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MEAUKO-TEHETUYHI ACIIEKTH CHHAPOMY HYHAH

Cunapom Hynan (CH) (OMIM 163950) — kiHIYHO Ta TEHETUUHO
reTeporeHHUM po3siiaa, sIKMH BiaHOCHUTBCA N0 RAS-matiii, ycnaako-
BYE€TBCA 3a ayTOCOMHO-AOMIHAHTHM THUIOM Ta XapaKTepH3YEThCS
HM3BKUM 3POCTOM, TUUEBAMH AU3MOpOIAMH Ta YPOIKEHUMH BaJlaMu
cepus (YBC). Yacrora B nonysauii — 1:1000-2500 nemopnar. Xsiorii
Ta JiBYaTa XBOPIIOTH 0QHAKOBO YacTo. Bmeplue onucanuii y 1883 p.
O.A. Kobunuucekum; y 1963p. K. HyHan noBiIOMJIEHO NPO CTeHO3
knanady jereHeBoi aprepii (CKJIA) npu CH; y 2001 p. BU3HaAYeHO
nepwuii rexw (PTPN[1), acouifiopanuii 3 CH. 3a ganumu 6a3u OMIM
BigoMo 1po 10 renetuunux ¢opm cuHapomy. ¥V 50% BHNAIKIB
TIPUYHHOKO 0o € MiceHe myTauis 12q.24.13 reny PTPN11, mo koxye
HepeuenTopHy ¢ochotuposundocdarazy SYP-2. PTPNII, SOSI,
RAFI ta RITI noxpuparots 93% 3apeectpoBaHux MmyTtauii; y 20-30%
nauieHTiB 3 HC MyTauiii ve inteHtudikoBano. OnucaHo cnopanuyri (y
60% BunazakiB) ta ciMelHl popmu CH 3 AJ[-TUIIOM yCriaaAKyBaHHS.
MyTaHTHHI TeH YCNaAKOBYETbCS, K TPAaBUJIO, Bi MaTepi, OCKiIbKU
YOJIOBIKH 13 JAaHOIO NATONOTIEI0, BHACTIIOK HAsBHOCTI BaJl PO3BUTKY
Ce40-CTATEBOI CUCTEMM, YacTo Oe3mmiaHi [2].

Jlo  MIHIManbHHUX  JIarHOCTHUMHUX  O3HAK  BIAHOCITHCSA:
MINEePTEeNOPU3M, €MIKAaHT, AHTUMOHTOJOIAHUHE pOo3pi3 OYHUX ILIJIHH,
OAHO— a00 ABOOIYHMI IITO3, HU3BKO MOCAJKEHI Ta POTOBAHI BYIIHI
My, Jlo yacTux aHoManiii, OKpIM TOro, BiOHOCATBLCA: aHO-
Mallii TpUKYCy, FOTHUYHE MiAHeGIHHsA, MIKpOTHATIA Ta MIKpOFeHis,
negopmalls rpyaHoi KAITKW, Ao Oilbll  PLAKICHUX — KOPOTKA,

23



KPUJIOBHAHA ILMA, HU3bKa JiHisg BOfioccd HA 3aJHIA YacTHHI Ui,
IMHPOKa TpyAHA KIITHHA 3 TINEpTENOpU3MOM COCKiB. HesHauHa
3aTpuMKa pocTy (y 75% xBopux), Ouibiile BUPaKEHA y XJOMUUKIB.
BincraBanHg y pocTi MaHidecTye y nepii poku sKuTTs. KicTkoBuil Bik
Ta MOYATOK CTATEBOrO JA03PiBAHHA BIICTat0OTh BiJ NACHOPTHOrO Ha ABA
poku. CepenHili 3picT XiHOK — 153 oM, HonoBikiB — 163 cm [1].
3aTpuMKa y NCUXO-MOTOPHOMY PO3BUTKY Y paHHbBOMY AUTHHCTBI
TI0B g3aHa 3 M A30BOIO TIMOTOHIED. 3 BIKOM BiA3HAYAIOTHCS 0COOIHU-
BOCTI IOBEMiHKH, pO3rajbMyBaHH{, CHHApOM JedilUTy yBaru.
25% mnauieHTiB MalOTh po3yMoBY BiacTanictes [2]. CH € mpyroio 3a
TMOIHPEHICTIO CHHAPOMaNbHOIO NpuynHOo YBC micns tpucomii 21-
101 XPOMOCOMH, K1 3ycTpidaloTecs y 50-90% Bumnaaxis. HaitbinsL
qacTo 3ycTpivatotbes CKIIA (no 90% runanxkis) Ta TKMIT (20-30%).
Koapkrauis aopth npu CH onucaHa nuume y XJIOMUMKIB,
Enextpokapiiorpagiyt aHomanii 3yctpidatothes B 50% BUIlalkiB
[1; 2]. ¥V 63% XBOpUX CHOCTEPIralOTECS TPYAHOII 3 TOXYBaHHAM
(roraHe CMOKTaHHs, TPUBAIHIH 4ac ToAyBaHHd, OIOBOTA, MoTpeda v
30HJOBOMY IOJlyBaHHi) Ta NpuOaBKOIO Macu Tijta, ocoOANBO B TEpioi
HoBoHapopkeHocTi [1]. Y 70% xJ10NMuuKIB BUSBISETHCS KPUNITOPXI3M,
y JIOPOCIUX, — a300CTEpMifl, OJroCHepMis, AereHepaTHBHI 3MiHH
SEYOK; y HIBYAT — HACTO TOPYIIEHHS MEHCTPYANBHOTO HHUKIY.
DepTHIBHICTE MOXKE OYTU HOPMAJIBHOIO Y XBOpUX 000X crareil [4].
55% mnaiieHTiB MalOTh NOPYLIEHHT Koaryaauii Ta KpoBoTedi, po 1o
CJIL MaM SITaTd NiJd 4Yac onepaTUBHUX BTpy4aHb. [lirMeHTHI msMu
3yCTpidaAloThest y 25% nauieHTiB. Y TPeTHHH XBOPHX — NepHpepHyHi
niMdatuyHi HaOpsaxu, 4actime NimdeneMa xucrefi ta crom. [uc-
niasii JiMpaTUHHUX CYIANH IMpeHaTanbHO MaHIpeCcTYIOTh Y BUIIALI
OararoBois, BOASHKH TUIONY, TiapoTopakcy [2]. Onucant quctpodis
HIFTLOBUX TUIACTHHOK, aHOManil Npopi3yBaHHA Ta pO3TallyBaHHS
3y0iB, TPETHHA XBOPUX Mae KypuaBe BONOCCA. 3 OPTaNbMOJIONIYHNX
nopymwenb CH "npuTamManHi KOCOOKiCTh, KaTapakTa Ta amMOnionis.
YHacTuM ycKNagHEeHHIM CepefHBOro OTUTY € BTpaTa ciyxy. IlauienTu
13 CH wMaroTh nigBULWEHWH pU3WK paKOBUX  3aXBOPIOBAHE.
I'enaTocnuieHoMeraig onucada y 26-50% sunaaxis.

J1arH03 BCTAHOBMIOETHCA CHHAPOMOJIOTIYHO Ta MIATBEPAKYETHCA
MOJIEKYJIIPHO-TEHETUYHO. 111 MOCTaHOBKU Ai1arHO3Y 3aCTOCOBYIOTH
kputepii [. van der Burgt Tta cmiBaBT. [liarHoz Moxe OyTH
3ATIAO3PEHHN Mia 9Jac eMOpIOHATBHOTO PO3BHTKY TPH HASBHOCTI
TirpoM abo IHPOKOT WHitHOT cknaaky, ocoOnuBO B TIOE€AHAHHI
3 YBC [1]. dudepenuiina miarHocTHKA Y AIBYATOK MHPOBOAUTHCA
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B neputy uyepry i3 CT, aqkoroleHWM CHHAPOMOM TJIOAY, CHH-
ApoMOM Y OTCOHA, CHHAPOMOM AapChKora, cepueBO-1IKi pHO-THIEBHM
CHHApOMOM, cuHApomoM Kocrenno touro.

HapoauMo BUNIa0OK 3 NMPakTUKU AiarHOCTHKH cuBapoMy HyHa y 4-
PIYHOTrO XJIOMUKKa. MaTu 3BepHynacs 10 NiKaps FeHeTHKH 31 CKapramu
Ha 3aTpuMky pocty. JutuHa Big III Gaxadoi Ta ruiaHOBaHOI
BariTHOCTI, sika fnepebirana Ha GpoHi aHeMil nerxoro ctynens, XOITH
Ha 36 TWX recrauil, rauedtapHoi auchynkuii. it Big 1 Ta II
BariTHOCTI 310poBi. Matepi 34 poku, ocBiTa cepedHbO CNeLialbHa,
Npalioe MEIUYHOIO CECTPOND YV BIiCBKOBOMY WunuTami. barokosi 33
POKH, OCBiTa BUIIaA, cinyxkGoseus. llIkianuBi 3BUYKK 3amepevyroTh.
CnaakoBicTh Mo TiHIT MaTepi He o6TskeHa, 1o Jrinil 6aThbka BUsSBICHA
cepilieBo-CyAnHHa nartosnoris. babycs no miHii 6aThka nomMepna uepes
3M0BXKUBAaHHA ankoroneM. [IpenaransHe Y3][ minx yac BariTHOCTI
susiiiio 3BYP. Tonoru III na 38-39 Trokni rectauii. HasxonoriiaHi
BOJAM MeKOHianbHi. Maca nipu napomxenui 2900, gopxuna — 51 oM;
OI' =35 eM, OI'K = 33 ¢M, 3a mkanoro Anrap — 8/9 6anig. CtaH AMTHHU
B JOJIOTOBOMY cTalioHapi MNOpYWIEHWH 3a paxyHOK JAHMXallbHUX
po3NafiB, HEBPOJIOTIMHOI CUMOTOMATHKU Ta BHYTPILUHLOYTPOGHOTO
iHpikyBaHHA, y 3B 43Ky 13 YMM AMTHHA TE€pEBe/ICHAa y BiIIIIEHHS
naroJyiorii HopoHapomkeHux aiteid OLKJIL O6 exTWBHO: NHUCKpaHis,
KOPOTKa Ta WHpPOKa WHs, 1epOpMOBaHi, HU3bKO pO3TAlIOBaHi BYLIHI
PaKOBUHH, AHTUMOHTOJIOITHUH po3pi3 oueit, NiBoGIMHMI MiKpodTaNEM
Ta NTO3, KOCOOKICTh, MiKPOCTOMISI, MIKpPOTHATIfl, BUCOKE TIIHEOIHHS,
riuepTeIopu3M, HU3bKHUIL PICT BosIOCCA Ha MOTUIINUI, LUMPOKA Py HA
KJITUHA, FINEPTENOPU3M COCKIB, TipcyTu3M. Jlikapem redeTHkoM
3aMi03peHo  cHHApOoM HyBan Ta pekOMEHAOBAaHO [pOBEIEHHS
MOJIEKYJIIPHO-TEHETHYHOIO JOCJIKEHHS, SIKe BUSBHUJIO MYTAIlifo
c. 770A>G(p.GIn257Arg) retia BRAT.

byno npoeeneHo xoMrnekcHe obcTexeHHs, BusBineHo: Ha EKI —
YBC, cTeHo3 JereHeBol aprepii (B MPOKCUMANBHOMY CErMeHTI
JIETeHeBo1 apTepil 3BykeHHd aiameTpy 10 0,7 cM, rpaiieHT THCKY — 110
69 MM.pT.cT, mBHAKICTE — 4,1 M/c) ; V3] OUIl - naBobGiuna
niesnoektasisi; MPT — o3Haku HesapolieHHs Tpo30pol MEepPeTHHKH;
Y3 W3 — osnaku gudysHoro 300y. HUTWHA KOHCYNBTOBaHa
OpTOMNeAOM, BUsBNIEHO NBODIUHI MIockoBaNbrycHi ctonu Il cTymens,
nifikononibHy  nedopMmaniio TpyaHoO!  KIITKH; TICHXiaTpoM —
TiNepakTUBHUIT po3iaf OpraHivHo OOYMOBAECHHI 3 PO3YMOBOIO
BIACTANICTIO, 3arallbHuM  Heaopo3sutkom  MoBu LI pisws;
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kapaionorom — YBC, cteHo3 nereHeBol aprepil; eHAOKPHHONOIOM —
cuHapoM HyHaH, OKyJiCTOM — Cra3M akoMOoAallil.

OTtxe, cuHapom HyHaH XapakTepH3yeThbCS KITIHIYHHUM TONIMOp-

$13MOM, MOXKe MPOSABJIATHCA B OyIb-IKOMY Billl Ta BUMarae MyJibTH-
AUCLIMIUTIHAPHOTO TMiAXOAY A0 MIarHOCTHKH Ta CHOCTEPEXKEHH.
3HaHHA MOJIEKYIAPHO-TEHETUUHO! OCHOBH NATOT€HE3Y 3aXBOPIOBAHHS
NO3BOJIAE NIPOBECTU MEAUKO-TeHETHUYHE KOHCYNBTYBAHHS POAMHU Ta
3AICHUTH, NP1 HEOOXIAHOCTI, NPEHATATBHY XIAarHOCTUKY.
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