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Pestome. V crarti onmcanmit cungpoM Hynan (cun.: curgpoM Vibpixa-HyHas,
TEPHEPOIZHMII CHHAPOM 3 HOPMAIbHUM KapioTMIIOM) — PpiAKicHa ypomKeHa
MaTOJ/IOTiA, IO YCHAIKOBYETbCA 3a aBTOCOMHO-JIOMiHAHTHMM THIIOM, HOCUTb
CiMeNIHMI XapaKTep, MPOTe TPAIIAITLCA 1 ciopagnyHi Bunagku. [nda cuagpomy
xapakTepHuit ¢denortun sx npu cuHgpomi Illepemescbkoro-TepHepa B oci6b
JKiHOYOI Ta YO/MOBiYOi CTaTi 3 HOpMaNbHUM Kapiotunowm. IIpefcraBieno KiiHiuHe
crioctepexensst. [lokasaHi cKmagHOCTI AndepeHIiitHol [IarHOCTUKY, HEFOCTATHS
iHpopMOBaHiCcTb KTIHIINCTIB IPO JAHMII CHHEPOM.

Kiouosi cosa: cunzipom HyHan, fgiarHocTuka, fitn.

Beryn. Hynan cungpom (HC) — 1je aBTOCOMHO-JOMIHaHTHe 3aXBOPIOBAaHH,
SIKe XapaKTepU3Y€EThCA HUSbKUM 3pOCTOM, TUIIOBUMY JIMLIeBUMU usMopdiamu Ta
ypomxenumu Bagamu cepus. Ilommpenicts HC, cranoButs 1 Ha 1000 i 1 Ha 2500
HOBOHApOMKeHux [1].

JleTanbHO CMHIPOM OIMCAHO Y 1963 polli aMepUKaHKOI0, TiKapeM-Kap/ionoromMm
JKaknin HynaHn, sika moBifoMmia Ipo [HeB’sTh MAI€HTIB i3 CTEHO30M KjamaHa
7IereHeBOi apTepii, MalIMM 3POCTOM, TilepTeTOPU3MOM, HMOMIPHUM 3HIKEHHAM
IHTe/IeKTY, IITO30M, KPUIITOPXi3MOM i ckesleTHnMM aHoMaismu. Lleit penorumn 6ys
nopibuuit fo cuappoma IllepemeBcpkoro-TepHepa, ame KapioTuil y mauieHTiB 6ys
HopManbHuM. Jlikap Hynan, nomituma, mo B f#iTell 3 pigKiCHOIO BaJjol0 Ceplis —
CTEHO30M K/IaIlaHa JIETeHeBOi apTepil — 9acTo TPAIUsUIICS HeBHi (isuaHi aHoMatil
y BUITIAAL HU3BKOTO 3POCTY, KOPOTKOI 1IN i3 KPUIOIOAIOHMMY CKTagKaMu, IPOKO
po3cTaBieHi 0od4i Ta HU3PKO pO3TAallOBaHi Ta AedopMOBaHi BYIIHi paKOBUHIL.
Xnonmumky i fiB4aTKa XBOPiM OFHAKOBO 4acTo [1].

[Ipnunsoro cunppomy Hynan € myranis resa PTPNI1I1, sAxa BUABIAETbCA
mpubmsHo y 50% xBopux. Haiibinbime umcmo MyTaniit Ipyu [aHiil maTtomori
JIOKaJTi30BaHO B ek30Hax 3,7 i 13 rena PTPN11, mo konywoTh gomeHn 6inka, siki
BifINIOBifaIOTh 3a IepeXifi MpoTeiHy B aKTMBHMUIL CTaH. Binok, AKNit KOpyeTbcA reHoM
PTPNI11, BifHOCHTBCA IO peryaATOpiB BiANOBifi eykapioT Ha 30BHIIIHI CUTHAIN.
[3].

Ien cuupgpomy HyHnaHn nokanmisoBaHMii Ha JoBromy Iiedi xpomocomnu 12. He
BMK/IIOYEHA TeHeTHYHa IeTepOreHHICTb CMHAPOMY. TakoX ommcaHO CriopafinyHi i
ciMertHi (OpMU CUHAPOMY 3 aBTOCOMHO-JJOMIHAHTHOIO (POPMOI0 CIIaJKyBaHHS.
MyTaHTHUII TeH yCIafIKOBYETbCA, AK MPaBUIO, Bifj Marepi, TaK fAK YOJOBIKM i3
JAHOIO TIATOJIOTi€, BHAC/IIOK HAABHOCTI BaJi PO3BUTKY CEYOCTATEBOI CUCTEMU
4acTo 6e3IIigHi. BibLIicTh OMMCaHNX BUMAAKIB € CIOPARMYHUMM, BUK/IMKAHIMY
Mmyranismu de novo [2].

denotnn xBopux 3 cungpomoM Hynan nopi6umit Ha cungpom TepHepa: KOPOTKa
A 3 KPWIONOAIOHMMIY CKTaZiKaMy, HU3BKUM POCTOM BOJIOCCA Ha IINI, HU3BKUI
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3picT, rimeprenopyusM OYHMX WIiMH. TaKOXX CMHAPOM YacTO CYIPOBOMKYETbCA
HACTYIIHMMY aHOMAIiAMI: aHTYMOHTO/IOIJHII PO3Pi3 OYHUX IIi/INH, OIyIEeHi BHI3
30BHILIHI KyT) OYHUX Ii/INH, IITO3, eMIiKaHTYC, HU3bKO pO3TAIIOBaHi feopMoBaHi
BYILIHI paKOBMHM, QHOMaJIil IIPUKYCY, II/IMHA 314K M’SIKOT'O IiTHEOIHHSI, TOTUYHE
migHe61HH, MIKPOTHATIsA i MiKporeHist. [pygHa KIiTKa IIMpPOKa i3 rionna3oBaHNMM
HIMPOKO PO3CTABIEHUMM COCKaMM, TPy[AUHA BUCTYIIa€ y BEPXHIiil YacTuHi i
3amafae B HIDKHIN. brmspko 1/5 XBOpuX MaroTh maronorio ckenmeta. HairgacTinre
TPAIUISIETHCS: BOPOHKOMOAIOHA rehopMaliis rpyaHOI KIiTKY, Kidos, ckomios, iHoxi
— 3MeHIIeHHS YNMCIa MNMITHIX XpeOLiB Ta IX 3pOIeHHs, 1[0 Harafye aHoMaJIil npu
cuaapomi Kninmens-®Oeiins [4].

Y xBopux 3 cunppomom Hynan 3agBuyaii cBiTie rycre Kydepsase BOIOCCH, 9aCTO
TPAIUIAIOTBCA MIrMEHTHI IUIAMM Ha MLIKipi, rimepTpuxos, muctpodis HIrrboBUX
IIACTVHOK, aHOMasii IpopisyBaHHA i posTamyBaHHA 3y6iB, CXMIBHICTH [0
YTBOPEHH: Ke/OIfHMX PyO1IiB, MiIBUIIIEHA PO3TOKHICTD MIKipu. Y TPETUHU XBOPUX
Bifi3HavyaoTbcs nepudepnyHi mimdarnyHi Habpsaky, yacrinte niMmdenema KucTel
i CTOI MPOABNAETbCA Yy JiTell PAaHHDOTO BiKy. JacTo TpamAeTbcs MaTooria 30py
(miomist, KOCOOKiCTb, mOMipHMIT ek3odTanbMm Toio). HaryacTimmm cuMIToMom
OyZie HesHauHa 3aTPUMKa POCTY (TpaIUIAETbCA NPUOIN3HO y 75% XBOpUX), Oible
BUpa@XeHa Y XIom4MKiB. BincraBanHa B pocti MaHidecTye B Ieplri poKu >KUTTH,
pinire Bif3HAYAETHCsI He3HAYHMIT AeDilUT POCTY i Macy IIpu HapOKeHHI. 3 mepInx
MiCAIIiB )XUTTA Bi/j3Ha4a€ThCA 3HIDKEHHA aneTuTy. KicTkoBMII Bik 3a3B1MYali BificTae
BiJ] MacIIOPTHOTO.

XapaKTepHOI0 O3HAKOI CHHJIPOMY € OfHO- ab0 NBOOGIYHMII KPUIITOPXi3M, IO
TpamnAeTbcsa y 70-75% XBOPUX XJIOMYMKIB, Y BOPOCIMX XBOPUX BiJl3HAYA€THCSA
a300CIepMisl, ONIrocIepMis, [ereHepaTMBHI 3MiHM si€40K. IIpore mybeprar
HACTYTIa€ CIIOHTAHHO, aJie 3 IeAKOI0 3aTPMMKOI0. Y IiBYaTOK YacTO CIIOCTEPIraeThCsa
HOPYIIeHH: MeHCTpyanbHOro umkiny. GepTuipHicTs MOXKe 6yTH HOPMaIbHOIO Y
XBOPHUX 000X CTaTerl.

Hesnauna po3yMoBa BifiCTa/lIiCTh BUABIAETHCA OUIBII HDK y ITOTOBMHY XBOPUX.
YacTo Bifj3HAYAIOTBCSI OCOOMMBOCTI IIOBENIHKM, POSTaIbMYBAHHS, CUHAPOM
mediunty yBaru. MoBa 3BMYAiHO PO3BMHEHA Kpallje, HDK iHII iHTe/leKTyanbHi
cepn. CrymiHb 3HIDKEHHA IHTENIEKTY He KOPETIOE 3 TSKKICTIO COMAaTMYHUX
HOpyIIeHb. Y MOOAMHOKMX BUIAJKAX MOXYTb OyTU Bafu PO3BUTKY L€HTPATbHOL
HepBOBOI cucteMu (rigpouedaris, COIMHHOMO3KOBI TIpypki), TpoMboembomiuni
iHdapkTM MO3KY, MO>K/IMBO, IIOB’A3aHi 3 rinomnasiero cynu [4].

Cepen Baj BHYTPIIIHIX Hait6GibLI TUIIOBMMU € CepLieBO-CYAMHHI aHOMAUI:
KJIallaHHUII CTeHO3 JlereHeBol apTepii (60% xBopux), rineprpodiuHa KappioMionaris
(20-30%), cTpyKTypHi aHOMaIi MITpPaJbHOTO KJIamaHa, fedeKTu IepefceprHol
neperopopky, terpafa ®anno; KoapKTallisg aopTy ONMCaHa BUK/IIOYHO y XBOPUX
YO7I0Bi4Oi CTaTi.

Y TpeTHHM XBOPUX PEECTPYIOTbCA aHOMAJII ceqoBUAiIbHOL cucTeMu (rimoriasisa
HMPOK, TIOIBOEHHS MUCOK, TifjpoHedpo3, MeraypeTep TOIIO).

€ nmnoBifoM/lIeHHA TIIpo NO€NHAHHA cuHApoMy HyHaH i3 reiikemiero i
pabomiocapkoMoOl0, IO MOXe CBiIUMTM TIpO JesdKe IIABUIIECHHA pUSUKY
MaJtirgisanii y nux xsopux [5].

Crernudivanx 6ioXiMIYHMX MapKepiB /i HiarHOCTHMKM cuHApoMy HyHaH He
icuye. ¥V meAKuX XBOPUX BUABIAETbCA 3HVDKEHHSA CIIOHTaHHOI HiYHOI ceKkpenil
TOPMOHY POCTY IIpM HOPMaJIbHOMY BifnoBini Ha dapmakornoriuni crumyimooui
tecTyt (K10(deIIHOM 1 apriHiHOM), 3HIDKEHHs piBHs comaToMenuHy-C i 3HIDKEHHS
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peakuii comaTOMeIHIB Ha BBEJEHHSA TOPMOHY POCTY.

Hiarnos «cuugpom HyHaH» cTaBUTbCA Ha MiJCTaBi KIiHIYHMX O3HAK, B JIEAKUX
BUIIaJiKaX [iarHO3 MifITBEP/KYETbCA pe3ynbTaTaMM MOJEKYIAPHO-TEHETUIHOTO
mocmimkeHHsa. Kpurepil HiaTHOCTMKM  CHMHIPOMY BK/IIOYAIOTb  HAasABHICTD
XapakTepHOro ¢eHoTuIry (Ipy HOPMaTbHOMY KapiOTHIIi) V TIOETHAHHI 3 TIEBHIMU
AQHOMaJIiAMU: IATOJOTIl cepl, HU3bKUII 3picT abo KpUITOPXi3M (y X/IOIYMKiB),
3aTpUMKa CTaTeBOro Jo3piBaHHA (Y HiBYaTOK). [/ BUAB/ICHHA CepLeBO-CYANHHOI
marornorii  HeoOXifHe IIPOBEeJEHHs YIbTPa3BYKOBOTO [OCHI/PKEHHsS cepus 3
AVHAMiYHMM BM3HaYEHHAM PO3MipiB MOPOXKHMH i CTIHKM HITYHOUKIB.

IudepenmianbHa [iarHOCTUKA HTPOBOAUTHCA 3: y MAIBYATOK AMepeHIiiHMIT
[iaTHO3 IPOBOAMTLCS B IIEpIly 4Yepry 3 CUHAPOMOM TepHepa; yTOUYHUTH JiarHO3
MO3BOJIAE LUTOTEHETYHEe HocmikeHHsa. Penortumivni o3Haku cungpomy Hynan
TPAIUIAIOTbCA NpU PAAI IHIIMX 3aXBOPIOBaHb: CUMHApPOMI Binmbamca, cuapapomi
LEOPARD, [ly6oBuis, kapgio-¢anio-mkipaomy cunapowmi, Kopuenii ge Jlanre,
Koena, Py6inmreitna-Teii6i [6]. Touna imentudikanis nux saxsopioBaHb Oyne
MOXK/IMBA TiNbKY IPU MPOBeIeHHi I[UTOTeHeTUYHNX HOCTi/IKEHb.

JIikyBaHHA XBOPUX 3 CMHpoMoM HyHaH cripsMoBaHe Ha yCyHEHH: Ba/J] CeplieBO-
CYAMHHOI CMCTeMV, HOPMai3ariio NCUXidHMX QYHKLIN, CTUMYIALiI0 pocTy i
CTaTeBOTO PO3BUTKY.

Krniniune crioctepesxeHH:

Xnomuuk b., 14 poxiB (puc. 1), cmoctepiraBcs 3a MiclieM IPOXKMBaHHSA JTiKapeM-
TeHeTVKOM i3 HiarHo3oM: 3aTpuMka pocty. Crurmu ausemopioreHesy. AMOiomnis.
Atpodist 3opoBux HepBiB. Hictarm ropusontanpumit. [IpaBo6idHMIT KPUITOPXi3M.

Puc. 1. Xnomumk b., 14 pokiB. OcobmmBocTi
¢denoruny gurnHM 3 cunapomoM HyHau (I1ofoBKeHMit
JINILEBUI CKeTIeT 3 «ITyXKMMH I[idKaMM», KOpOTKa I,
KpWIONOAiOHI CKIafKy Ha Inui, HiC YKOpOdYeHuMit 3
BIIKPUTVMM BIIEP€eJ HI3APAMU, Ty XKiryOu, Ky THKY pOTa
OIlyIlleHi, CKOILeHe MiZOOopinns, aHTVMOHTOTOITHMI
po3pi3 OYHMX IIiIMH, IITO3, HU3BKO OIYLIEHI Ta
nedopmoBaHi Byxa, BOPOHKOIOAIOHA TpyfHA KIIITKa,
pomboronioHi 6poBn)

3BepHYBCA 31 CKapramMm Ha HU3BKUII 3picT,
MOTipIIaHHA NaM ATi, IIBUAKY BTOM/IIOBAHICTb.

AnamHes ciMertHmIL: 6aTbKI YKpaiHLi
3a  Hal[iOHa/JbHICTIO, SKi He nepe6yBa10Tb y
6/1M3bKOCIIOPifHEHOMY IIITI061 i He MAIOTh TpodeciitHmx
HIKiAIMBOCTeIT, 300poBi. 3picT 6atbka — 162 cM, 3picT
Martepi — 154 cM. Y popoBoji BMIAJKiB ICUXIYHUX
3aXBOPIOBaHb, EINJIeNCil, 3aTPUMMKU PO3BUTKY He
BUABJIeHO. I1o MaTepuHCBKill MiHil poAndi 3 MaIMM 3pOCTOM.

AHaMHe3 XITTS i 3aXBOPIOBaHH:L: XJTOITYMK BiJj HeplIoi BariTHOCTI, sfika epebirama
HOpMabHO. [Tonoru nepuii, y CTpox, CTUMY/IbOBaHi, Maca py HapojykeHHi — 3000
T, JOBXMHa — 51 cM. 3akpnyaB Bifpasy, oljiHKa 3a mKkanow Anrap — 7/8 6anis. [Ipu
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HapOJKeHHI HEOHATOJIOTOM 3BEPHYTO yBary Ha He3BUYAHUI (EHOTWII IMTYUHI,
PEKOMEHIIOBAHO NOCTiIKeHHS KapioTmiry, pesymbraT — 46, XY (HOpMalbHUI
4onoBiuMit Kapiotum). ByB samimospeHmit ypomKeHMit TilOTHpeos, MPOBEREHO
TOCTIKEHHS TUPEeOIfHOro Npogilio, pe3ynbTar — HOPMaJIbHUIL TUPeOimHUI
craryc. lami guTuHa 3HAXOAM/IACA IIiJl CIIOCTEPEXEHHAM TeHEeTHKA i3 3aTPUMKOIO
POCTY 3 YOTMPbOX pOKiB. PaHHIlI mocTHaTampHMIl Hepion — 6e3 0co6MMBOCTEIL.
MoTopHnit po3BUTOK 3a BiKOM, IIepIli CIoBa — JIO POKY.

Y Bili 14 pokiB KOHCY/IBTOBAaHMII T€HETUKOM 3 IPUBOJNY 3HIDKEHHs POCTY,
BTOMJIIOBAHOCTi, 3HJDKEHOI IIaM’ATi. BpaxoBylouyu HeBU3HA4eHICTb HAiarHO3y 3a
MicleM MPOXXMBAHHsI, IUTIHA HAaNpaB/ieHa V JIbBIBCbKUIT MDKOOTACHWIT MEIUKO-
TeHETUYHMIT IIEHTP 3 METOI0 YTOYHEHHS iarHo3y.

ITani 06’€KTUBHOTO 0OCTEXEHHS:
3pict — 138 cM, Bara - 30 KT.

DisyyHUI pO3BUTOK HIDKYE CepeNHbOro, rapMoHiltHuiL. Sds 3pocTy Binmosinae
-2 (Hopma — -2 + 2). OcobmuBocTi ¢enoruny (puc.l): MOTOBKEHMIT TULIEBUI
CKeJIeT 3 «ITyXKMMMU IiYKaMI», KOPOTKa LIV, KpYIONOAIOHI CKIagky Ha Imui, Hic
YKOpPOYeHNII 3 BIAKPUTUMU BIIepe] Hi3psMIU, IyXKi ryOu, KyTHUKY POTa OMyIIeHi,
CKolLlleHe Minbopifasa, aHTMMOHTOMOIGHMUIT PO3Pi3 OYHMX IiIMH, NTO3, HU3BKO
omyleHi Ta feopMoBaHi Byxa, BOPOHKOIOAiOHA IpygHa KiIiTKa, poMbornonioHi
6posu. ITo BHyTpimmHix opranax — 6e3 ocobmmBocreir. CraTeBuil POSBUTOK 3a
Tanner — [ (110 BigmoBigae forrybepTaTHOMY Iepiony).

Jani mabopaTopHux Ta GyHKI[IOHAIBHUX JOCIAXKEHb:

KniniuHnit aHasnis kpoBi i cedi - Hopma. bioximMiuHmMit aHaMi3 KPOBi - TOKa3HUKA
B M&XaxX HOPMI.

Tupeoigumit npodine (TTI) - 2,2 mmomp / 1 (Hopma - 0,3-3,5). PiBenp
TeCTpOCTepoHy — 2,2 Hr/min (HopMa — 2,5-6,5 Hr/mi). COMaToTpOIHMII TOPMOH
(CTT) 6asampunii piBens — 2,2 ur / 1 (Hopma - 0-10), mic/st crumyrsinii k1odenrinom
(0,000075 mr) — 8,5 ur/mn (HopMa — 7-10).

V3] muToBMIHOI 32710311 T BHYTPILIHIX OpraHiB — 6e3 maTosoril.
EKT — cunycoBa Taxikapfisa, HOpMaabHe MOTOXEHHs e/IeKTPUYHOI Bici cepIis.

ExoKI' — IIMK I crynens 3 MiHiManbHOIO perypriraiieio, MikcomaTosHa
MOTOBIIEHH:A CTY/IOK MiTpanbHOIo K/IallaHa, JOJaTKOBa XOP/a B IIOPOXKHMHI JIIBOTO
HITYHOYKA.

Ro-rpadist kucreit pyk - kictkoBuii Bik 10-11 pokis.
EEl-narepHiB eninenT4yHOI aKTUBHOCTI He 3apeECTPOBAHO.
MPT ronoBHOTO MO3KYy — 6€3 IaTOOTiYHNX 3MiH.
Ayniorpama — 6e3 marosorii.

KoHncynpratii crieniamicTis:

EHpioKpMHONIOr - 3aTpMMKa pOCTY Ta CTaTeBOro pO3BUTKY. IIpaBoOiunmit
KPUIITOPXi3M.

Oxyict — am6rionis. Arpodis 3opoByx HepBiB. HicTarMm ropusoHTanbHuiL.
Hesposnor — BererocyinHHa gucTOHiA. HeBpoTnyHi peakuii.

Kappionor — ¢yHnkijionanpHa Kappionaris.

Xipypr-opromnen — mopyuueHHs moctasu. ledopmariis rpygHOI KTiTKH.
TenetTux — cungpom Hynan.
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BpaxoByloun ¢eHOTMII IMTHMHM, [aHi aHaMHe3y, pe3yIbTaTH HOLATKOBUX
TOCITiIPKE€Hb, IOCTABJIEHO IiarH03 «CHHApoM HyHan».

JIikyBaHHs: JUTMHI peKOMeHZOBAaHMII mpuitoM itogomapuuy 200 Mxr / poby;
Bit. E Ta ¢omieBoi KuCIOTH, KOHTPONb IIOKasHMKIB TUPEOIfHOro Ipodisio;
CIIOCTEPEXXEHHA Xipypra-opTonesa, Kapaionora.

BucnoBok. Takum unmHOM, IIpeficTaBIeHe KIiHiuHe CIIOCTEPEeXEeHH JeMOHCTPYE
CK/IQTHOCTI ;[M(bepeHuiﬁHo—marHOCquHoro IIOLIYKY, HeoOXigHiCTD iHTerpyBaru
OKpeMi O3HaKM B 3arajbHuit (eHOTUII TOTO YN iHIIOTO IAaTOMOTiYHOTO CTAHY IS
I[i/IecITpAMOBaHOI CBO€YACHOI 1iarHOCTUKY OKpeMIX POPM CIIaIKOBJX 3aXBOPIOBAHb.
CBoe€uacHa [iarHOCTUKA, yTOYHEHHsI TeHe3y KOXXHOTO CUHAPOMY 0COO/INBO BaXK/INBi,
TOMY ILIO JO3BOJAIOTb 3HAWTM ONTMMAJbHMII HifiXifi [0 JMiKyBaHHA IMX CTaHiB,
IpodinakTUIl MOXIMBUX YCK/IaHEHb; IONIEPEIKEHHIO TIOBTOPHOTO BUHVMKHEHHS
CIIAIKOBUX XBOPOO B ypaKeHMX CiMAX (MeIMKO-TeHeTHYHe KOHCY/IbTYBaHHSA).
Ile nMKTye HEOOXIAHICTD MKAPsIM Pi3HUX CITEl{ia/IbHOCTEl YiTKO OPIEHTYBATHUCS B
IOTOLi CIIaZIKOBO 3YMOBJIEHIiI ITATOMOT1L.
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