI0-
KPUHHUX CUHAPOMIB [1].

HaiiGinpir yacto maHuil CUHAPOM CIIOCTEPIra€ThCsl B
®inngnnii Ta Ha CapauHii (cepen eBpeiB) [2, 3] — i3 ya-
crototo 1 : 25000 Ta 1 : 14 000 BinmoBinHo. Takox maHuit
CcUHAPOM yacTto TparuisieTbest y Cnosenii — 1:43 000 [4, 5].

CHUHOPOM XapaKTEePU3YETLCS HASIBHICTIO Tpiagd CUM-
MTOMIB: TilomapaTupeo3y, TOBEPXHEBOTO KaHIUI03Y
IIKip¥ Ta CIM30BUX OOOJIOHOK, TilT0aIpeHOKOPTULIM3MY.
IlounHaeThCcs B OUTSYOMY Billi. Y OiIBIIOCTI BMITaAKiB
CIoYaTKy BUHMKAE KaHIMI03 (10 5 pOKiB), MOTIM Timomna-
patupeo3 (mo 10 pokiB), a motim xBopoba AxaicoHa (10 15
pokiB). TakoX MOXYyTb BUHUKATU TMOPYLIEHHSI BCMOKTY-

BaHHS i Jiapesi, 3/105IKiCHa aHeMisl, IEPBUHHUIA TilMOroHa-
IIU3M, aJIoTIellisl, BITUIITO, TUPEOTOKCUKO3. ACOIIIIOETHCS 3
HLA-BS.

YV 1997 p. Nagamine i cmiBaBT. Ta (biHCHKO-HIMEIIBKUIA
koHcopiiiym APECED [6, 7] Bunimuig reH, BillToBiTaIbHMIA
3a aBTOIMyHHMI TIOJIEHIOKPMHHMI CHHAPOM, i Ha3Balld
1ioro AIRE. Jlokami3yeTbcst reH Ha 21-1 XpOMOCOMI, Y IiJIsSTH-
i 21q22.3. [eHomHi koopauHaTu: 21:45,705,720-45718101.

YcnagkoByeThCsl 328 aBTOCOMHO-IOMiHAHTHUM TUIIOM 3
HEITOBHOIO MEHETPAHTHICTIO.

JloHegaBHA BUALISUIM 11e i TPETiid TUM MOJieHIOKPUH -
HOTO CUHIPOMY, TaK 3BAHUN MNEPCHKO-€BPEUCHKUIA TUII.
KUTiHiYHO TIPOBiIAHOIO O3HAKOIO OYB TiMTOrOHAAW3M, Yy Je-
SIKMX CIIoCTepirajiacst HeAOCTaTHICTh HATHUPKOBOI 3aJI03M,
LIYKpOBHUH fiabeT 1-ro Tury Ta CyOKIJIiHIYHUI TiMOTUPEO3.
YcrnankoByBaBcsl TaHUN CHUHIPOM aBTOCOMHO-PEIeCUB-
HO. AJie TIpY JOCJIiXKeHHI TeHa, BilMOBiNaIbHOTO 3a JaHy
ImaToJiorito, BusiBIeHO Buineonucanuii reH AIRE. Tomy
IaHUI Pi3HOBMI BiIHECEHO OO aBTOIMyHHOTIO ITOJIi€HIO-
KPUHHOTO cuHapomy | tumy.

ABTOIMYHHUI NOAI€HAOKPUHHUN
cuHapom Il tTuny (OMIM 269200)

Cun.: IlImiara cuHApPOM, TOMIMAHAYAIPHUN aB-
toimyHHuit cunnpom tTuny II, PGA 11, APS 1.

Bnepuie cunapom onucaHo Carpenter Ta CHiBaBT. y
1964 p. IMomupeHicTh y MOMyJIsLil JaHOTO 3aXBOPIOBAHHS
cranoBuThb 1,4—4,5 1a 100 000 Hacenenss [8].

CuHAPOM XapaKTepU3YEThCSI HASIBHICTIO aBTOIMYH-
HUX 3aXBOpIOBaHb. XBopoOa AmmicoHa y IIbOMY CUHIPOMi
TTOETHYEThCS 3 3aXBOPIOBAHHSIMU IIUTOTIOMIOHOI 3a1031
(rimoTrpeo3 abo TUPEOTOKCUKO3) a00 LIYKPOBUM 1iabeTOM
1-ro Tumy, 3pigka MPUCYTHi MPOSBU ypaxkeHb YCiX BMIIE-
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3a3HAYCHUX CHIOKPUHHMX 3aJ103. BUHUKaE y Oynb-IKOMY
Billi y TIpe/IcCTaBHUKIB 000X CTaTeil, aje JacTille y XiHOK
CcepeIHbOTO BiKY. Y niTeli TparuisieThes pinko. Takox Moxe
CYNPOBOIXKYBaTHCS aTpodi€eto cTaTeBUX 3aJ103, AJIOTICIIIETO,
BiTwitiro. Acouitoetncst 3 HLA-BS.

Tun ycriankyBaHHSI — aBTOCOMHO-/JIOMiHAHTHUI 3 He-
MOBHOIO ITIEHETPAHTHICTIO.

IMyHOAMCPEryAITOpHUN,
NOAI€HAOKPMHONATIT T eHTeponarii,
X-34yenAeHnu cuHpapom (OMIM 304790)

CuH.: IPEX; X-34yerneHuil aBTOIMyHHO-aJIepriuHuUi
TUCPETYISITOPHUIT cMHApOM; X-34eTIeHOl diapei, morieH-
JMIOKPUHOIIATIi, JeTaJbHOi iH(eKIii CUHIPOM; CHUHIPOM
MPUPOIKEHOTO LIYKPOBOTO fiabeTy 1-To TUIY 3 JIeTabHOIO
CEKPETOPHOIO Iiape€ero Ta iMyHomeilluToM; iMyHOIMCpe-
TYJISITOPHUIA, TOJIIEeHAOKPUHOMATII Ta eHTepornarii X-34ue-
IUIEHUI CUHIPOM.

VYnepiue onucanuit Powell et al. y 1982 p.

Buknukaetbcsa ekcnpecieto reHa FOXP3, o nokai-
30BaHuUil Ha X-xpoMocowmi B AinsgHui Xpl1.23 [9]. [eHomHi
koopauHaTh: X:49106896-49122199.

[TounHa€eThCsl MaHWIE CUHAPOM i3 paHHBOTO JTUTUHCTBA
i 3a BiICYTHOCTI JIiIKyBaHHS 3aKiHYYETHCS JIETAJILHO J0 ABOX
pokiB xutTs. KiiHiYHO A1 CMHApPOMY BIacTUMBUIA paHHii
PO3BUTOK EHTEpOIaTii 3 TSHKKOK CEKPETOPHOIO Jliapecto,
LyKpoBUM miabeTtoM 1-ro Tmmy Ta mepmartuty. LlykpoBuit
niadeT 1-ro THITYy pO3BUBAETHCS 3 HAPOMKEHHS i MA€ TSKKMIA
nepedir, 110 TTOB’I3aHO 3 YPOIKEHOIO BiICYTHICTIO OCTPIBILIiB
Jlanrepranca. TakoxX y KiIiHilli MOXXHA CIIOCTEPiraTul rinoTu-
pe03, aBTOIMYHHY FeéMOJIITUYHY aHEeMil0, TPOMOOLIMTOIICHIIO,
301IbIIeHHS JTiM(DaTUUHMX BY3I1iB, TernatuT i Hedpur [10].

Tun ycmankyBaHHSI — X-34eIJIEHUI pelieCUBHUIA.

IcHye pexinbka THUIIB CHMHIPOMIB IOJi€HIOKPUHHOI
Heorwiasii, a came: tuan I, Tum I1A ta 1IB, Tun IV. Huxue
OyIyTh PO3TJISIHYTI OCOOJMBOCTI LIMX TUIB.

MNoAieHAOKPUHHOT HeonAasii CUHAPOM,
Tvny | (OMIM 131100)

Cun.: MENI1; Bepmepa cuHOpoM; CIagKOBUIL ITOJTi-
JIAHAYJISIpHUR cuHApoM | Tumy.

Brnepiie onucanuii y 1954 p. Wermer [11].

Buknukaerbca excmpecieto reHa MENI, mo pos-
Mminryetbest Ha 11-i1 xpomocomi y misstHmi 11q13.1 [12,13].
Tenomui koopauHaTh: 11:64,570,985 — 64578765.

Lle aBTOCOMHO-OMiHAHTHE 3aXBOPIOBAHHSI 3 BUCOKOIO
MEHETPAHTHICTIO, 1110 CYITPOBOIXKYETHC TiIEPIIa3i€lo eH-
JOKPUHHUX 3aJ103: MPUIIUTONONIOHUX (v 88 % XBOpHX),
ocTpiBLiB JlaHTrepraHca mianuryHKoBoi 3amosu (y 81 %),
rinodiza (y 65 %), HagHupKoBUX 3a5103 (Y 38 %), mmTo-
moai6Hoi (y 19 % mamienTiB). Sk mpaBuIIo, y Mpoliec 3airy-
Ya€eThCs OUIBIIIEe HiXXK OHA 3aJ103a, ajie He BIACTUBO MO~
PEHHSI Ha BCi eHIOKPUHHI TKAHUHH.

KpiMm MHOXMHHOTO ageHOMAaTOo3Yy, TPAILISIIOTHCS OPOH-
XiaJbHi aA€HOMU, KUIIIKOBI KapIIMHOMM, MOJIIINU ILTYHKA,
LIKipHi JimoMu To1o. KuliHiuHi MposiBM 3aiexaTh Bi Ime-
PEeBaxKHOTO 3aJly4eHHSI B IIPOLIEC Ti€i YK iHIIOI €HTOKPUH-
HO1 TKAaHWHU: TiMepiHCYJiHi3M i3 TiMmoraikeMi€lo, rirnep- 4u

rimonapaTupeos, akpoMmerajisi, TApeoTOKCUKO03. OCKiJIbKU
rinepruiasis Mae MoJlirJaHayISspHUI XapaKTep, TO BUHUKa-
FOTh 3JI05IKiCHI BUpa3Ku TOHKOI KUIIIKW, HE OeTa-KIiTUHHI
aJlecHOMM OCTpiBLiB JlaHrepraHca, 1o akKTMBHO CEKpPETY-
I0OTh TaCTPUH, HaAMipHA IIUIYHKOBA TillepceKpelis (CHUH-
npoM 3ojutinrepa — Eimicona).

OCHOBY MaroreHe3y CMHAPOMY CTaHOBJISTH aleHOMa-
TO3HE MEPEPOIKEHHSI CTOBOYPOBUX KJIITUH OIHIET i3 3aJ103
BHYTPIIIHbOI CeKpellil 3 BTOPUHHUM 3aTy4eHHSIM iHIIUX
€HIOKPMHHUX OpPraHiB.

CVHAPOM MHOXXMHHOTO €HAOKPUHHOIO
aaeHomaroay lIA Tuny (OMIM 171400)

Cun.: MEN IIA, deoxpoMonuToMu Ta amiloianpo-
IYKYIOUOi KapLUMHOMU IIUTOITOAIOHOI 3aJI03M CUHIPOM,
PTC-cunapowm, Cinrmia cMiHAPOM.

CunHapoMm Brepllle BUAUICHUI SIK HO30JIOTiUHA OOUHU-
st B 1961 p. J.H. Sipple [14].

Januit cuaapom mnoB’s3aHuii 3 gedexkrom reHa RET,
110 po3MileHuit Ha xpomocoMi 10 y nokyci 10q11.21 [15].
Tenomui koopauHatu: 10:43,572,516-43625798. Xapakre-
PUM3YETHCS YpaxkKeHHSIM IIMTOINOAIOHOI 3a/1031 (MeayIsipHa
KapliMHOMa), HaTHUPKOBUX 3ay03 (heoxpoMoluToMa) i
rinepriasi€lo NPUIIMTOMONIOHUX 3a703. 3a JaHUMU Te-
HEaJIOTiYHOrO OOCTEXEHHSI, POINMHHI BUIMAAKA CUHAPOMY
ctaHoBIIATh Bin 7 mo 27 %. Y 50 % BumajakiB mepeBaxae
TMO€ETHAHHS MeIyJIIPHOI KapIIMHOMU i (heOXPOMOILIUTOMMU.

Taxox iHoni BUHMKae cuHapoM KyimHra, rinepruiasis
C-KJIITUH IMTONONIOHOI 3a7103U.

Tun ycraakyBaHHSI aBTOCOMHO-IOMiHAHTHHI 3 BUCO-
KOIO IIEHETPAHTHICTIO.

CVIHApOM MHO>XMHHOIo €HAOKPUHHOro
aaeHomaroay lIb tuny (OMIM 162300)

Cun.: MEN IIB, MEN III, nyxauHu ciau3oBux 000-
JIOHOK Ta eHIIOKPUHHUX OpraHiB cuHApoM, Wagenmann —
Froboese cuHapom.

Leit cuHaAPOM 3yMOBJICHUIA TETEPO3UTOTHOIO MYTAITIEIO
B redi RET Ha xpomocowmi 10q11.21. [eHoMHiI KoopauHaTH:
10:43,572,516-43625798. Binblicts maiieHTiB (95 %) Manu
myTarito (M918T +164761,0013) B ek30Hi 16-To reHa RET.

Vnepuie cunapom onucanu Wagenmann y 1922 p. ta
Froboese y 1923 p. [16, 17].

XapakTepu3y€eThbcsl HAsIBHICTIO MEAYJISIPHOI KapLIMHOMU
LIATOMOMIOHOI 3a/103U, (EOXPOMOILIMTOMOIO, HEBPMHOMA-
MU CJIM30BUX OOOJIOHOK (sI3MKa, Ty0), HEBPUHOMU POTiBKM,
3pilKa IUTYyHKOBO-KUIIIKOBOTO TPaKTy, (PEHOTUITIOBI O3HAKH,
110 HaraayroTh cuHApoM MapdaHa (MoBHi IryOu, ITOTOBILIEHI
MOBiKW, TOTUYHE MiTHEOIHHS, BUCOKHWIA 3piCT, CKEJIETHI aHO-
Matii).

Tun ycnaakyBaHHSI aBTOCOMHO-JIOMiHAHTHUIA 3 BHUCO-
KOIO TIEHETPAHTHICTIO.

CVIHApOM MHO>XMHHOIo €HAOKPUHHOro
aaeHomarosy IV tuny (OMIM 610755)
Cun.: MEN 4.
Briepire onucanmii N.S. Pellegata et al. y 2006 p. [18].
MHoxuHHa eHIoKkprHHa Heorutazis [V (MEN4), 3ymoB-
JieHa retepo3urotHoto MyTatiieto B reHi CDKN1B Ha xpomo-
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[ d

comi 12p13.1. [eHoMHi koopnuHatu: 12:12,870,301-12875304.
KuniniyHa cuMTOMaTMKa XapaKTepU3YEThCSl HASIBHICTIO ajie-
HOMU Tinodiza, akpomeraji€ro, HUPKOBOI aHTiOMioJIimo-
Moto. BuHukae B pesysibraTi MyTallii B IIMKJTIH3aIeKHIN Ki-
Ha3zi reHa iHriditopa-1B (CDKN1B, + 600778,0001).

Tum ycankyBaHHSI aBTOCOMHO-IOMiHAHTHUHA.

AAPEHOreHITOAbHUA CUHAPOM

CuH.: ypoIkeHa Tinepruiasisi Kopu HaJHUPKOBMX 3a-
J103.

Lle HaifyacTia maToa0ris HATHUPKOBUX 3aJ103 Y TUTSI-
qoMy Billi. Maitke 90 % BHITaIKiB TIpHUITaTae Ha KIACUIHY
HeIOoCTaTHICTh 21-rinpokcuiasu, 110, 3a JaHUMU HeoHa-
TaJbHUX CKPUHIHTIB, TpAIUISIEThCS B ogHOro Ha 10—15 Tuc.
>KMBOHAPOIKEHUX, YacToTa rerepo3uror 1 : 55. Inmi dop-
MM 3yCTpivyaloTbcs 3Ha4yHO pimmie. [laTosoris crioctepi-
TA€THCSI OMTHAKOBO YACTO Y XJIOMYMKIB i 1iBYATOK.

3axBOpIOBaHHS € TETEPOTEHHMM CHHAPOMOM 3 aB-
TOCOMHO-PELIECUBHUM THUIIOM YycmaaKyBaHHs. Po3smiz-
HalOTh HACTYIHi (opMU: HEAOCTaTHICTh 21-TimZpoKcu-
Jla3u, He#ocTaTHicTh 11B-Tiapokcuiaasu, HeIOCTaTHICTb
3B-TiAPOKCUCTEPOINHOI AeTiIporeHasu Ta iHIIi.

Maca HagHUPKOBUX 3aJI03 Y AiTeli 10 MyOepTaTHOIO IMe-
piony B 5—10 pasiB Buiia 3a HOpMy i csitae 60 T. BusiBisieThest
rinepruiasis ciTyacToi Ta KJIyOOYKOBOI 30H KOPU HaTHUPKO-
BMX 3aJ103, a ITy4KOBA 30Ha MPH 1IbOMY TinoriacTuaHa. Moxe
pO3BUBATHUCS aieHOMa 200 By30J1 HATHUPKOBOI 3aJ103U.

Po3spizHsitorh Taki (opMu agpeHOTreHiTaJbHOTO CHUH-
apowmy [19]:

1. JlioigHa rirnepruia3ist Kopyu HAAIHUPKOBUX 3aJ103.

2. 3ymosieHuii gedinurom  3B-rinpoKcucTepoin-
nerinporeHasu 3p-HSD.

3. 3ymoBneHuit mediunrom 17a-rigpokcuiasu/17,20-
qiazu P450c17.

4. 3ymosnenuii aediuurom 21-rimpokcunasu P450c21.

5. 3ymosnenuii aedinurom 11B-rinpoxkcunaszu P450c1 1.

3ajexXHO Bil MPOSIBIB 3aXBOPIOBAHHSI PO3PI3HSIOTH 3
KJiHiYHI hopMu:

1. [Tpocra BipuiabHa hopma:

— ypomxeHa (KjlacMuyHa) — aKTUBHICTh 21-TimpoKcu-
J1a3u MeHiue 5 %;

— mi3Hg (mmyOepraTHa, HEKJIaCM4YHA) — aKTUBHICTb
21-rinpokcunasu menie 20—30 %.

2. CinbpBTpaTHa (hopMa — aKTUBHICTb 21-TigpoKcuaa3u
mewine 1 %.

3. TineprensiitHa ¢opma (aedekt 11B-rizpokcunasu
yu 170-TigpoKcuaasu):

— ypokeHa (KJIacu4Ha);

— Mi3Hs (HeKJIacuyHa).

AinoiaHa rinepnAasia kopu
HOAHMPKOBUX 30A03 (OMIM 201710)

CuH.: agpeHabHa Tinepruiasia I, ypomkeHa agpeHalb-
Ha TirepIasis 3 40JI0BIYMM IceBIOrepMagpoOIUTA3MOM.

Vnepuie onucanu cuaapom Prader A., Siebenmann R.E.
y 1957 p. [20].

JlinoimgHa rinepruiazisi HAATHUPKOBUX 3aJ103 TPAILISIETh-
Csl Yy SIMIOHCHKMX, KOPEUMChKUX 1 IajJeCTUMHChKUX apaoiB,
piako B iHIIOro HaceaeHHs [21].

Haiitsikua ¢dopma  aipeHOreHiTaalbHOIO CUHIPOMY
i3 TIOpYIIEHHSIM OiOCMHTE3y BCiX JAHOK CTEPOiToTeHes3y.
Po3BuTOK 3aXBOprOBaHHSI MOB’si3aHUi i3 nepekrom StAR-
reHa, 1o posMmimieHuii y ainsiHii 8pl1.23. [eHoMHi Koop-
muHati: 8:38,000,217-38008782. lle TsokKa cimbBTpaTHaA
¢dopMa ampeHOreHiTaJbHOTO CUHIPOMY BHACIIZOK medi-
nuty 20,22-necMosasu Ta 0JIOKyBaHHS IEPETBOPEHHS X0O-
JIECTepUHY B MPEerHeHoJIoH. Po3BUBa€ThCS 3 HAPOKEHHS
Ta XapaKTepU3y€eETbCS YaCTUM OJIIOBAHHSM, 3pDUTYBAHHSIM,
SIBULLIAMU TICeBAOMIIOPOCIIa3My, IICeBAOLIEYCY, NiTU YaCcTO
BiIMOBJISIIOTBCS BiJl 1Xi, MOraHO HAOUPAIOTh Bary. Yci AiTH
He3aJIeXXHO BiJl KapioTUIy HApOIKYIOThC i3 XXiHOUMM e-
HOTUIIOM.

Tun ycrankyBaHHSI — aBTOCOMHO-PELICCUBHUIA.

CUHAPOM, 3yMOBAEHUN AediunTom
3B-riaApokcucrepoisaeriaporeHasu
(OMIM 201810)

CuH.: 33-HSD, rineprnia3ist HanHUpKoBuUX 3a103 I1.

Vrepiire cunapom onucas A.M. Bongiovanni y 1962 p.
[22].

JaHuil CUHOPOM TIOB’SI3aHUI 3 EeKCIIpecielo TreHa
HSD3B2, 1o pos3MilllyeTbcsi Ha XpoMOcOMi | B miJistH-
mi Ipl2 [23]. TeHomHi xoopmuHatu: 1:119,957,553-
119965661. edimut 3B-TimpoKcUcTepoimierizporeHasn
MPU3BOJUTH 10 OJIOKYBaHHSI TIEPETBOPEHHSI TTPETHEHOJIO-
Hy B TIporecTepoH. ITposiBISIEThCS CiTbBTPATHOIO JIETiapa-
Talli€l0 3 HAPOMXKEHHS Ta SBUINAMU BipWJjIi3allii pi3HOTO
CTyIEeHSI B MiBYATOK Ta TIlTOCIAMii y XJIOMUMKIB. 3MiHM 3
0OOKY CTaTeBMUX OpraHiB BHpaXkKeHi MEHIIe, HiX y IepIlIo-
My Bunaaky. Heknacuuna ¢popma: nmepemyacHe agpeHapxe,
NMCMeHOopesI, TipCyTu3M, akHe, Oe3IUTiaas.

CVHAPOM, 3yMOBAEHUMN A€DILUTOM
17 a-riapokcunaasn/17,20-aAiasn (OMIM
202110)

CuH.: rinepruiasis HAIHUPKOBUX 3aJ103 V.

VYnepie nana natosorist onucana E.G. Biglieri et al. y
1966 p. [24].

Leit CUHIPOM OB’ SI3aHUI i3 mediuuTom
17a-rinpoxkcunasu/17,20-1ia3u BHACTIIOK eKcIpecii reHa
CYPI7A1, mio po3mienuit y jokyci 10q24.32 [25]. Bin-
OyBa€eTbCS OJIOKYBAaHHSI IIEPETBOPEHHSI IPOreCTEPOHY B
17-rinpokcumnporecrepod. CuUHTE3 aJlbAOCTEPOHY IIpa-
KTUYHO BiACyTHill. KiiHiuHa KapTWHA XapaKTepU3yETHCS
rinepTeHsi€lo, TiIMOKATIEMIYHUM aKaJo30M, aMEHOPEEIO,
YOJIOBIUMM TMCEeBAOTrepMadpOAUTUIMOM.

Tun ycrankyBaHHSI — aBTOCOMHO-PEILICCUBHUIA.

CuHAPOM, 3yMOBA€HUM AediluTOM
21-riapokcuaasm (OMIM 201910)

CuH.: rinepruiasis HamHUPKOBUX 3a103 111

Cungpom ymepiie omucaau Bongiovanni i Root y
1963 p. [26].

Hediuut 21-rizpokcuiaazy — Ie Haiyactima dop-
Ma agpeHOreHiTaJlbHOro cuHApoMy. [laHa maroJjoris 3y-
MOBJIeHa MyTalieo B reHi CYP2IA2, 1m0 po3MilllyeThbCst
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Ha XpoMocoMi 6 y jokyci 6p21.33. [eHOMHI KOOpAMHATH:
6:32,006,092-32009446. Buninsiots 4 hopMu JaHOTO CHH-
JIPOMY: CiJIbBTPATHY, MPOCTY BipWIbHY KJIACUYHY (YpOIXKe-
HY), TIPOCTY BipWIbHY HEKJACU4HY (Mi3HIO, MyOepTaTHY),
GdopMy 3 Mi3HIM TOIATKOM.

Cinvempamna ¢hopma. J1iaTHOCTYIOTb Y HOBOHAPOIXKeE-
Hux. KUIHIYHO MpPOSIBISIETHCS OMIOBAaHHSAM, IIPOHOCOM,
rinmorpogi€o, aerimparalli€lo, TillOTOHIEID, CydIOMaMu,
MOXJIMBO 3 PO3BUTKOM KOMMU. [liTWM 4acTO NMOMUpPAIOThH y
MepIi THi XXUTTS.

Ilpocma eipuavha gopma kaacuuna. Ilpu HapoIKeH-
Hi y 1iBYaTOK HEBU3HAYEHICTh CTaTi, O3HAKM Bipuilizaliil
30BHIIIHIX CTaTeBUX OPTaHiB, HECHpaBXHil XiHOYMIA
repMadpoaAUTU3M. Y TOJATbIIOMY MOJIOYHI 3aJI03U He
pPO3BUBAIOTHCSI, aMEHOpesi, TipCyTU3M, MacKyJliHi3allis,
3MiHa XapakTepy. Y XJIOMUMKiB — MaKpOTeHIiTOCOMisl.
Hapnani BuHUKa€e BUTIEpEKEHHST TEMIIIB POCTY, arpecrB-
HICTb, CTaTeBe po3rajibMyBaHHs. iTh MIBUIKO POCTYTh,
KiCTKOBUI BiK BUNEPEIKA€ MACIIOPTHUI. 30HU POCTY 3a-
KpuBaThcs y 9—11 pokiB, 110 CYNPOBOIXKYETHCS HU3b-
KOPOCIIiCTIO.

Ilpocma gipuavHa ¢hopma Hekaacuuna. Y nonyodeprart-
HOMY TIepiofli XBOpi pO3BUBAIOTHCS HOPMaJbHO, 30B-
HillIHI cTaTeBi opraHuW c(OpMOBaHi BIAMOBIZHO CTaTi
Ta BIiKY, Y HOiBYaTOK MEHCTpyallii MOXYTb MOYMHATUCS
CBOEYACHO, PO3BMBAIOTHCS MOJIOYHI 3a7103Uu. Y mybep-
TaTHOMY Tiepiofli MaHi(heCTyIOTh O3HAKM TilepaHIpo-
TeHii: y AiBUaTOK MOPYUIYETbCS MEHCTPYaJIbHUN LMK
(rimoMeHCTpyaJdbHU CUHAPOM ab0 BTOPMHHA aMeEHO-
pes), BimOyBa€eThCs 30iIbIIEHHS KJIiTOpa, IIOMipHE 3BY-
KeHHS MiXBU, TIiNOILIa3isg MaTKW, MOJIOYHUX 3aJ103, ajie
PO3MipH SIEYHUKIB 3aJUIIAIOTHCS HOPMaJIbHUMU. Moxke
OyTHU MepBUHHA HEIUTiAHICTh. BUHMKAa€e MOMipHMI Tipcy-
TU3M, YMCeJIbHiI ByTpH, IIKipa cTa€ XKUPHOIO, TEMOP ro-
JIOCY IIPU LIbOMY H€ 3MiHIOEThCS. Y XJIOMYMKIB — O3Ha-
KM TIPUCKOPEHHSI CTaTEBOTO PO3BUTKY i BUIIEPEIXKECHHS
KiCTKOBOTO BiKY.

Dopma 3 niznim nowamkom. BuHukae B gopociomy Billi
BHACJI/IOK [Iii CIIPUSTIOYOTO YMHHUKA. Y KiHOK TParuIsiETh-
csl TIpCYyTU3M, JIaTeHTHA HENOCTAaTHICTh KOPU HaTHUPKO-
BUX 3aJI03. Y YOJIOBIKIB SIEYKa HEIOPO3BUHYTI, CIIEPMAaTO-
TeHe3 BiACYTHili, HU3bKOPOCIICTh, 3aIOBIILHUIT PO3BUTOK
M’sI3iB, 3HaUHa M’s130Ba CUJIa. XBOPi HETUTiTHi.

Tun ycnankyBaHHS — aBTOCOMHO-PELIECUBHUIA.

CUHAPOM, 3yMOBAEHUMN AediLUTOM
11B-riapokcuaasu (OMIM 202010)

CuH.: rinepriasisit HAAHUPKOBUX 3103 1V.

Ornucano Brepine Bongiovannii Eberleiny 1956 p. [27].

Bunukae BHacnimok wmyrtauii B reHi CYPIIBI, 1o
po3MimeHuit y okyci 8q24.3 [28]. [eHoMHI KoopauHATH:
8:143,953,772-143961235. Po3pi3HsiioTh ABi HOpMU CHH-
JIPOMY: YPOIKEeHY (KJIACMYHY) Ta ITi3HIO (HEKIAaCUYHY).

VYpomxkena (kiracuuHa) ¢opMa IPOSBISIETHCS 3 HApO-
IDKEHHS y OiBYaTOK — BipMITi3alli€lo 30BHIIIHIX CTaTEBUX
OpraHiB pi3HOTO CTYMNEHSI BUPAXKEHOCTi, HECIpaBXHIM
KiHOYMM TrepMadpoauTU3MOM; Y XJIOMUYMKIB — Mepeaya-
CHUM CTaTeBMM JO3piBaHHSIM 3a i30CEKCyaJbHUM THUIIOM
(MaKpoOreHiTOCOMi€l0,  TiMepIirMeHTalli€l0  30BHIIIIHIX

CTaTeBUX OpraHiB). ApTepiajibHa TilepTeH3is 3J10sIKicHa
Ta PO3BMBAETHCS TCIST POKY KUTTS. TSKKIiCTh TinmepToHil
3aJIEKUTD BiJl BUPAKEHOCTI eheKTy OGiOCMHTE3y TOPMOHIB
KOpY HaIHUPKOBUX 3a103. PO3BMBAIOTHCS 3MiHM OYHO-
ro JHa, HUPOK, CepIlsl, XapaKTepHi I TirmepToHii. Bim-
OyBa€ETHCS IIPUCKOPEHHS (Pi3MIHOTO PO3BUTKY, MACKYJIiHi-
3allig Oy1oBU Tina.

Ilizus (HeknacuyHa) dopma, ad0 YacTKOBMIA medi-
umT 11B-rigpokcuiasu, XxapakKTepu3y€eThCsl OUIbII M’ SIKUM
nepebiroM. Y niBYaTOK IIpM HapOIKE€HHi BUSBISIOTH
BipWJTi3allif0o 30BHIlIHIX CTaT€BUX OpPraHiB. Y XJIOMYMKiB
CIIOCTEPIraeThCs TepeyacHUil CTaTeBUI PO3BUTOK 3a i30-
CeKCyaJlbHUM THUIIOM, TPUCKOPEHHS JIiHIMHOTrO 3pocTy 3
paHHIM 3aKpUTTSIM 30H pocty. [1pu 1iit ¢hopmi apTepiaib-
HOI rinepTeHs3ii He criocTepiraeTbes.

Tun ycnankyBaHHSI — aBTOCOMHO-PELIECUBHUIA.

[lpyHuMnM TIpeHaTaJIbHOI HiarHOCTUKUA adpeHO-
reHitanpHoro cuHapomy: HIHK-mocmimkeHHsT myTtalriit
rena CYP2] y kjaiTHHAX BOPCMHOK XOpiOHA Ha 5—6-My
TUKHSIX BariTHOCTi. [IpeHaTanbHy OiarHOCTUKY, SIK IIpa-
BUJIO, TIPOBOISATH Yy CiM’SIX, 110 MalOTh IUTUHY, XBOPY
Ha TPUPOMXEHY AUCHYHKIiI0 HATHUPKOBUX 34703, Ta
y BUMNAJKax, KOJIW 0aTbKW 3HAIOTh, 110 BOHU € HOCIs-
Mu nedekty reHa CYP2]. SIKino 6aTbKu MOTOIXKYIOThCS
3aJJUIIATU TUTUHY, TIPUITYCKAlO4YM, IO BOHA MAa€ He-
MOCTaTHICTh 21-rigpokcuia3u, BariTHI MpU3HA4YalOTh
nekcaMeTa3oH y 103i 20 MKT/KT Ha 100y, 1110 TIPOXOIUTh
yepes ruialieHTapHuii 6ap’ep. JIikyBaHHS MOYMHAIOTH 3
5—6-ro TuKHS BaritHocTi. CTaTh MaiOyTHLOI OTUTUHU
BU3HavaloTh Ha 9—11-My THXXHSIX BariTHOCTI. Y BUTIAJKY,
SIKIIO BU3HAU€HA XiHOYa Te€HETUYHA CTaTb, JIIKYBaHHS
MIPOAOBXYETHCS. SIKIIIO BU3HAUYEHA YOJI0BiYa reHeTUUYHa
craTh a00 3HalaeHi myTauii reHa CYP2I, 110 XxapakTepHi
IUIST HeKJIaCUUHOI (pOpMU HEeIOCTAaTHOCTI 21-rigpokcu-
JIa3u HE3aJIEXHO BiJl CTaTi, JIIKYBaHHS €KCAMETa30HOM
MPUMUHSIOTh. 151 KOHTPOJIIO e(heKTUBHOCTI JIiIKyBaHHS
MPOBOMSITh MOCTIIKEHHS piBHSI 17-TimpokcumnporecTe-
POHY B aMHIOTMYHi# pinuHi Ha 11-mMy Ta 15-My TUXKHSIX
BariTHOCTI.

MepBUHHUM rinepaAbAOCTEPOHI3M
(OMIM 615474)

CuH.: IepBUHHMI aJIbIOCTEPOHI3M i3 CymoMaMU Ta He-
BpoJioriuHuMU nopyineHHsIMU, PASNA.

VYnepue onucanuii Scholl et al. y 2013 p. [29].

JlaHuit CMHAPOM 3yMOBJIEHUII T€TEPO3UTOTHOIO MyTa-
uieto B reHi CACNAID na xpomocomi 3p21.1. [eHOMHi KO-
opauHaTu: 3:53,529,075—53847178.

MDeHOTUIoBI 03HAKM XBOPOOM 3’SIBJISIIOTHCS B MEpILi
ITHI KATTS: TIOJIIINATICIsSI, TTOMipHA TOJIiypist, 3I0sIKiCHA ap-
TepianbHa rinepreHsis. Jlo poKy B HiTell MpUETHYIOTHCS
TOHIYHO-KJIOHIUHi Ta MiOKJIOHIYHiI cynmomu, pi3Hi popmu
LepeOpaIbHOTO Iapajidy, po3lIamgu pyxiB. Y Iepudepud-
Hill KpOBi BUCOKUI piBeHb aJIbIOCTEPOHY Ta HU3BKUM —
peHiHy, TimoKajieMisl, TimepHATpieMis, MeTaO0OIiYHMI
ankajnos. [TopylieHHsI BOMHO-COJbOBOI pPiBHOBAaru 3yMOB-
JIEHI IPUPOMXKEHUM Ae(PEeKTOM CHUCTeMU, 110 KOHTPOJIIOE
CEKpeLilo aTbI0CTEPOHY.

Tun ycnmankyBaHHSI — aBTOCOMHO-IOMiHAHTHUIA.
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CimenHum rinepaAbAOCTEPOHI3M TUNy |
(OMIM 103900)

CuH.: TinepanbIOCTEPOHI3M, IO JIKYEThCS TJIHOKO-
koptukoinamu, GRA, AKTI-3anexHuit rinepanbaocre-
POHI3M, YYTIMBUIA 10 AeKcameTa3oHy cuHapoMm, FH 1.

Cunapom onucaiu Sutherland et al. y 1966 p. [30].

3axBOpIOBaHHS XapaKTePU3YEThCS apTepiabHOIO Tilep-
TeH3i€10, BapiaOeJbHUM TilepalbAOCTePOHI3MOM Ta MaTo-
JIOTIYHUM CHUHTE30M CTEePOITHMX TOPMOHIB HAIHUPKOBUMU
3aJ103aMM, BKJIIOYarouu 18-okcukopTuson Ta 18-rigpokcu-
KopTtu3of. IcHye 3HauHa (heHOTUIIOBA TETEPOreHHICTh, i B
NIeSIKUX JIIOJICi HIKOJIM He PO3BUBAETHCS apTepiaibHa Tirep-
TEeH3is Ha TJi MiIBMIIEHMX PiBHIB aJbaocTepoHy. Pict Ta
cTaTeBUiT PO3BUTOK HOPMaJIbHI. Y TUTa3Mi KpOBi MiaBHUILIE-
Ha aKTUBHICTb aJIbAOCTEPOHY Ta 3HIDKeHa — peHiny. Jloope
MiIgaeTbCs Teparil JeKcamMeTa3oHOM. JliarHOCTYIOTh ITBO-
OiYHy TimepruIasilo HaTHUPKOBUX 3a103. BimMmivaeTncs ma-
pamoKcaibHe 3HUXKEHHS aJIbJIOCTEPOHY B IJIa3Mi KpOBi B Ta-
LIEHTIB, SIKi 3HAXOISATHCS B BEPTUKAILHOMY ITOJI0XKEHHI, 1110
TaKOX TPATUISETHCS MPU ATHIOCTEPOHIPOIYKYIOUNX aleHO-
max. Yacrile 3a Bce CIocTepira€Tbcsi HOpMOKaJlieMisl, xouya
TpaIUISUIMCS] BUTIAAKU TiMOKaTieMil.

CiMeifHUi1 rinepalbIoCTepOHi3M € pe3yabTaTOM 3JIUT-
Td TUMy aHtuiaenop-redis CYP11B2ta CYPIIBI, 1o po3-
MiIIyIOThCSI Ha XxpoMocoMi 8 y tokyci 8q24.3 [31]. [eHoMHI
koopnuHaTh: 8:143,953,772-143961235.

Tun ycmankyBaHHS: aBTOCOMHO-TOMiHAHTHUA.

CimenHum rinepaAbAOCTEPOHI3M TUnNY |l
(OMIM 605635)

Cun.: FNII.

VYnepiue onucanuii Stowasser et al. y 1992 p. [32].

JaHuii CUHAPOM XapaKTepU3YEThCS TilepceKpelieo
aJIbIOCTEPOHY BHACIIIOK TinepIuiasii Kopu HaTHUPKOBUX
3aJ103 a00 aJIbIOCTEPOHINPOLYKYIOUOi aleHOMU abo Ha-
SIBHOCTI Tilepriiasii Kopu y Moe€aHaHHi 3 aneHomorw. Ha
BiIMiHYy Bill CIMEHHOTO TilepaibIOCTePOHi3My TUITY | TUTT
II He KopUTYy€EThCS IeKcaMeTa30HOM. BusiBieHMit 3B’5130K
MiX CiMeHUM rinepajibaoctepoHizMoM Tumy Il Ta map-
KepaMM B MeXKax LIMTOTEHEeTUYHOI rpynu 7p22 y JIoKycax
D7S5111i D7S517.

Tun ycankyBaHHSI — aBTOCOMHO-IOMiHAHTHUA.

CimenHum rinepaAnbpocTepoHiam tuny i
(OMIM 613677)

Cun.: FNIII.

Cunpapowm ynepiie onucanuii Geller et al. y 2008 p. [33].

CimeitHuii rinepanbaoctepoHizm Tuny I BUkivkanuit
myTatieto B reHi KCNJ5 Ha xpomocomi 11q24.3. TeHoMHi
koopmuHath: 11:128,761,312-128791059.

JlaHOMY CHHApPOMY BJacTMBa apTepiajibHa TilepTeH-
3is1 3 pAHHBOTO BiKY, MiIBUIIEHI PiBHI aJIbAOCTEPOHY, TyXKe
BUCOKi piBHi 18-okcuKopTM30ay Ta 18-TimpoKCHUKOPTH-
30J1y, TiMOpeHiHeMisT y T1a3Mi. Ajle el THUII TilepaabIo-
CTepOHI3MY HE IIiIMAETHCS Teparii eK30reHHUMU TII0KO-
KOpTUKOiZaMu, a MoTpedye agpeHanekTomii. HamHupKoBi
3aJ103U TiMepIia30BaHi, 3 KIITMHHOIO TinepTpodicio Ta
rirepruiasielo KipkoBoi 30HU, a caMe ITy4KOBO1 30HU 3 aTpO-
iero KITyOOUYKOBOI 30HU.

Aiaana cuHapom (OMiM 177200)

CUH.: TICeBI0ATbIOCTEPOHI3M.

Cunapowm yriepie onucanuii Liddle et al. y 1963 p. [34].

HatpieBi kaHanu (amMilopuadyTIuBi) TUCTATbHUX HE-
(bpoHiB, 11O PETYTIOIOTHCS ABIOCTEPOHOM, CKJIAJTAIOThCS
i3 Tppox cyoomuHuilb: aabda (SCNNIA), 6eta (SCNN1B)
i rama (SCNNI1G). [lanuii CHUHAPOM IIOB’SI3aHUN i3
MyTauissMu B Oeta-cyoomuuuii (SCNNIB). llutore-
HEeTWYHEe posMmilieHHs: 16pl12.2. TeHOMHI KOOpAWHA-
tm: 16:23,313,590-23392619). AGo B rama-cyOOaMHUILI
((SCNN1G), uurtoreHeTuHe po3miineHHs: 16p12.2. Te-
HOMHi KoopmuHatu: 16:23,194,039-23228200) HaTpieBUX
KaHaJIiB IUCTAJIbHOTO HE(PPOHY.

KniniyHa KapTMHaA XapaKTepU3yEThCSl apTepialbHOIO
rinepTeHsi€lo, 1110 PO3BUBAETHCS 3 PAHHBOTO JTUTUHCTBA,
OB SI3aHOI0 3 TIMOKATIEMIYHUM METa0OJiYHUM aTKajlo-
30M, HU3bKOIO aKTUBHICTIO peHiHY IJIa3MU KPOBI i IIPUTHI-
YEHOIO CEeKPEIli€l0 abIocTepoHy. PiBeHb ablocTepoHy B
ceui HU3bKUI. HopMmanbHa eKcKpellis MeTaboJIiTiB III0KO-
KopTuKoOiniB. I'imepHaTpiemMist Ta rimokamuiemis. JIikyeTbcst
TIJIBKM OOMEXEHHSIM HaTpilo B pallioHi.

Tun ycnmankyBaHHSI — aBTOCOMHO-IOMiHAHTHUIA.

MNceBAOrinOOAbBAOCTEPOHI3MY CUHAPOM
| TNy, aBTOCOMHO-peuecusHun (OMIM
264350)

Cun.: PHA I, aBTocomHo-peniecuHuii; PHA1B.

Cunapowm yrepie onucanuii Cheek et al. y 1958 p. [35].

3axBOPIOBaHHS BHMKJIWKAETbCSI TOMO3HWTOTHOIO abo
TeTePO3UTOTHOIO MYTAIli€0 B OYIb-IKOMY 3 TPhOX TEHIB,
IO KOAYIOTh CYOOOMHUII eIliTeliaJIbHOTO HAaTPi€EBO-
ro kaHany: aibda-cyoonunuili ((SCNNIA), uutoreHe-
TMuyHe poamimeHHs: 12pl13.31. [eHoMHiI KoopauHaTH:
12:6,456,008-6486895), 6era-cyoomunuiti (SCNN1B), abo
rama-cyoonunuili (SCNNIG).

CynpoBOIKYETbCSI HUPKOBOIO BTPATOIO HATPIlO Ta BU-
COKOIO KOHIIEHTpAIli€10 HATPilO B TTOTi, KaJi Ta CJIMHIi. XBO-
poba ITOYMHAETHCSI B HEOHATAJIbBHOMY TIePiofli OJIF0BOTOIO,
Jiapeero Ta oraHuM arneTutoM. Yacto OyBaOTh pelMIn-
ByIOUi iH(eKIii BEpXHiX AUXaJbHUX ILISXiB, 1110 TTOMUJI-
KOBO CITPUIMAIOTHCS K MYKOBicIInm03. JlabopaTopHO BU-
SIBJISIIOTH TIiIIOHATPIEMIIO, TIMMepKaTiEMIiI0O Ta MiABUIICHHS
aKTUBHOCTI peHiHY Ta aJbIOCTEPOHY B CHUPOBATIIi KPOBI.
HopmanbHa ekckpelist 17-keTocTepoiniB i3 ceuero. JIiky-
BaHHsI — IIOCTiliHe BBEAEHHS HATPil0 B palliOH Ta KOHT-
pOJIb Haf TinepKaltiemi€elo. 3 BIKOM 3aXBOPIOBaHHS nepeoi-
rae yerure. He pearye Ha BBeIeHHSI MiHEpaJTOKOPTUKOIIiB.

Tun ycnankyBaHHSI — aBTOCOMHO-PELICCUBHUIA.

MNceBAOriNOOAbBAOCTEPOHI3MY CUHAPOM
| TMNY, ABTOCOMHO-AOMIHOHTHUI (OMIM
177735)

Cun.: PHA 1, aBTocomHO-noMminanTHmii; PHAITA.

3axBoproBaHHs Brnepiie ormucaHo A. Hanukoglu et al.
y 1978 p. [36].

CuUHAPOM 3YMOBJIEHUI T€TepO3UTOTHOIO MYTAIli€l0
reHa MiHepajokopTukoinHoro perenrtopa (NR3C2). Hu-
TOreHeTu4He po3MileHHs: 4q31.23. [eHOMHI KOOpAUHATHU:
4:148,999,914 — 149365849.
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XapakTepu3yeTbCsl HUPKOBOIO PE3UCTEHTHICTIO [0
anbIoCcTepoHy. Mae Jieriuii repeoir, Hixk aBTOCOMHO-pe-
HecuBHa ¢popMa. XBopoOa MOUMHAETHCS B HEOHATAIbHOMY
nepiozi 6JI0BOTOIO, liape€to Ta MOTAaHUM arleTUTOM. TaKox
TPaTuUISIEThCS 3aTpUMKa pocTy. JIabopaTopHO BUSIBISIIOTH
TiTTOHATPIEMIIO, TillepKaTiEMiIO Ta MiABUIIECHHS aKTUBHO-
CTi peHiHy Ta aJIbAOCTEPOHY B CMpPOBATLi KpoBi. JIikyBaH-
HS — yBeleHHs HaTpilo B paiioH. YacTo 3axBOpIOBaHHS
nepebdirae 6€3CUMIITOMHO.

Tun ycmankyBaHHSI — aBTOCOMHO-IOMiHAHTHMIA.
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Pishak V.P., Ryznychuk M.O.
Bukovinian State Medlical University,
Chernivtsi, Ukraine

THE SYNDROMIC CHARACTERISTIC
OF HEREDITARY ENDOCRINE PATHOLOGY

Summary. The review considers the brief clinical characteristic
of separate syndromes of endocrine pathology, which are based on
hereditary factors. Ro define nosological forms there is given OMIM
according to the existing classification, mode of inheritance, a group
of genes responsible for the synthesis of hormones, the localization of
genes in the chromosomes.

Key words: hereditary endocrine pathology, genes, syndromes.
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