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OP®AHHI CNAAKOBI CUHAPOMU
Y MPAKTULII NEAIATPA-EHAOKPUHOAOTA

Pestome. Opganni cunopomu — ye epyna 3axe0pr6ams, W0 mpaniaiomscs ekpail pioko, i3 uacmomoio 10 eu-
nadkie na 100 000 naceaenns. Cymmegoi yeaeu aikapie pizHoeo npointo eumazaroms opghanmi CUHOpomu 3 ypa-
HCeHHAM eHOOKPUHHOI cucmemu. DeHoOMUNnoeo yi CUHOPOMU NOUUHAIOMb NPOAGASIMUCA 3 HAPOOHCEHHS, aO0 BOHU
3’9645910MbCs1 @ QUMAHOMY 6iyi. Y cmammi nooana Kopomka eHomuno8o-eeHemuuHa XapaKmepucmurka oKpe-
MUX OpaHHUX eHOOKPUHHUX cuHOpomie, a came [lepamana, IIpomes, Comoca 1, Comoca 2 ma Bepapoinenni,
WO CYNPOBOOIHCYIOMBCS 2ieAHMUMOM.

Buwenepepaxoeani cundpomu 3ymoeneni pisHumu eeHHumMu mymayismu, a came: cundpom Ilepamana — eomo-
3U20mHOI0 abo eemepo3ueomuor mymauicro 6 eeni DIS3L2 na xpomocomi 2q3; cunopom [Ipomes — mymaui-
€t 6 eeni AKT1 na xpomocomi 14q32.3; cundpom Comoca 1 6UKAUKAEMbCS 2emepo3U0mMHON MYMALIE0 6 eeHi
NSD1 y dinsanyi 5q35; cunopom Comoca 2 — eemepozucomnoro mymauicro 6 eeni NFIX na xpomocomi 19p13.3.
Cundpom bepapdinenni, saxuii nodinsemscs Ha Homupu munu Mae 8i0no0ioHo Yomupu pisHUX Mymauii, a came:
mun 1 3ymoenenuit mymayiamu 6 eeni AGPATZ2y aoxyci 9934, mun 2 — y eeni BSCo.2 y aokyci 11q13, mun 3 —
mymauiamu 6 eeni CAVI (nokyc 7q31), mun 4 — mymauyiamu 6 eeni PTRF, posmawosanomy Ha xpomocomi 17.

Karouoei caosa: opgpanni cnadkosi cundpomu, eiecanmusm, oimu, eeHu.

EnnokprvHHa TaToJIOTisl CMaIKOBOro TeHe3y Ha-
OyBae 3HauHoro nowmupeHHs. Cepea XBopo0, 1110 Tpa-
TUISIFOTHCST IOCUTh YacTo, LYKpoBUii aiadet I Tuny, ypa-
JKEHHS IIUTOIOAIOHOI Ta HAAHUPKOBUX 3aJ103. YCITiXU
MOJIEKYJIIPHOI 0i0JIOTiT CIPUSIM PO3KPUTTIO MTAaTOTeHEe-
3y PIIKICHUX €HIOKPUHHUX XBOPOO i3 CYTTEBOIO TeHe-
TUYHOIO KOMIIOHEHTOIO.

PinkicHi (opdanHi) 3axBopioBaHHSI — 1I€ TaKi, 1110
TPAIISIOThCS 3 TIEBHOIO YACTOTOI0, HA0YBAIOTh XPOHiU-
HOTO MPOTPECYIOUOro MPOrpeliEHTHOro nepeodiry, a 6e3
JIIKyBaHHS 3aIPOXYIOTh XKUTTIO UM CIIPUYMHSIOTH TOBi-
YHY iHBaTiIM3allilo Malli€HTiB.

Jlo opgaHHUX HajexaTh 3aXBOPIOBaHHS (CUHAPO-
MH), MOLIMPEHICTh SIKUX CTaHOBUTHL 10 BuMaakiB Ha
100 000 nHacenenHsi. Cepel YMCIEHHOI T'PYyMM TaKUX
XBOp0O, a ix moHan 7000, mpUCKIIJIMBOI yBaru moTpe-
OyI0Tb XBOPOOM €HIOKPMHHOIO TeHe3y 3i CYTTEBUMU
TeHeTUYHUMU BigxujieHHIMH. OeHOTHUITOBI O3HAKM Ta-
KMX 3aXBOPIOBaHb BUSBIISIIOTH 00 3 HAPOJKEHHSs, a00
BOHU 3’SIBJISTFOTHCS B IUTSYOMY BIlli.

Y 1bOoMy NOBiTOMJIEHHI WTUMETbCS TPO CIAAKOBI
CUHIPOMU, Y KIIIHIYHOMY TIepeOiry SKnx rnepeBaxaroThb
SIBUIIIA TIraHTU3MY B TTOE€IHAHHI 3 €HIOKPUHHOIO T1aTO-
JIOTI€IO.

NepAmaHa cunppom (MIM 267000)

CHHOHIMU: raMapToMa HUPKHU, HeppobdacToMa Ta
riraHTU3M TJ10/a; (peTaqbHUl acLIUT, MAaKPOCOMisl MJ10-
Jla Ta myxjimHa Binbmca.

Bnepuie onmucanuit Liban ta Kozenitzky (1970)
[13]. Perlman et al. (1975) onucanu 5 BUIAAKiB, 110
TPAIUISIIACS 'y OBOIOPIMHUX CUOCIB €BPEUCHKO-€MEH-
CBKOi ciM’i, 3 BamaMu, 10 BUSIBJISIIACS MaKPOCOMIEIO
MpY HAPOJKE€HHI, TBOOIYHUMU HUPKOBUMMU raMapTo-
MaMu 3 HedpoOIacToMaTo30M, TirepTpodiero ocTpiB-
uiB JlanrepraHca i He3BMYailHUM oOIMYYsSIM abo Oe3
Hux [17].

Jlo ¢eHOTUITOBUX O3HAK HajeXxaTb aclUT 0e3 Ha-
OpsKy moaa i 6aratoomas [18].

Kniniuni nposeu. XBOpi AiTM MalOTh BEJIUKY Macy
TiJla MPU HaPOIXKEHHI, TiIMOTOHII0 M’513iB, OpraHOMera-
JIi10, XapakKTepHUU auiieBuil 1u3Mopdi3m (mepeBepHy-
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Ta V-nomiOHa BepxHs ryda, BiIKpUTHI pOT, OMYKJIWit
J100, TIIMOOKO MOCaAXKeHi 04i, IIMpOKa i MI0CKa CIIMHKA
HOca, HU3bKO MOCaKeHi Byxa), HUPKOBi aHOMaJIii (He-
¢dpomeranist i rinpoHedpos), areHe3ir0 MO30JUCTOrO
Tijla, 3aTPUMKY TICUXOMOTOPHOTO PO3BUTKY, TillepiH-
CYITiHI3M, CITOCTEpIra€ThCS TAaKOX BUCOKA CMEPTHICTh
HOBOHApOIKeHNX (puc. 1).

Cungpom IlepamaHa 3yMOBITIOE BHCOKWMA PU3UK
BUHUKHEHHST TyxJauHu Bimbmca. 3 64 % Bumankis y
HOBOHAPOIKEHUX, SIKi BUXKWIM B HEOHATAIbHOMY IIe-
piofi, MyXJIMHY AiarHOCTYBaJIX B OUJIbII pAaHHBOMY Billi
MOPIBHSIHO 3i CIOpaAWYHUMU BUIaAKaMu (MeHIle 2
pokiB i 3—4 pokiB BiANoBigHO). JloBegeHa BUCOKa Yac-
TOTa ABOOIYHMX myxJauH (55 %). licTonoriude mocii-
JIDKEHHSI HUPOK Y AiTeit i3 cunapoMom IlepamaHa BUSIB-
JII€ yacTuii HeppobIacToMaTo3s, 110 TMepeaye MyXInHi
BinbMmca.

Cungpom IlepamaHa 3yMOBJIEHMIT TOMO3UTOTHOIO
ab0 TeTepOo3UTOTHOIO MyTallieio B TeHi DIS3L2 (MIM
614184 ) Ha xpomocomi 2q37 [11].

Tun ycnaakyBaHHSI — aBTOCOMHO-PELIECUBHMIA.

Npotesa cunppom (MIM 176920)

CHUHOHIMU: TiraHTU3M, YaCTKOBUI, PYKM i HOTIHU,
NEVI, rewmirineptpodiss, Makpouedaisi, JioauHa-
CJIOH.

Bnepuie onucanuit M. Cohen i P. Hayden B 1979 p.,
SIKi 1 JaJIM Ha3BY Ha YeCTb AaBHbOTpelbkoro 6ora I1po-
Test (3 rpetl. Proteus — mostiMopdHMIA), SIKUI MaB 3/1aT-
HICTh 3MiHIOBAaTH (hOPMY CBOTO Tijla 3 METOIO OiNbIIl
YCIHIIIHOIO 3aXBaTy 310014i [6].

[IprunHOIO CMHAPOMY € CIIOHTAaHHA Bapiallis reHa
mig yac eMOpiOHAJIbHOTO PO3BUTKY. TSXKKIiCTh 3aXBO-
pIOBaHHS 3aJIeXKUTh Bil Tepiogy eMOpioreHesy, KOJU
BJJaCHE BMHMKJIa TeHETUYHA MYTallisl, 1110 MTPU3BOAUTH
1LIOHAMEeHIIIE 10 YTBOPEHHS TPbhOX IMiABUIIB KIITUH —
HOpMaJIbHUX, aTpo(ivyHUX i rineprpodiuHux [7, 12].

VYV xBopux i3 cuHapomom IIpoTes minmBuileHa ak-
TUBHICTb Oiika AKT, y 3mopoBux jitoneit 1eit 6iok He-
aKTUBHMI. MyTalis npossise cede K MPUCKOpoBay
pPOCTY KIIiTWH, ajie He Y BCiX TKaHWHax Tiia [14, 21].

3arajiom y cBiTi HajiuyeThcst 6au3bko 120 ocib i3
MM HeBUJIIKOBHUM 3aXBOPIOBAaHHSIM [22].

PucyHok 1. KniniyHi o03Haku Ta ¢peHoTunosi nposiu cuHapomy MNMepnamaxa (3a Studi D. et al., 2012): HU3bkuii
3picT, onyknnii 106, KOCOOKICTb, ernikaHT, HU3bKO PO3MilyeHi Byxa, cigsionogioHa crinHka Hoca, KOPOTKU
¢inbTp, V-nogi6Hnii pot, 6paxigakrtunia, WKipHa cuHAaKTUIisS Apyroro i TpeTboro nanabyiB. Ha Horax gyxe

AO0Bri BenukKi nanbLyi, peHTreHoJ/10riYHO TSXXKUIA CKOJ1i03, BUrHYTi HVDKHI KiHLiBKU
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Kniniuni mposisu. Cunnpom Ilporest cynpoBomxy-
€TbCS1 PO3POCTAHHSIM IIKipU, KiCTOK, M’513iB, JKUPOBO1
TKAaHWUHU, KPOBOHOCHMUX i JliMmpaTuuyHux cyauH. [1pu
HapOKEHHI iTH, SIK MTPaBUJIO, HE MalOTh OYEBUIHUX
03HaK 3axBoploBaHHs. PEHOTUIIOBI MPOSIBU CUHIPO-
My [IpoTest BUSBISIOTH y TIEPIIIi 2 POKU XUTTS TUTUHU
[23, 24].

JliaTHOCTYETBCS KOCOOKICTh, €K30(PTabM, MiOTIis,
MPOTEHisl, BApMKO3HE PO3IIMPEHHS BeH, PO3POCTaHHS
LIKipX Ha MigomBax (puc. 2).

IMpuGnusHo y 55 % BUNAAKIB BUSIBISIETbCS PO3Y-
MOBa Bimcrajictb, y 13 % — cynmoMHuii cunapoM. Tpa-
TUISLIACST TAKOX XBOPi 3 i301bOBAHOIO MaKpPOAaKTUITi-
€10, CIIJIEHOMETraJli€lo, BUOIPKOBOIO TMATOJIOTIEI0 OYeit
i yepena y BUIISIAI MHOXWHHMX MEHiHTiOM, MOJiMi-
KpOTipi€l0, peTUHaJbHOIO MIrMEHTHOIO JereHepalieto
Ta aTpodi€ro 30poBoro HepBa. TPUBATICTb XKUTTS MPO-
0aHiB, K TPaBUIIO, KOJIMBAETHCS Bif 3 mo 40 pokiB
[10, 25].

3 BIKOM CITOCTEpIra€ThCcsl HAAMIPHO IIBUAKUI PicT
nyxiauH. CepelHsT TPUBAJICTh KUTTS Y TTOCTPaXKIAINX
YaCcTO CKOPOUYETHCS Bill MiABUILIEHHS TPOMOO3Y IJIM00-
KMX BEH Ta eMOOJTil JIereHeBOl apTepil K yCKIagHEeHHS
XBOPOOU CYIMHHOIO MaJib(hOpMalli€lo.

PospocraHHsT TKAaHMH MOXEe MPU3BECTU 1O BTOPUH-
HOTO TMOWIKOXKEHHSI HEPBOBOI CUCTEMHU, 110, Y CBOIO
Yepry, CIpUIMHSIE KOTHITUBHI TOPYIIEHHS.

XBOpUM 3arpoxye IMiABUIIEHUI DU3UK PO3BUTKY
MEeBHUX BUAIB paKy, MEHIHTiOMU i aJeHOMU CIAMHHUX
3aJ103.

CuHapoM ToB’si3aHUil i3 myTattielo B reHi AKTI
(MIM 164730) Ha xpoMmocomi 14q32.3.

Myrauii AKT1MonndikyioTh aKTUBHICTb KJIIITUHHO-
ro 6inka AKT, 1110 cTUMYITIOE PicT.

Tun ycranKkyBaHHSI — aBTOCOMHO-IOMiHAHTHUIA.

Cotoca 1 cunpapom (MIM 117550)

Cunonimu: SOTOS 1 cuHApPOM, MO3KOBUIA TiraH-
TU3M, Aejelil XxpoMocoMU 5q35 CUHIPOM.

Cungpom Cotoca, ab0 CHHAPOM IliepeOpaTbHOTIO
riraHTU3MYy, BIIepIlle ONMCAaHUT aMepUKAHCHKUM TIeTi-
atpom J. Sotosy 1964 p. [5].

Bin BunHMKae 3 wactoToro | Bumamok Ha 10 000—
50 000 HoBOHapOIKeHUX. Y CBITOBIlt JTiTepaTypi ommca-
Ho 61u3bKo 120 Bunankis. Cepen XBOpUX MEpeBaXaroTh
XJIOITYUKH.

OcKinbKY OiBIIICTL ONMMCAHMUX BUMAAKIB Ma€ CIIO-
paguYHMIA XapaKTep, paHille 6araTo 3 HUX PO3LiHIOBa-

PucyHok 2. deHoTunosi nposisu npu cudapomi Mpotes (3a htip://larece.ru)
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JIUCST K MPUKIIAI aBTOCOMHO-PELIECUBHOIO YCHAAKY-
BaHHs cuHapoMy Cotoca. IIpore B gaHuit yac ui gaHi
MepersiaaloTbCsl 1 BUCYBAETHCSI MPUITYILICHHS, 11O 1Ie
HETIOBHA TIEHETPAHTHICTh MMAaTOJIOTIYHOTO TeHa, TOHAI-
HOTO MO3aili3My a00 T€HETUYHOI T€TePOreHHOCTi XBO-
pobu [3].

Kniniuni nposiBu. CUHIpPOM HAIJIUIIKOBOTO POC-
Ty IiTel, IO XapaKTePU3YEThCS HAAMIPHUM 3POCTOM,
MeBHUMM KpaHIONIMIIEBUMHU O3HAKaMM, 3aTPUMKOIO
TMICUXIYHOTO PO3BUTKY Ta 30IJbIIEHHSIM KiCTKOBOTO
BIKY.

3a BiICyTHOCTi OJJHOT0 ab0 OiJibIlle 3 YOTUPHOX KPU-
TepiiB (picT OiblIe 97-ro MepLeHTUISI, OKPY>KHICTb ro-
JIOBM OisibIlie 97-ro nepLeHTWIs, KicTKOBUI BiK > 90-r0
MEePUEHTWIS, 3aTPUMKa pO3yMOBOTO PO3BUTKY) iarHO3
MaJIOMOBIpHUIA.

3axBoprOBaHHS MaHidecTye 3 HapomxkeHHs. [1pu-
BEPTAIOTh YBary BEJMKi pO3Mipd HOBOHAPOMIXEHOI
qutiHu. CepefHsl MOBXWHA Tijla CTAaHOBUTH 55 CM,
maca — 3900 r, Ha 3—5-My poKax XUTTS CIIOCTEPITa€Th-
Cs1 iIHTEHCUBHE 3011bILIEHHST pOCTy. TUIIOBI I UepernHo-
JIMLIBOBI U3Mopdii: Makpomoixouedarist, BUCTynamodi
JIOOHi Oyrpu, Tpy0i pycK 00JIMYYS 3 TIMEePTEIOPU3IMOM,
cTpabi3M, aHTUMOHTOJIOIMHUI PO3pi3 ouyeil, BUCTyMa-
oya HMXHS Iesena (IporHatu3M), MakKporiocis i
rotruHe migHeOiHHsA. KicTKOBi 3MiHU MpPOSBISIIOTHCS
TaKMMU OCOOJMBOCTSIMU: BEJIMKi KUCTi i CTOINMU, Kiho-
CKOJIi03, CUHIAKTWJIis cToIm. 3 60Ky BHYTPIllIHiIX opra-
HiB iHOAI BUSIBJISIETBCS Bicuepomerantist. MoxauBi Baau
PO3BUTKY CEPIIST, HUPOK, IIEHTPAJIbHOI HEPBOBOI CHCTE-
mu. B okpeMux Butiagkax OyBaloTh CyZIOMHU i1 TTIOPYIIIeH-
Hs1 KoopauHaiii [5]. CTymiHb po3yMOBOI BiICTaIOCTI
Bapiloe, aje, K npaBujio, oysae rnmomipHum. KiHnueBuii
piCT 3HaXOAUTHCS Ha BEPXHBOMY MEPLIEHTWII. 3picT 10-
pocaux 3a3BUYaii HE BUXOIWUTh 32 MEXi HOPMaJIbHMX
3Ha4YeHb, Y YOJIOBIKiB BiH cTaHOBUTL 184,3 £ 6,0 cM™, y
XKiHOK 172,9 £ 5,7 cMm.

AHOMaJIbHa JAepMaTtoriidika, HOPMaJbHUN PiBEHb
TOpMOHa POCTY i BUCOKUI piBeHb BasliHy, i30JeHLIUHY
Ta JISWITMHY B KPOBI.

PeHTreH-(pyHKIiOHAIbHI METOAU AOCTiI)KEHHST BU-
SIBJISIIOTH BUTIEPE/KEHHST KiCTKOBOTO BiKY, HECIeIM-
¢iuni 3minu Ha EKT, po3mmpeHHs TUTyHOUKIB MO3KY.
Ha MPT Hepinko 3HaxoasTh Tinoria3ito MO30JUCTOTO
Tila. Y IMTUHCTBI BUNIEPEIKEHHST KICTKOBOIO BiKY CTa-
HOBUTbH 2—4 pOKU, CTaTeBe JO3PiBaHHS MOXKE HACTAaTU
BiIHOCHO paHO, X0Ya 3aJUIIAEThCSI B MEXKaX HOPMaJlb-
HOTO Jiara3oHy.

JlaHa maToJsioTisl iHOJI TMOEIHYETLCS 3 PO3BUTKOM
3JI05IKICHUX HOBOYTBOpeHb (myxyinHa BinbMmca, pak ne-
YiHKM, SIEYHUKIB) [2].

BuknukaeTbcsl reTepo3UroTHO MYTalli€l0 B TeHi
NSDI(MIM 606681) y ginsguui 5935 [16].

Tun ycmankyBaHHS — aBTOCOMHO-IOMiHAHTHUMA,
OUTBLIICT BUMAJIKIB — CIIOPaANyYHi. TpUBaTiCTh XXUTTS HE
3MiHeHa. [IporHo3 xopoluii, JTikyBaHHS HE TTPOBOASTh.

Cotoca 2 cuHapom (MiM 614753)

CunHonimu: SOTOS 2 cuHapoMm, MO3KOBHUI1 TiraH-
TU3M, CUHAPOM Jefellii xpomocomu 5q35.

BuKIMKaETbCS TeTEPO3UTOTHOIO MYTAlli€l0 B TeHi
NFIX (MIM 164005) Ha xpomocomi 19p13.3 [8].

Malan et al. (2010) noBigoMuIu Npo 3 HE3B’sI3aHUX
BUMNAAKU 3 MOAIOHUM (PEHOTUIIOM, a caMe: iHTEHCUB-
HUI MiCASAMOJIOrOBUIA JiHIHHUIA picT, Makpouedantis,
BUTIEPEKCHHSI KiCTKOBOTO BiKy, IOBI¢ BY3bKe OOJIMI-
4si, BUCOKE 4010, CKoJio3. He3BuualiHa moBemiHKa Xa-
PaKTePU3YETHCS PO3BUTKOM TPUBOXKHOCTI Ta PO3yMOBOI
BIJICTAJIOCTI.

VN 289700 1 APOM

Cunonimu: cuaapom bepapainenni — Ceiina, cuH-
npoMm bpyH3zenna, ninoarpogiuHuil miabeT, ypomkeHa
reHepaiizoBaHa ginoauctpodis, BSCL.

CungpoM bepapainenni — Ceiina, onMcaHuii ap-
TeHTUHCBKUM eHaokpuHosoroM W. Berardinelli Ta
HOpPBE3LKUM ITemiaTpoM M. Seipe [4].

Lle aBTOCOMHO-pelIeCUBHE 3aXBOPIOBAHHSI, 1110 Tpa-
msietbes B 1 Bunaaky Ha 10 000 000 ocib Ta xapakTepu-
3YETbCS MPAKTUYHO MOBHOIO BiJICYTHICTIO MiAIIKipHOT
KiaiTKOBMHM [15, 19].

MonekyasapHO-TeHETUYHMUM aHaIi30M JIOBEAEHO ic-
HyBaHHS 4 TUTIB YPOJIKEHOI TeHepali3oBaHO1 JiMoau-
cTpodii [9, 20].

Twur 1 3ymoBieHuiA MyTawisimu B TeHi AGPAT2, 110
koaye 1-auun-rainepon-O-auerunrpaHcdepasy 2. 'en
poataioBaHuit y jokyci 9q34. I[TpoaykT reHa — OijoK
AGPAT?2 cxinanaetbest 3 278 aMiHOKMCIOT i 3a6e3me-
yye O6ioCUMHTE3 TpUDIiLEpUAiB i miinepodocdoniniais.
3umxeHHs piBHs Oinka AGPAT?2 y XxupoBiii TKaHWHI
MPU3BOAUTD /IO JIMOAUCTPO(Dil BHACTIMOK MOPYIIEHHS
CHHTE3Y TPULILEPUAIB a00 IMaTOJOTiYHOI (DYHKIIIT agu-
MOLUTIB (BiACyTHi pocdomimian) [2].

I.I. lenoB, M.B. Illecrakosa [ 1] miaTBepaKyIOTh JTi-
noaTpodiyHUit IyKPOBUIA MiabeT SIK PiKiCHE 3aXBOPIO-
BaHHS YPOIXXEHOT0 UM HadyToro xapakrepy. CHUMIITO-
MaTHKa reHepaiizoBaHoi aTpodil MiAKIpHOI XXUPOBOT
KJTIITKOBMHU Ha (hOHi BUPAKEHOI iHCYJIiHOPE3UCTEHT-
HOCTI i rinepiHcyJliHeMii B MOEAHAHHI 3 rinepTpodieto
CKEJIETHUX M’43iB, TiMepTpUrIiliepuaeMielo i1 aprepi-
aJIbHOIO TinepTeH3i€l0. ABTOPU aKLEHTYIOTh yBary, 1110
3aXBOPIOBAHHSI BUKJIMKAHE TEHETUYHUMU AeheKTaMu
agUIIOTeHe3y i/a00 MPUCKOPEHUM aIloNTO30M aIuIIo-
LUTIB, TOPYIICHOI CEKPEIi€0 aIuITOUUTOKIHIB (JIeIT-
TUHY, aAUIIOHEKTUHY), 10 3a0e3MeuyoTh MeTabOoIi3M
KMUPOBOI TKAHUHMU.

Y motomy 2014 p. Briepiiie 3apeecTpoBaHUil Mpera-
pat ajis JIiKyBaHHS 1IbOTO CUHIPOMY — PeKOMOiHaHT-
HUI aHaIOT JIENTUHY (MeTpeaenTuH) [15].

Tun 2 cuHaApPOMY PO3BUBAETHCS BHACTIIOK MyTaLiit
y reHi BSCa.2, y nokyci 11q13. ITpoaykT reHa — 6ij10K
ceiiniin BSCo2 mictTuth 398 aMiHOKMCIIOT, BiH TIpUYET-
HU 10 nudepeHIIifoBaHHS Ta (PYHKIIIOHYBAHHS amgu-
TMOLIUTIB.

MoJeKyIsIpHO-TECHETUIHY OCHOBY CHHApOMY be-
papminesuti — Ceiima Tumy 3 CTaHOBISITH MyTallii B TeHi
CAV1 (nokyc 7q31), 3a y4acrTi SIKOTO CUHTE3YEThCS Oi-
JIOK KaBeoJliH 1 — HeBiJ’eéMHa CKJlagoBa MeMOpaHHUX
BEe3UKYJI. 3a3HaYeHU I OiI0K JI0OKai3y€eThCs Ha MeMOpa-
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Hax aJuMOLUTIB i 3B’SI3y€ XUPHI KUCIIOTU, 3a0e3Meuye
TpaHCIOPT JIiMifiB.

VYpomxeHa reHepajizoBaHa Jinoauctpodis tumy 4
cpuYrMHeHa MyTalissMu B reHi PTRF, po3TallioBaHOMY
Ha xpoMocowmi 17, i koaye 6in10ok PTRF (polymerase and
transcript release factor). Myraiiii B 3a3HaueHOMY TeHi
3YMOBJTIOIOTh TIOBHY BTpaTy (hYHKIIil BiIITOBITHOTO OiJi-
Ka, MOPYILIYETHCS JIOKaJTi3allis KaBEOJiHiB Y CKEJIETHUX
M’s13ax.

Kniniuni mposiBu. Ilepini cuMIITOMH ypOIKEHOI
reHepanizoBaHoOI JinogucTpodii BUSBISIOTH i3 HapoO-
JKeHHS abo Ha mepuiomMy poli XuTTsi. OCHOBHUMU
JJabopaTOpHUMHU O3HAaKaMU 3aXBOPIOBAHHS € TsKKa
rinepTpuriaiuepuaemMisi, HU3bKa KOHLEHTpallisl Jirno-
MNpOTeiHiB BMCOKOI IIJILHOCTI y KPOBi, iHCYyJiHOpe-
3UCTEHTHICTh, 3HAYHE 3HWKEHHS PiBHS JIEITUHY Ta
QIUTMIOHEKTHUHY. Y MiMJTITKOBOMY Billi iHCYJiHOpe3uc-
TEHTHICTh MPU3BOJIUTH TO PO3BUTKY IIYKPOBOTO Jia-
6eTy. BinbyBaeTbcs aHOMAJIbHE HAKOTIMYEHHS XXKUPY B
pi3HUX opraHax (TTle4iHKa, M’ s34, ceplie), IO CIIPUIL-
HSI€ PO3BUTOK TSXKKUX KJIIHIYHUX YCKJIAAHEHb: OXM-
piHHS TIE€YiHKM, UPO3, HedpormarTis, rineprpodiyHa
KapaioMioraTisi, cepiieBa HeIOCTATHICTh Ta MUTTEBA
CMEpPTb.

XBOpPUM BJACTUBUI IIBUAKWI PIiCT, MiABUILEHUI
aneTUT Ta 0co0JMBa 30BHIlIHICTh. BiacyTHicTh mia-
IIKipHOI XXUPOBOI TKAHMHU B MOEAHAHHI 3i 30i/b-
IIEHHSIM M’S30BOi TKAHUHU (DOPMYE B TaKUX XBOPUX
BUpaXeHUI M’S30BUI pefbed. [HINI O3HAKU: Beau-
K€ mimadopinas, BeJUKi KUACTI pyK Ta CTOI, TipCyTU3M,
acantosis nigrigans. XBOpUM XiHKaM BJIACTUBUI 301J1b-
LIEHUI KJITOp, a y YOJIOBIKiB 3011bLIYIOTHCS 30BHILIHI
CTaTeBi OPraHu.

V OinbIIOCTI BUIAJKIB O3HAKU LIYKPOBOTO JiadeTy
PO3BUBAIOTHCS B APYTill AeKai XUTTS XBOPOI JIOAUHU.
VYcknagHeHHSIMU CUHAPOMY € TinepTpodiuHa Kapaio-
MiormarTisi, XupoBa AUCTpodisa MediHKU, M’sI30Ba Ti-
neptpogisa. Ta 6arato iHIIMX O3HAK, 1O CBiIYaTh MPO
MaTOJO0TiI0 eHAOKPUHHOI CUCTEMU (ILIBUIKUIA PiCT, Me-
penyacHe crtaTeBe J03piBaHHS Ta iHILI), 4acTO CHOCTe-
piraeTbcsl YTBOPEHHS KiCT KiCTOK, 3 IKMMU MOB’SI3YI0Th
YacTi epeIoMU.

KniHiyHMid giarHO3 BMCTaBISIIOTH 3a HAsIBHOCTI
TPbOX OCHOBHUX KPUTEPiiB a00 ABOX OCHOBHUX IUIIOC
J1Ba a00 OijIbllle MaJli KpUTepii.

OCHOBHI KpuUTepii:

— JninoaTpogis Tynyda, KiHIIBOK i obanuyus. 3a-
rajbHa JlinoaucTpodist 3’IBASIETbCS MPU HAPOIKEHHI.
V nesxux ocib ainoauctpodis BAHMKAE BIPOAOBK Mep-
IIUX MicAUiB XUTTs. JlimoaTpoist 3yMOBIIIOE CIIOPTUB-
HY 30BHIIIHICTb, OCOOJMBO TOMY, IO CKEJEeTHi M’ SI3U
rineptpodoBaHi;

— aKpOMeETaJIOiIHI 0O3HAKW — TiraHTU3M, M’ S130Ba
rineptpodist, BUNIEPEIKEHHS KiCTKOBOTO BiKY, IPOTHA-
TU3M, 30UIBIIEHI PYKU i HOTU, KJIITOPOMETAJTis i 3011b-
LII€H] 30BHILIHI CTATEBi OPTaHU Y YOJIOBIKiB;

— reraToMeraisi;

— MiABMIIEHI KOHIIEHTpAllil B CHPOBATIli KPOBi TpU-
rinepuaiB o 80 1/, iHOMII acoLir0I0ThCS 3 TilepXxoJie-
CTepUHEMIEIO;

— iHcymiHope3ucTeHTHicTh. IligBUIEHI KOHIIEH-
Tpallii B CUPOBATII KPOBi iHCY/IiHY i C-TIeNTUILY MOXYTh
OyTH 3 MeplINX POKiB XUTTSA. SABHI KJIiHIYHI MPOSIBU
IIYKPOBOTO [iabeTy 3a3BUYali pO3BUBAIOTHCS B APYTOMY
necaTuiTTi. PaHHS KJTIiHIYHA O3HaKa — YOPHUM aKaH-
TO3 IIHUI i MAXBOBUX 3aMaanH, 1110 B OKPEMUX BUITATKAX
HaOyBalOTb OOPOAABYACTOTO BULJISIAY.

Mauti kpuTtepii:

— rinepTpodiyHa KapaioMionarisi Moxe 3’ SIBIISITUCS
B IUTUHCTBI a00 pO3BUBATUCS MMi3HIIIIE;

— ncuxoMoTopHi nomipHi (IQ 50—70), yu rnubdoki
(IQ 35—50) inTenekTyanbHi mopyiueHHs. bausbko 80 %
0ci0 i3 myTauisimu B reHi BSCL2 BaacTuBi Jierki abo no-
MipHi iHTeJIeKTyalbHi MOPYILIEeHHS, Y TOI Yac SIK TiJTbKU
10 % oci6 i3 myrauisimu B reHi AGPAT2 MaloTh TSXKKi
IHTEJIEKTyaJlbHi MOPYIIIEHHS;

— TipCyTHU3M TIPOSIBIISIETbCSI HU3BKUM POCTOM BO-
JIOCCS Ha YOJIi Ta WIWi; TimepTpuxo3, MabyThb, HE 3aje-
KWUTb Bill TOPMOHAIBHOI CTUMYJISLLII,

— IepeayacHe cTaTeBe J03piBaHHs y xKiHOK (y 10 %);

— KICTH KiCTOK TparuisiioTbes y 8—20 % moctpaxk-
JlaIuX Oci0 i MaloTh IMOJIIKICTO3Hi MPOSIBM HAa pPEHTIe-
Horpawmi. Po3TaioBaHni B emigizapHux i MeTadizapHuX
JIiISTHKaX AOBTMX TpyOyacTux KictokK. Kictm KicTok
4acTo IiarHOCTYIOTLCA B IPYTiil AeKali XUTTA i mepe-
BaXXHO CIOCTepiralThcsl B OCi0O i3 MyTalisIMu B T'eHi
AGPAT2,

— Merajisl M’s13iB HUXKHIX 1 BepXHiX KiHLIiBOK Bif-
HOCHA 1 CIIOCTEPIiraeThcsi, 30KpeMa, 4epe3 BiICYyTHICTh
MiAIKIpHOTO XUpY.

LlyM moBinoMJIEHHSIM MU 3pOOWIN CITPOOY MpUBEp-
HYTM yBary JikapiB-IpaKTUKIB O HEUYITKO OKPECIEHOT
rpyrnu opdaHHUX 3axBopioBaHb. OueBUIHO, Ha3pi-
Jla HEOOXiAHICTh €IMHOrO IiIXOAy IO iX BU3HAYCHHS,
Kinacudikauii, KpuTepiiB AiarHOCTUKMU. Taki KpoKu
JIOLBHI 1€ 1 TOMY, 110 HAWOJMXKYMM 4acOM OYiKy-
€ThCS 4YeproBuii neperjsa MiXHapOgHOI CTaTUCTUY-
Hoi KJlacuikalii XxBopoO Ta Npo0bJeM, MOB’sI3aHuX 3i
3n10poB’siM, 10-ro meperisiay.
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OP®AHHbIE HACAEACTBEHHbIE CUHAPOMBbI B MPAKTUKE
NEAVNATPA-SHAOKPMHOAOTA

Pestome. OpdaHHble CHHAPOMBI — 3TO TpyMIa 3abojeBa-
HUIi, KOTOpbIE BCTpeYalOTCs KpaiiHe peako, ¢ yactotoil 10
ciyyaeB Ha 100 000 HaceneHusi. CyliecTBEeHHO BHUMAHMS
Bpaueil pasauuyHoro npoduist TpedyloT opdaHHbIe CUHAPO-
MBI C TIOpaXKeHWeM SHIOKPUHHOMN crucTeMbl. DEHOTUITMYECKI
9T CUHIPOMBI HAYWHAIOT TIPOSIBIISITHCS C POXKICHUS, WU
OHU TIOSIBJISIIOTCS B IETCKOM Bo3pacTe. B cTarbe maHa KpaTkast
GeHoTUNMUECKN-reHeTnIecKasl XapakTeprucTuKa OTAeTbHbBIX
opdaHHbBIX DHAOKPUHHBIX CUHAPOMOB, a uMeHHO [lepamaHa,
ITporesi, Cotoca 1, Cotoca 2 u bepapauHeniu, conpoBoxkaa-
[OIIMEeCsT TUTAHTU3MOM.

BrimeniepeunciieHHbIE CUHIPOMBI OOYCIIOBICHBI Pa3Ind-
HBIMU TEeHHBIMU MYTallMsIMH, a UMeHHO: cuHapoM [lepiama-
Ha — TOMO3UTOTHOUW WJIM T€TEPO3UTOTHOW MyTallM€ B T€HE
DIS3L2 na xpomocome 2q37; cunapom Ilporess — Myranueit
B reHe AKTI na xpomocome 14q32.3; cunapom Cotoca | BbI-
3bIBAETCS F€TEPO3UTOTHOM MyTalueii B reHe NSDI B obsactu
5q35; cunapom Cortoca 2 — TeTepO3WTOTHOW MyTalueil B
rede NFIXHa xpomocome 19p13.3. Cunnpom bepapaunenu,
KOTOPBIN JEeNUTCSl HA YeThIpe TUIIA, UMEET COOTBETCTBEHHO
YeTbIpe Pa3IMYHbIX MyTallUU, a UMEHHO: TUM | 00ycioBIeH
myTtauusiMu B reHe AGPATZ2 B nokyce 9934, Tun 2 — B reHe
BSCo.2Bnokyce 11q13, Tun 3 — myrauusimu B reHe CAV1 (Jio-
Kyc 7q31), Tumt 4 — myramuamu B reHe PTRF, pacriofioxXeH-
HOM Ha xpomocome 17.
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ORPHAN HEREDITARY SYNDROMES IN THE PRACTICE
OF PEDIATRIC ENDOCRINOLOGIST

Summary. Orphan syndromes — a group of diseases that
are extremely rare, with an incidence of 10 cases per 100,000
people. Doctors in different fields should pay considerable at-
tention to orphan syndromes with endocrine disorders. Pheno-
typically, these syndromes begin to manifest since birth or they
occur in childhood. The article presents short phenotypic and
genetic characteristics of certain orphan endocrine syndromes,
such as Perlman, Proteus, Sotos 1, Sotos 2 and Berardinelli,
which are associated with gigantism.

Above-mentioned syndromes are caused by different gene
mutations, namely Perlman syndrome — by homozygous
or heterozygous mutation in DIS3L2 gene on the chromo-
some 2q37, Proteus syndrome — mutation in AK71 gene on
chromosome 14q32.3, Sotos syndrome 1 is caused by het-
erozygous mutation in NSD/ gene in the 5q35 region, Sotos
syndrome 2 — by heterozygous mutation in NFIX gene on
chromosome 19p13.3. Berardinelli syndrome, which is di-
vided into four types, has four different mutations, namely:
type 1 is caused by mutations in AGPAT2 gene in locus 9q34,
type 2 — in BSCoZgene in locus 11ql3, type 3 — by muta-
tions in CAVI gene (locus 7q31), type 4 — by mutation
in PTRF gene located on the chromosome 17.

Key words: orphan hereditary syndromes, gigantism, chil-
dren, genes.
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