rOopMOHIB Ta BitamiHiB. CuHApoM aucIuiasii  crodaydHoi TkaHu. CuHApOM
MITOXOHAPIATIBHOT TUCPYHKIIII.

JliarHo3 CymyTHIA: 3aTpuMKa TMCHUXO-MOTOPHOTO Ta PO3BUTKY MOBJICHHS.
depmentatuBHa AUChyHKINA. CHHIPOM MIABUILNEHOI eMTeMalIbHOI MPOHUKHOCTI.
CunapoM arorrii.

3a pesynbTaTtoM MoseKyssgpHo-TeHeTnuHoro JJIHK oOcrexenHs: 6aThKiB MaiieHTa
OyJo BHUSBJICHO, 10 MaTU € HocieM martoreHHoro reny KMT2D, mo € cBigueHHsSIM
ayTOCOMHO-JIOMIHAHTHOTO yCITaIKyBaHHs cuHApoMy KaOyki y maHoro marfieHTa.

BucnoBok. KokHa maToJioriss Mae CBiii T€HETUYHUN Ta METaOOIIYHHUI TOPTPET.
Pannst monexynsapua JIHK-miarHocTuka momomoxke JikapsM HPOTHO3YBaTH TMepeoir
3aXBOPIOBaHHs, MPOBOJAUTH CBO€YACHY MNPOQPUIAKTUKY Ta BUKIIOYUTH WMOBIPHICTD
N13HbOI MaHi(ecTalli CUMIITOMIB.

He tinbku cunapom KaOyki ik MynbTHCUCTEMHUHN po3Jai y AiTeH, a ¥ 1HI
reHEeTHYHO OOYMOBJIEHI TATOJIOTIYHI CTaHU TMOTPEOYIOTh 3HAYHOTO 30UIBIICHHS
MEAMYHUX pPecypciB, pPO3poOJEHOI ONTUMANbHOI CTpaTerii MEHEIKMEHTY Ta
MYJIBTUIUCIUILTIHAPHOTO MIIXOY.
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Hayionanvnuti meouunuii ynisepcumem imeni O.0. bocomonvys (m. Kuig)

Beryn: CydacHa MeauuuHa aKTUBHO PO3BUBAETHCS y HANPSMKY IE€pCOHAi3aLli
JIarHOCTHMKY Ta JIIKYBaHHS HAa OCHOBI KOMIUIEKCHOTO MIAXOAY 10 KOXKHOrO natienTa. (s
KpaIlloro pPo3yMiHHS TMaToreHe3y Oyab-sAKOi MaToJorii HEOOXIMHI JaHl He JIMIIE
METa0O0IIYHOT0 OOCTEKEHHS, a 1 0COOJIMBOCTI T€HETUYHOI CKJIaI0BOI.

[imoroHagn3M — CHHAPOM, IO XapaKTEPHU3YEThCS HEIOCTATHICTIO (PYHKIIIH
CTaTeBHX 3aJI03 Ta MOPYIICHHSM CHHTE3y CTaTeBUX TrOpMOHIB. CympoOBOIKY€ETbCS HE
JWIEe HEIOPO3BUHEHHSM 30BHIIIHIX YU BHYTPIIIHIX CTAaTEeBUX OPraHiB, BTOPUHHUX
CTaTeBUX O3HAK, a W BHPAXKEHOI KOMOPOIMHOIO TATOJIOTIEI0 TAaKOK K, pPO3Jaau
KUPOBOTO Ta OLIKOBOrO OOMiHY (OXHpIHHAM a00 KaxeKCi€lo), 3MiHAMHU KICTKOBOI
CUCTEMH, CEpLEBO-CYIMHHUMH TMOPYUIEHHSMU Ta MEHTAIbHUMH JUCQYHKLISMHU 1
3aTPUMKOIO pO3BUTKY. OCHOBA JaHOI MATOJIOT1i Mae crieliu(p1uyHy TeHETUYHY CKJIaJ0BY.

Merta: Ha oCHOBI cydyacHHX HAyKOBHX JOCHIDKEHb Ta MOKA30BOI'0 KIIHIYHOTO
BUIIAJIKY, MMOKAa3aTH OCOOJMBOCTI JIarHOCTUYHOTO MOIIYKY 1 ()€HOTHUIIOBOTO MPOSBY Ta
NepCcoHI(PpIKOBAHUX TEHETUYHUX Bapialliii MaIll€HTIB 3 TIOTOHAU3MOM.

Marepianu i MeToaM:

B poGoti Oyiu BUKOpPUCTaHI KIHIKO-T€HEAJIOTTYHUM, CHUHAPOMOJIOTTUHHMA
MOJIEKYJISIPHO-LIUTOT€HETUYHUN aHai3 Ta CEKBEHYBAaHHS [€HOMY.

[IpoBenennii aHani3 TreHiB-KaHAWAATIB TinoroHaausMy. I[Hdopmariito 1po
TE€HETUYHI Bapiallli BAKOPUCTOBYBAJIM 13 BCECBITHBO BIIOMUX 0a3 JaHuX, Takux Sk GWAS
(Genome Wide Asossation Study) kartasor ta NCBI (The National Center for
Biotechnology Information) Ta ixmm.

Pesyabtatu: Ilamient B, 2013 p.H. [lepunatanbHuii, TE€HETHMYHUUA Ta
HEBPOJIOTTYHUM aHaAMHE3 OOTSIKEHI.

JlutnHa Ha naucnaHcepHoMmy crnoctepexeHHl 3 giarHo3om: CHYI. Cunugpom
Acnieprepa? [Iporpecyroue oxupinus. Jucmimiaemis.

[Ticns mepBUHHOI KOHCYJbTAIlli Ta BUBYEHHS KIIHIYHOI KapTHHH, (DEHOTHUITY,
icTopii XxBOpoOHM, OyJ0 BCTaHOBIJICHO, IO €TIOJOTIUYHMK (akTOp Ta BITHOCHA HE
cnenu@ivHICTh CUMITOMIB, SIKI CIIOCTEPITalOThCs y JAUTHHU TOTPEOYIOTh JIETaIbHOTO
MeTabOoIIuHOT0, MOJIEKYJIAPHO-TEHETUYHOTO OOCTEXKEHHs JJii BCTAHOBJICHHS TOYHOTO
niartosy. bynu HazmaH1 BiINOBIIHI peKOMEHIalli.

@DeHOTUIIOBO: CTaH JTUTUHU 3a0BUIbHUHN. [luTuHA y 10OpOMy rymopi, BIAKPUTUN
JI0 CIUJIKYBaHHS, IPOTE 3BEPHEHY MOBY PO3yMI€ YaCTKOBO, HE MOKE 30PIEHTYBATUCH Y
BIJINOBI/II, MOCTIMHO MUTAaE MiAKa3Ky y MaMu. HepBye, Koiau HE MOXKe BIJIMOBICTH, ajie
MOCMIXa€ThCsI, IHKOJIM TOBOPUTH HE 30BCIM JIOPEUHI CJIOBa, SIK1 B3arajl He MOB’s3aHl Mk
c00010. 32 OCTaHHI TPH MICSI[l MOMITHO NpruOaBuB y Ba3l. CTurmansHuil. Bizyani3zyorbcs
O3HAKM JMCIIIA31l CIIOTYYHOI TKAaHUHM, BaJbl'yCHA MOcTaBa. €BHYXONOAIOHUHN (heHOTH.
['enikomactia.  I[ligmkipHO-)XKMpOBa  KIITKOBMHA  po3BUHEHa  AoOpe.  JutuHa
rinepTpodiyHOi CcTaTypu, BI3yaIbHO TYpProp IIKIpH Ta M SI3€BUH TOHYC 3HUKEHI,
BUpa)KeHa «JIPsIOITICThY HIKIPH, OCOOIMBO Ha MEPEAHIN YepeBHii CTIHIIL.

B HeBposoriunomy cratyci 0e3 0coOIUBUX 3MiH, AUTHUHA MA€ 3aTPUMKY HEPBOBO-
NICUXIYHOI JISUTBHOCTI Ta JeeKTH MOoBIIeHHS. BpasnuBuii. CXubHUM 10 HABIIOBaHHS, HE
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30BCIM MPaBWIHHO AU(EPEHIIII0E eMOIIIi Ta BUNHKH JIIOJICH, MPOTE JIOOUTH CIIJIKYBaHHS
3 OAHOJIITKAMH Ta MEHILIOIO CECTPOIO.

[Tamient mpoitmor JIHK giarHocTuky Ta TecTyBaHHS 3a  JOIIOMOTOIO
XPOMOCOMHOTO0 MikpoMaTpuuHoro aHamizy (XMA), Tak sk (EHOTUIIOBI O3HAKHU
cnenudiyni. Bussiaeno aucomiro xpomocomu X. Mo3zaiuna ¢opma. PiBeHb Mo3ainm3my
23%, mo Bianosigae cunapomy Knatndensrepa, mozaiuda gpopma (23%).

Xoya, panime TmMamieHT OyB OOCTEXXEGHHM 3a JOMOMOTOK CTaHIAPTHOTO
KapioTuryBaHHsl 13 pe3yiapTatoM — 46 XV, HOpManbHUN YOJOBIYUN KapiOTHIL.
XpomocoMHux aHoMamiii He BusBieHo. Lllo He 30BciM Oyno AOIIIBHO, BPaXxOBYIOUH
0COOJMBOCTI aHaMHE3Y Ta (PEHOTUTIOB] O3HAKH.

3akiII0YeHHA:

Ha ocHOBiI mpoBeieHOr0 KIIIHIKO-T€HEaJO0T14YHOr0, CUHAPOMOJIOTIYHOIO aHali3y,
(EeHOTUNOBUX OCOOJIMBOCTEH MAIlEHTKH, JOMOMDKHMX METOIIB OOCTEXKEHHS, Ta
BpPaxOBYIOUM F€HETUYHUI aHAMHE3, MOKHA 3POOUTH BUCHOBOK:

- aHAJII3YI0UM HAYKOBY JITEPATypy Ta OCOOMCTI KJIIHIUHI CIIOCTEPEKEHHS, MOKHA
KOHCTaTyBaTH, 10, Ha PO3BUTOK METa0OJIYHUX 3MIH Ta MATOJIOTIYHHMX IPOIIECIB B
OpraHi3mMi JWTUHU BIUIMHYJIH SIK XPOMOCOMHI aHOMallii Tak 1 TE€TepO3UrOTHE Ta
TOMO3UTOTHE (TeHH JIpyroi (pa3u JeTOKCHKallil) HOCIMCTBO BIAMOBIAHUX I'CHIB;

- aKTUBHICTH (DEPMEHTIB, K1 PETYIIOI0Th MOJIMOPGHI IeHH, Y T€TePO3UT0T-HOCIIB
3a3BMYail BJIBOE MEHIIE BIJ CEPEIHbOI I MOMyJArii. Ko MeTaboNIuHUM MUISIX
NEePEBAHTAXKEHUN PEUOBUHOIO, JUISl yTHIII3alli SKOro MmoTpiOeH AepeKTHHl (hEepMEHT,
3/IaTHICTh OpPraHi3My MEPETBOPIOBATH HAJIMIIKOBUN METa0O0JIT 3HMKEeHa. B miTepatypi
OMKCAaH1 JaHl, IO 3aCBIAYYIOTh HAsBHICTh MOAIOHUX MOPYUIEHb € MPUYMHOIO OLIBIION
CXHJIBHOCTI T€T€PO3UTOT JJO COMAaTUYHUX, IMYHOJIOTTYHUX, HEBPOJOTIYHUX Ta MCUXIYHUX
3aXBOPIOBAHb.

Jiarno3 ocHoBHMil: cunapomy KnaltndensbTepa, mo3aiuna popma (23%).

Cynythiit: CnagkoBa xBopoOa 3 HeMporeHeTHUHUM cuHApoMoM. [lopyiieHHs
OOMiHy JiMiAiB, BITaMiHIB Ta MIKPOEJIEMEHTIB, CIpPKOBMICHUX aMiHOKHUCIOT. CUHIpOM
nuciiasii crnoyiydHoi TkanuHu. CHHIpOM MITOXOHIpianbHOI auchyHkiii. [lopymenns
reHiB mepmoi Ta Japyroi ¢as3u IeTOKCUKAIlll KCeHOOIOTHKiB. 3aTpUMKa PO3BUTKY
MoBJeHHs. [luchynkiis renato-OimiapHoi cuctemu. DepmMeHTaTUBHA IUCQYHKITIS.
CuHIIpOM MIIBUIIIEHOT eMiTeMaTbHOT MPOHUKINBOCTI. [lopyiieHHsI MiKpOOHOTO Me3axy
KHUIITKIBHUKA.
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