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KABYKH CUHAPOM

Kabuki - MKB Q87.0

Kabuki Syndrome
MHKb 0 87.0

Kabyku cuaIpoM e peTka reHeTcka 00JIeCT Koja ce mojaByBa mpH exHo oxa 32.000
HOBOpPOJICHYMEbA. M3rienot Ha 60HOTO nete (PeHOTUIIOT) MOTCeka Ha IIMUHKATA Ha aKTEPHUTE
BO HajCTapuOT jallOHCKH TeaTap, KaOyku.

Axrepute Bo KaOyku TeaTapoT HaJABOPEUTHHOT arojl Ha OYMTE TO [IPTajie Harope 1 HacTpaHa. Bo
JIe1 Of] IuTeparypaTa ce ynorpeOyBa n3pa3or ,,CHHIPOM Ha KaOyku mMuHKa“. [Tonekorani ce
ynotpe0OyBa u enuMoHn4YHOTO nMe Nitkawa-Kuroki cunapom. Ounre 6une nocedbHo
uctakHyBaHu Bo Kabyku. MHOTy akTepu ro *pTByBaJle CBOETO 3/[paBje U LpTaje MOroJeMH OUH.
Kora npezncraBara 3aBpiiryBajia, akTepoT € 3aMp3HYBaJl, IO yCMepYBaJl HOTJIeI0T BO e{Ha TOYKa
U TY UCKOCYBaJI 04MTe. 3a 0Baa 00JecT € 3HaUUTeeH CeU(PpUUHHOT U3IJIe]] BO KOMOMHIIMja CO
AymeBHa 3aoctaHaTocT. McrpaxyBama Ha amuiin co KaOyku cHHApOM OTKpHUBaaT JeKa
IIPEOBJIayBa aBTOCOMHO JJOMUHAHTHO HAClIeAyBame.

Hcropuja

3a npB naT e onmmiana Bo 1981 ronuna ox janonckute nokropu Nitkawa u Kuroki. ITpBoTto
UCTpaXKyBame Mokaxaio jaeka 58 ox 60 nemna co oaa 6onect ce janonnu. [loBeke on enHa
JerieHrja, oBaa 00JeCT BO MeIUIIHATa Ouiia TpeTupaHa Kako jarmoHcka oomect. Bo 1992 roauna
Beke OMJI0 OYUTIIeTHO JieKa JyI'eTo 0/1 CUTE pacu MoxXar jAa ja uMmaat Oonecra. Cirydan Ha
6onecra 6uiie oTkpuenu Bo CeBepHa AMepuka, apadcku apxasu u benopycuja.

IIpuunHM 32 CHHAPOMOT
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ETtnonorujata He e BO LIETIOCT pa3jacHETa U MOKPaj TOJIEMHOT OpOj UCTpaKyBama. 3aCTaleHOCTa
e eqakBa kaj nBata nosia. Bo 2011 roguna 6une npernenanu 110 pamunuu co pumunujapes
Kabyku cuaapom u Bo 81 o cirydaute O6miia otpkuena MLL2 renercka myraniyjaa, HO Toa He €
abcomyTeH mokasareln Ha Oojecra. /lujarnosara ceymre € OCHOBHA Bp3 KIMHUYKATa CIHMKa, a
HOBH HCTpaXyBamba IIOCTOjaHO ce U3BeyBaar.

3Hanu Ha 0oJiecTa

Niikawa u copaboTHUIINTE, OTKAKO aHKETHpaJie TOBEeKe HaYYHHIU, U30paie 5 TJIaBHM 3HAIU Ha
Kabyku cuHIpomorT:

- H3IJIeJ — JI0JITM OYHU Kallaly, CBUTKaHU U YeCTO UCIPEKUHATH BE'H, IIUPOK U CIIECKaH
HOC CO paMeH BpB,

- MaToJIOTHja Ha 4epenoT U MUKpoledanuja, rorcko ycHo He00, 3a0HU aHOMAIUH, 3aCTOj
BO PacToT, KPaTKH MPCTH (0COOCHO METTHOT MPCT), 3r0JIEMeHa MOOMIIHOCT Ha
3r1000BUTE, CKOJIN032

- H3MEHETH JepMaToriudu Ha IPCTHUTE,

- MHTEJEKTyallHa IONPEeYeHOCT o1 paznuyeH crenel. [Ipoceden 1Q e 60-80. [euara co
OBOj CHHJIPOM Ce€ TIOBEKEe CKIIOHU KOH ayTH3aM,

- I[IOCTHATaJlHa 3a0CTAHATOCT BO PaCTOT.

Jpyru cuMOTOMU/3HAIIN:

- MATOJOTHMH Ha KapAHOBACKYIapHHOT CHCTEM, BPOACHHU CPLIEBHU 00JIECTH

- XHUpypILIKa NaToJOryja - Kuia (marno4yHa, MHrBUHAIHa, AMjadparmaiiHa), aTpe3uja Ha
aHyCOT

- mpobnemu rpu abcopOiuja- Mmamadbcopbuinja, TMCKUHE3M]a Ha OUIapHUOT TPAKT

- MATOJIOTHja HA YPUHAPHHUOT TPAKT - JUCILIA3UH, TOJKOBHUYACT OyOper, pa3ienyBame Ha
OyOpexHOTO JiefeHue, OOCTPYKTH]ja Ha ypETPUTE

- MandopmMaum Ha HaIBOPEIIHUTE MTOJIOBH OPTaHU - KPUIITOXHUIEH3aM, MUKPOTICHH]a

- HMMYHUTET - Jlellata 4ecTo uMaaT HHPEKIMY Ha TOPHUTE PECIUPATOPHH MATHILTA U
BOCIaJIeHU Ha Tutykara. Ce cllydyBa U BOCIaJIEH! HA CPETHOTO YBO.

- eHJOKpHMHA IaToJIOTHja - XMIIOTJIMKeMH]a, TujabeTec, BPOAECH XUIIOTEPOUAN3AM,
nebenoct. Moxke fa Omie HaMaJIeHO HUBOTO Ha XOPMOHOT 3a pacT. JleBojunmaTta nMaar
IpepaH MoJIOB pa3Boj.

- XEeMaToJIOIIKU HapylIyBama - UANOMATCKa TPOMOOIIMTOIIEHUYHA ITypITypa, aBTOUMYHA
XEMOJIMTUYHA aHEMU]ja, OJUIMTEMHja, HOHATalIHA XUIepOnInpyonHeMuja.

- HapylIyBama Ha CETWJaTa - MUOIATH]ja, aCTUTMAaTH3aM, HETIOTIOJIHA aTpoduja Ha OUHUOT
HEpB, U3ryda Ha CIyXOT.

- HEBPOJIOIIKA MaTOJIOTHja - Of] paramke MOXKE /1a ce HaMasaT peIeKCUTe 3a IUIAke U
ronrame. [lapanusa Ha HepBU, HUCTarMyc, crpabuzam. Exna TpeTuna o nenara umaar
MYCKYyJIHa XUIIOTEH3H]ja, KOja MOXKe Ja Tpae 1noaoiro. Bo tex Ha pacror, Aenara
320CTaHyBaaT MCUXOJIOMIKH U (PU3UYKH, Joara J0 HEYCKIIAZEHOCT BO IBUKECHETO U
3aKacHyBambe MPHU pa3Boj Ha TOBOPOT. MOKe Ja Ce jaBH TPeceHmhe Ha pareTe Win
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crananata. Enunerncuja ce mojaByBa BO CUTE BO3PACHU IPYIH, a IIPU KEHCKUTE €
I10YeCTa.

Jujarno3a na KaGyku cunapomor

JlujarHosara € OCHOBaHa Ha KJIMHUYKATa CIIMKA, a Ce MOTBPAYBA CO MpeErje]l Ha XpOMO30OMHUTE.
MomeHTaTHO € BO TEK UCTpakyBame 3a MyTalija Ha reHoT MLL2. Hekon npyru reHeTcku
0oJiecTH UMaaT CIIMYHH KapaKTEPUCTUKH U 3aTOa € BaxkHa AudepeHnnannara qujarnosa. Co
ynoTpeba Ha rojieM O0poj 1abopaTOPUCKH UCTPpaKyBama Tpeda Ja ce OKTPHjaT MOKHHUTE
HapylIlyBamba Ha OJPECHU OPTaHU U CUCTEMHU.

JlekyBame

Crneuunduyna tepanuja He moctor. Ce KOPUCTAT TEPANUU U MHTEPBAHIIUY 32 TIOCTOCYKUTE
HapyIIyBamka, XUPYPLIKO JEKyBamka MPH CPIEBH MaI(OpMaIiH, TUIACTUYHA HHTEPBEHIIHja MIPH
nedomapija Ha TBpAOTO HeOo u cii. [Ipu HaManyBama Ha CIIyXOT € MOTpeOHa KOHCYIITaIUja Co
OPJI crienimjanuct U JOHECYBama OJJTyKa 3a cirylieH anapar. Jlenara co KaOyku cHHIpOMOT
“MaaT nmotpeda oJf MpUIaroayBame Ha COIUjATHOTO ONKPYXKyBame. PaMUIInuTe UMaaT motpeda
OJI TICUXOJIOMIKA U MaTepHjaiHa MOPIIKA 32 OATJICAYBamke Ha TAKBO JCTE.

Bo janyapckoTo u3naHue Ha BOJEUKHOT aMmepudky BecHu PNAS Gerre 06jaBeHO HCTpaxyBame
3a TPETMaH Ha JAYIICBHH peTapAanuu npu Kadyku cuaapoMoT. [ TaBHUOT acTieKT Ha Teparujara
e yrnorpeba Ha XpaHa CO MaJIKy Inekepu. TakBara mpexpaHa ja 3roJieMyBa HEBpPOTeHE3aTa.
HcTpaxyBameTo OMII0 H3BeIeHO Ha 1a00paTOPHUCKH IITyBIM Ha yHHBEp3uTeToT Johns Hopkins.
JlokaxkaHO € MOBMCOKO HUBO HAa OOHOBA Ha HEPBHUTE TKHBA BO MO30KOT Ha )KMBOTHHTE.

ITo3Hato e nexka KETOHCKHUTE Tejla ce MOC/IeanIa o] pa3rpaa0daTa Ha MacTU. Tue HacTaHyBaat
KOra HeMa JI0BOJIHO LIeKepH BO IpexpaHara. Ketonure Bo ofpeieHH c1y4yan IpeTcTaByBaar
XpaHa 3a MO30KOT, HO HCTOBPEMEHO 3rojieMeHaTa KOHLEHTpallja MoXe Jia JielyBa U Ha
(YHKIIMOHUPAHETO Ha LIEHTPAJIHUOT HEPBEH CHCTEM.

23-ti OKTOMBPH ¢ JIeH 3a MOIUTHYBAKkE HA CBECTA 32 OBA 3a00JTyBakE CE MPOCIaByBa BO MHOTY
JPKaBH.
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