OITHC OCHOBHHX XBOPOB TA CHHAPOMIB
AIOOHHH

I'EHHI XBOPOBH

AyTOCOHO-ZOMiHaHTHI

Xopess TenTHHrToHa. DBoHa Tpamnagerbcd 3 4YaCTOTOIO
npubanzao Big 1 : 10 000 mo 1 : 20 000. MyranTHUY reH HD-
huntingtin, IKUU CHOPUYHHIOE II€ 3aXBOPIOBAHHS, AOKAaAI30BaHUU ¥
KOPOTKOMY IIA€Yi 4YeTBEpPTOi XpoMocoMH. MyTallia 1oasgrae y
30iABIIEHHI KiABKOCTI TpUIAeTHUX 1ToBTOPiB (LAl miagaHKY reHa, dKa
KOIY€ KIHIIEBY YaCTHHY MOAEKYAH 0OiAKa XaHTUHITHHY, (QYHKILS
dKOTO IIOKH III0 He BimoMa. Y HOPMI KIABKICTH IIOBTOPIB Bapilo€ B
Mexkax Big 11 mo 34 TpumnaetiB. Y XBOpHUX BoHa MoOxKe OyTH Big 37 mo
100 i 6iabmre. Yum OiAbIlie TTOBTOPIB Ma€ MyTaHTHUM I'eH, TUM paHiIle
IIOYMHAETHCSI XBopoba. Y0AOBIKM XBOPiIOTH dYacCTillle, HiXK >KiHKHU.
OCHOBOIO IIATOAOTII € IIPOrpecyrode ypaKeHHd MO3KOBUX KAITUH,
IIepeBaskHO 0a3aAbPHUX SEeP (CMyracTe TiAo), 3a SKOT'0 MO30K XBOPOTO
3a po3MipaMu CKOpouyeThbcd ITpuban3Ho Ha 20—30%.

XapakTepHUMU O3HAaKaMH XBOPOOM € XaoTU4YHI MHMOBIiABHI
CKOPO4YEHHS M'SI31B PI3HUX 4YaCTHH Tiaa Ta PoO3Aa[ TIOBEOIHKH.
3axBOpPIOBaHHS MOXE MOYMHATHCS 3 OLHOTO 3 IIMX CUMIITOMIB abo 3
000x Bigpas3y B Oyab-9KOMY Billi, are HaligacTillle I1epIiri #oro o3HakKu
3'aBagroTbcd B 30—50 pokiB.

Xopea ['eHTHHITOHA pPO3BHUBAETBHCA IIOCTYIIOBO. llepiumu
CUMIITOMaMHU MOXKYTb OYTH HEIOCUAIOYiCTh, METYILIAUBICTD PYXiB, SKi
Hi XBOpUH, Hi HOr0 poaudi He PO3LIHIOIOTH K 3axXBOpIOBaHHS. [IpoTe
3 4aCOM aHOMaAli IIPOrpecyroTh 1 MOXKYTh IIPU3BECTU A0 IHBaAIJHOCTI.
XapakTepHi 4acTi, panToBi, HEPUTMIiIYHI CyZJOMHi pPyXU KiHIIIBOK abo
TyAy0a, MOKAUBI CIIa3MU M'sI3iB 00AWYYSI, CXAUITYBaHHSI, ITOPYIIEHHS
MoBU. [loripiryeTbca KOOpAWHALliS PyXiB i 4yac XoAbOU: BOHA cTae
TaHI[IOBAABHOIO (XOpeigHo10). [TaM'aTh He HOoripIIyeThcd axK A0 Ii3HIX
cTanili 3axXBOpPIOBaHH4A, IIPOTE yBara, MUHCAEHHA Ta BHUKOHABCBKI
dyHKLIi caaburiaroTb BXE Ha caMoMy Iodatky. dacto
CIIOCTEpPIraroThCd  IIPUTHIYEHIiCTh, OadayKicTb,  BiA4Yy>KEHICTb,
ApaTiBAUBICTh, yTpaTa KOHTPOAIO HaJ IIOBEOIHKOKI. Y [IedKUX
BUIIQ/IKaX PO3BUBAIOTHCS MasiyHs Ta HaB'SI3AMBI CTaHU, V 3B'93Ky 3
YHUM ITOMUAKOBO [IiaTHOCTYIOTH HIN30(OPEHIO.

TpuBaaicTh 3aXBOPIOBAHHA Pi3HA, aA€ B CEPEIHBOMY CTAHOBUTH
15 pokiB. Y pasi paHHpOrOo mno4datky (mo 20 pokiB) maToaAorig
CYIIPOBOIKYETbCH CTIMKUM [MiABUINEHHSIM M'930BOrO TOHYCY,
IOPYLIEHHSIMU KOOpAMHAIll pyXiB Ta IPOTPecye IIBUAIE (CepenHd
TPUBAAICTh — BICIM POKIB), MOXKAHWBI 4aCTi €IIIACIITUYHI Hallaau.




Y GiabIIOCTi BUIIAAKIB Xopess ['€eHTUHITOHA BUABAIETHCH B 40—
S50-piyHOMY BIlli HOPOTPECYIOYHMMHU MHMOBIABHUMH pyXaMH, SKi
CYIIPOBOIKYIOTBCH CyZoMaMH M'd3iB, a TakKOX BHPaKEHUMU
IICUXIYHUMU pPoO3AagaMUu (HOPYILEHHSIMU HaM'dTi, NPUTHIYEHICTIO,
cripobamMu caMorybCcTBa, BTPATOI €MOIIIHOTO KOHTPOAIO 3 YaCTUMU
criaraxaMu po3ApaTyBaHH4A Ta arpecii).

Xopess T'eHTHUHrTOHA OOTAXKEHA THUM, IO O3HAKH IIATOAOTIi
3BUYaANHO BUSIBAAIOTHCS B CEPEIHBOMY Billi, KOAU OaraTo XBOPHX y3Ke
MaroTh AiTed. Ilicad moSIBHM CUMIITOMIB TPHUBAAICTh XKUTTHA CTAHOBUTH
no 15 pokiB. lle moBiAbHe 3racaHHs € OdOOATKOBUM [I3KEPEAOM
II€peXUBaHb [Ad XBOPHUX Ta ixX pimHux. ['eH, 110 KOAye XOpero
['eHTUHITOHA, NOMIHAHTHHMN, BiH 3aBXKIU BUABASETHCS, TOMY HGKIIO
ypaxkeHUY o1H i3 6aThKiB, BipOTiAHICTb HAPOIKEHHS XBOPOI JUTHHU
cTaHOBUTH 50%.

CrnenndpiyHe AiKyBaHHS 3axBOpPIOBaHHsI BiAcyTHe. Posaagu
PYXOBOiI AKTHUBHOCTI Ta MOBEAIHKU 3MEHIIYIOTH 3aCTOCYBaHHAM
AEeIKHUX MEAUYHUX ITpernapaTiB.

Cunapom Mapdana. Bin moadrae y CUCTEMHOMY YypaxKeHHI
CIIOAYYHOI TKaHHHU 1 XapaKTEePHU3yEThCSI BHCOKOIO II€HETPAHTHICTIO
Ta Pi3HOI0 eKCIIpecuBHicTIo. Moro yacTora craHoBUTh 1 : 10 000—20
000. XBopoOy 3yMoBAIOE wMyTallia reHa FBN1, Aokaai3oBaHOIoO y
JOBIOMY IIA€Yi XpoMocoMHU 15. BUaBA€HO BEAHKY KIABKICTH MyTalliid
IIbOI0 T€Ha, II0 CHPUYHUHIOE 3HA4YHy KAIHIYHY [TOAIMOP(HICTH
3axBoproBaHHd. 'en FBN] koaye cuHTe3 Oianka ¢ibpuaiHy, 110 €
CKAQIIOBOIO CIOAYYHOI TKaHUHU 1 3abe3neuye 1ii IIPYyKHICTE.
BaokyBaHHA CUHTE3y IILOTO 0iAKa IIPU3BOAUTH A0 ITiABUIIIEHOTO
PO3TATaHHS CIIOAYYHOI TKAHUHH.

Cunnpom Mapdana Bpaxkae oIOPHO-PYXOBY, CEPIIEBO-CYAUHHY
CHCTEMH Ta OpraHu 30py. XBOpPi MarlTh XapaKTEepPHUNU 30BHIIIHIN
BUTASIZ: BHCOKUU 3piCT, acTeHiuyHy (KBOAy, caabKy) crartypy.
[TopylIieHHI OIIOPHO-PYXOBOI CHUCTEMH — II€ HENIPOIOPIIHHO AOBIi
IHaAbLll (AQpaxXHOOAKTHAIS — «IIaBYKOBIi» IIaAbIll), BUAOBXKEHHUU 4YepeTl,
aedpopmalliss TPyaHOI KAITKM (BOPOHKOIIOAiIOHA abo KiaeromibHa),
BUKPHUBAEHHA xpebTa, HaaMipHa PYXOMICTh CyTAOOiIB,
IIAOCKOCTOIIICTh. XapaKTEepHUMHU IIOPYILIEHHIMH CEPLEBO-CyAUHHOI
CUCTEMU € BUIIMHAHHS MITpaAbHOTO KaarmaHa B 0ik AiBoro
repencepas, PO3LUIUPEHHS aopTU y BUCXIAHOMY abo dYepeBHOMY
Biodinl 3 PO3BHUTKOM aHEBPHU3MHU (BuUIIMHAaHH4). [laToaoria opranis
30py IoAdra€e y KOPOTKO30POCTiI BHCOKOIO CTYIIEHd BHACALIOK
IiABUBUXY (200 3CyBYy) KpPHUIIITAaAUKa Ta Pi3HOMY KOABOPi padayzKHOI
000A0HKHU. MOXKyTb TpamAdTHCS TaKOX  IIaxXxOBi, CTETHOBI,
AiacdpparMasbHi TPUKi, iIHOAI — OIIyIIEHHS HUPOK, eMdi3eMa AeTeHiB,
ocAabAEHHS CAYXY aK [10 IIOBHOI rAyXoTH. [lompu BCi 1Ii ITOpyIIeHHS,
IICUXIYHUHY 1 pO3yMOBUH PO3BUTOK XBOPHUX BiAIIOBiAa€ HOPMI.




TpuBaaicTh KUTTS XBOPOro Ha cUHApoM MapdaHa 3ymMoBA€HA
CTYIIEHEM ypasKeHHd CepleBO-CyAMHHOI CHCTEMH 1 cdrae B
cepeaHbOMYy 35 POKIB.

AiKyBaHHS I€PEBaKHO CUMIITOMATHUYHE: AIKU AL YIIOBIABHEHHH
pyHHyBaHHS aopTH, TOPMOHAaABHI IIpenapaTH [OAd CTUMYASIIi
IIPOIIOPIIIHHOIO  CTATEeBOIO  OO3piBaHHYA  [iBYar. [To3uTUBHO

BIIAUBAIOTh Macax, AlKyBaAbHa riMHacCTHKAa, IHKOAHU —
PEKOHCTPYKTHBHA CEPLIEBO-CYAUHHA Xipyprid.
Cunapom XoaTa — Opama (CHHOPOM «pyKa—cepler). Bin

CYIIPOBOIKY€ETHCSI MHOXKHUHHUMU ITPUPOIKEHUIMHU BaJaMU PO3BUTKY.
HacToTy 3axXBOPIOBAHHS IIOKHU II10 HE BU3HAYEHO.

Myrtaiii rema TBXS, po3ramoBaHOro B [OOBIoMy IIA€dYi
XpoMocoMHu 12, mOpu3BOAATH OO BIACYTHOCTI MOro HNPOAYKTY,
BHACAIZIOK YOI'0 PO3BHUBAETHCS XBOpoOa.

Kainigyaa KapTHUHa CUHIAPOMY Xoara — Opama
XapaKTepPU3YEThCS aHOMAaAIIMH BEPXHIX KIHIIBOK 1 IPUPOIKEHUMHU
BagaMu ceplis. [leeKTu po3BUTKY PYK BapilolOTh Bifl HEIOPO3BUTKY
YU BiZICYTHOCTI IEPILIOTO MaABIS KHUCTiI abo HOoro Tprox(gasaHroBOCTI
[0 HEeIOPO3BUTKY abo IIOBHOI BiZICYTHOCTI HpOMeHeBOi KiCTKH 3
dopMyBaHHAM MHpoMeHeBOi KOCOpPyKocTi. HacTile BpazkaeTbcd AiBa
pyka. CriocrepiraloTbCd M 1HIII CKEAETHI 3MIHU: HEJOPO3BUTOK
AOTIATOK 1 KAIOYHIIb, CKOAi03 (0OKOBe BHKPUBAEHHSI XpebTa),
BOpPOHKOIIONiIOHA maedopMallid TpyauHU, BUKPUBAEHHS Mi3HWHIIS,
3POIIEHHS IIAABIIB, HEAOPO3BUTOK IHIINX MHaABIIB KHCTI. ¥ 50%
XBOPUX MIEPILINHN ITaA€llb HE IIPOTUCTABACHUN PEILT] I1aAbIiB KHCTI.

Y Oiapmarocti xBopux (mo 85%) mposaBasSioThCS Ppi3HI dopmu
IIPUPOMKEHUX Bax cepud: AedeKTH  MiXKIIEepeAceEpPAHOI Ta
MIKIIIAYHOYKOBOI II€PETOPOAOK, BiAKpHUTA apTepiasbHa IIPOTOKa (3a
HOPMOIO HagdBHa B KPOBOHOCHIN CUCTEMI MTAOAY), 3By?KE€HHH aOpTH Ta
AeTeHeBoi apTepii, BUITMHAHHA MITPaAbHOIO KAariaHa B OiK AiBOro
repeacepad TOIO. [HTeAeKT XBOpUX Ha cuHApoM XoaTa — Opawma, 9K
IIpaBUAO, 30epiraerbcda. [IporHO3 KUTTA 3aA€XKUTH Bifl TIXKKOCTI
YPazKeHHS ceplid.

AikyBanHa cuHApoMy Xoata — Opama 1mioadrae y
MeIUKAMEHTO3HOMY 3aro0iraHHi po3BUTKY iH(EKIIHHUX XBOPOO
cepld (HaIpuUKAad, €HAOKApAUTy) Ta PEKOHCTPYKTUBHIN Xipyprii
CEPLIEBUX IIEPETOPOAOK YU KAAIIaHiB.

I'EHHI XBOPOBH

AyTOCOHO-pElleCHBHI

MyxoBicuumo3. CroaakoBe 3aXBOpPIOBaHHS, OOyMOBAEHE
CUCTEMHUM YpPasK€HHSIM YCiX €K30KPHUHHUX 3aA03 OpraHizaMy —
O6poHxOAETEHEBOI 1 3KOBYHOI CHUCTEM, KUINKiBHUKA, IIiAIIIAYHKOBOI
3aA03H, MEYiHKU, CAMHHUX, IIOTOBUX, CAI3HUX 3aA03, 110 IPU3BOAUTH
[0 YTBOPEHHHd B'YI3KOr0 CeKpeTy. B'a3ki BHUOIA€HHA 3aKyIIOPIOIOTH




IIPOTOKHU 3aA03, HAKOIIUYYIOTHCH TaM 1 YTBOPIOIOTh KICTH (IaTOAOTIYHI
IIOPOKHUHU), 1110 CIPUYHNHLE MOPYILIEHHI iX PyHKITIHN.

Lle 3axBOpOBaHHS — OMHE 3 HAUTSXKYHUX Ta HAWUIIONIUPEHIIINX
MOHOT€HHHX XBOPO6 AuTadoro BiKy. Moro gacrora masg Kpain €Bponu
Ta [liBHiyHOI AMepuKu Bapiroe B Mexax 1 Ha 2000—
4000.HOBOHAPOMKEHHUX; y KpaiHax A3ii TpanAsIeTbCS PiOKO.

'er mykoBicuumo3dy CFTR aokaasizoBaHUU B 32-My CErMEHTI
JOBroro Imaeda 7-i XpoMocOMH 1 Koaye OiAOK-peryadaTop
TpaHCcMeMOpaHHOI ITpoBiAHOCTI HOHIB XA0py. HuHi Bimomo morag 900
IIaTOAOTIYHUX MyTallilli IIbOTO I'€Ha, IE€PEeBasKHO AEACILN TPHOX Iap
OCHOB. Y pa3i TOMO3UTOTHOCTI MyTaHTHUX aA€A€H IHOTO I'eHa aHIOHU
XAOPY 3aTPUMYIOTBCS B EIITEAlaABHUX KAITHHAX, IIIACUAIOIOTH
IIOTAMHAHHYA  KaTioOHIB  HaTpilo Ta  BOAYU,  CIPUYUHIOIOYU
«BHUCYLIIYBaHHS» CEKPETIB €K30KPHUHHHUX 3aA03.

KainiuyHi mposiBU XBOpPOOM PO3BUBAIOTHCS AUIIIE ¥ TOMO3UTOT 3a
aHOMaABHHUM T'€HOM. Y TeT€pPO3UTOTHHUX HOCIiB IIFOr0 I'eHa 3BHUYAMNHO
HE ITPOSIBASIOTHCHI CUMIITOMH 3aXBOPIOBaHHS.

AK1o0 o6o€ 6aThKiB € Hociamu nedeKTHoro asead reHa CFTR, To
BipOTIAHICTh HAPOMIXKEHHS MUTHHU 3 MYKOBICIIU030M 3a KOXKHOI
BariTHOCTi piBHa 25% . [Ipu 1pOMy IIOAOBHHA OiTe€H MOXKe CTaTH
HOCIIMH aHOMaABHOTO reHa. YAkmio HocieMm reHa CFTR € TiABKH OOUH
i3 6aTbKiB, TO IOAOBHHA AiTeH, BiporiqHO, OyAyTH reTe€PO3UTOTHUMU
HOCiIMU IIhOT'O TIeHa, a Hebe3reKa HapPOMIXKEHHSI XBOPOi AUTUHU
BiICYyTHA.

iTam, ypakeHUM MYKOBICIIHI030M, IpUTaMaHHa CXUABHICTb [0
IIOBTOPHUX OpPOHXITIiB, ITHEBMOHIiM, PO3BUTKY CHaOaHHS YaCTUHU
AETEeHI, XPOHIYHUX KHIITKOBUX 3aXBOPIOBaHb, 3arlaA€HH4
IIiAITAYHKOBOI 3aA03H, 3alopiB, BUNAAaHHsS HOpamoi Kumiku. [Ipu
IIbOMY CIIOCTEPIra€eThbCd IIOraHe CIpUMMaHHA KUPHOI iXi, piaki Ta
JacTi BUIIOPOXKHEHHH, 3aTPUMKa (Pi3UYHOro PO3BUTKY. Y YOAOBIKIB i3
JacoM MOKe ITPOosIBUTHUCH Oe3naigHicTb. CepeaHs TPUBAAICTD KHUTTS
XBOPUX Ha MYKOBICIIHM/I03 CTaHOBUTH ITpubAM3HO 30 POKiB.

[ast miaTHOCTYBaHHS MYKOBICIIMI03Y KOPHUCTYIOTBCSI aHaAi3oMm
IIOTy Ha MiABUINEHUN yMICT HMOHIB HaTpil0 1 XAOpPYy Ta IHIIMUMU
KAIHIYHUMU ITOKa3HUKaMHU (PYHKIIIOHAABHUX ITOPYILEHb AUXAABHOI Ta
TPaBHOI CUCTEM.

AiKyBaHHS  MYKOBICIIMA03y IIE€PEBa*XHO CHUMITOMAaTHYHE.
3acTocoByOTH 3acobu, IO PO3PIMKYIOTH MOKPOTHUHHS, (pepMeHTHi
Iperapatyd [OAd IIOAINIIEHHS II€PEeTPaBAIOBaHHS KUPIB ixi. [lag
60poTHOU 3 iH(EKITi€EI0 BUKOPUCTOBYIOTh aHTHOIOTUKY 3 TOIIEePEIHIM
BHU3HAYEHHSIM 4YYyTAUBOCTI BHOiAeHOTO 30ymHHKa. MOXKyTh OyTH
KOpHUCHUMU pizioTeparneBTU4YHI MeToau. OmHuM i3 BUAIB dizioTeparrii
€ AlKyBaabHa (Pi3KyABTypa, sIKa OXOIIAIOE€ IIUKA aKTHUBHOIO AWUXaHH4,
ayTOTEHHUN Ta PyXOBUU APEHAXK ACTE€Hb Y IIOEAHAHHI 3 I€PKYCUBHUM



MacaxkeM (IIOCTYKyBaHHSI IIaABLIIMU pPyK). MeTa AlKyBaabHOI
Qi3KyABTYPH — BUIAA€HHS MOKPOTHHHSA 3 OpOHXiaABHOTO IepeBa.
[HKOAM 3a HeOOXiZHOCTI 3aCTOCOBYIOTH XipypriuHe BTPYyYaHHS
(KMIDKOBa HENPOXiAHICTh, HAKOINHWYEHHS IIOBITpPsA YH Tas3iB y
IIOPOKHUWHI IIA€BPU A€r€Hb, IIE€PECAKyBaHHS OpPraHiB — AEreHb,
[IE€YiHKHU, MiAIIIAYHKOBOI 3aA03H).

[ieTa xBOoporo He MHOBUHHA OyTH oOMeskeHOIo. KaaopifiHicTh
xapuyyBaHHa Mmae gocaratu 120—150% Bim HOpMaabHOiI, HIPUYOMY
35% 3a paxyHOK KuUpiB. OOOB'SI3KOBHM € [O0JATKOBE BXKUBaHHS
BiTaMmiHiB A, D, E, K.

Huni akKTUBHO poO3po0AdIOTH METOAU TIeHHOoi  Teparii
MyKOBicuao3y. OCBO€HO TeXHOAOTIIO KAOHYBaHHS [JHK HOpMaapHOTO
reHa. [loBeneHo, 1110 ii BBEAEHHA B KYABTYPY YPaKE€HUX KAITHUH yCyBae
aedpekT MeMOpaHHUX KaHaaiB. Ha#BiporigHiomw TKaHUHOIO-
MIIIIEHHIO € eIiTeAlll MUXaAbHHUX INAIXiB. /JOCAIMHUKH HaMAararmTbCsa
CTBOPUTH CHUCTEMH II€EPEHECEHHS T€HIB Ha OCHOBI BEKTOPIB —
aZleHoBipyciB Ta aizocoM. [o mmpobaem, MOB'SI3aHUX i3 T€HOTEPAIi€I0,
HaaeXKaTh: AyKe HU3bKUH piBEHb I€PEHECEHHS I'eHHOI KOHCTPYKIILii B
eIriTeAlanbHI KAITUHHM, HU3BKUH pPIBEHBb EKCIIPECIi YIIPOBaIKEHOTO
reHa Ta ii INBUAKOIIAMHHUN XapaKTep, PO3BUTOK IMyHHOI BIAIIOBiAl HA
6iA0K BekTOpa aHTUTIAAMHU i parouTaMH, PO3BUTOK MiCHEBUX i
CHCTEMHUX 3allaAbHUX peakKIlil.

OpHUM i3 epeKTUBHHUX CIIOCO0IB ITPOo(PpiAaKTUKN MYyKOBiCIIUA03Y
€ MOAEKYASIPHO-T€HETHYHa IIpeHaTaAbHa [OiarHOCTHKa B CiM'ax
BHCOKOI'O PHU3UKY.

PeHinkeTOHYpiA. Cepem HOBOHAPOMKEHUX dYacCTOTa IIi€l
XBOpoOUu craHOBUTH Hpubau3Ho 1 : 10 000, cepem HUX PO3YMOBO
BimcTaaux miterr — 1 : 1 000.

BiAkY 1Kl y IIAYHKOBO-KHUIIIKOBOMY TPAaKTi PO3LIEIIAIOIOTECH 10
aMIHOKHCAOT, SIKi BCMOKTYIOTBECA B KPOB. 3a HOPMOIO aMiHOKHCAOTA
deHinaraHIH Tig BOAUBOM (epMeHTy eHiraraHiH-4-TiAPOKCHUAA3H,
III0 yTBOPIOETBCA B IIEYiHIN, II€PETBOPIOETHCSI HA aMiHOKHCAOTY
Tupo3uH. CuHTe3ye 1iett pepmeHT reH PAH, KUl po3TallloBaHUU y
24-Mmy cerMeHTI moBroro mnaeda 12-i xpomocomu. Haremep BimoMo
mpuban3Ho 200 MmyTallii 1IbOro reHa, KOXKHa 3 SKUX CIPUYUHIOE
deHiAKeTOHYpirO.

IHKoAM y mDoApyXKHIA TIapi 1 4YO0AOBIK, 1 XKIiHKa MawThb
nedpeKTUBHUM aseAb Iboro reHa. Cami BOHM HeE CTPakOaloTh Bif
HecTadi IIboTO0 PEPMEHTY, OCKIABKU Y KOXKHOI'0 3 HUX HA FTOMOAOTIYHIH
XPOMOCOMIi 3HaXOAUTHCHd HOPMaAbHUM aseab reHa PAH. OmHakK KOAHM
AUTHUHA Bi/l KOXKHOTO i3 TaKUX 0ATBKIB yCIIaIKOBYE aHOMAaAbHUH I'eH,
y Hei po3BUBaEThCS QeHiAKeToHypisa. I[lpu 1boMy HeoOXimHUH
depMmeHT abo He BHUPOOAIETBCH 30BCiM, abo Mae may:Ke CAabKy
AKTUBHICTb. Y KpPOBl1 XBOPOrO HarpoMaKye€TbCd BEAHMKa KIABKICTH




aMiHOKHCAOTU ((eHiAaAaHIHy Ta NOpoAyKTIB 1ii HamiBpo3mamgy
(beniamipoBuHOrpagHa, PEHIAOIITOBA KHUCAOTHU TOIIO), IKi TOKCHUYHI
JASI OpraHi3My, OTPYIOIOTh HEPBOBY CHCTEMY MAUTHUHH, IIKIIAWBO
JIIOTh Ha I1HIII OpraHU 1 TKAHUHU. MOAEKYASIPHUNM MeExXaHi3M i€l
IIaTOAOTII MOCALIKEHO AOCHUTH I'PYHTOBHO.

XBopoba CyIpOBOMXKYETHCSI BUPA3HOIO 3aTPUMKOIO IICUXIYHOTO
PO3BUTKY AUTHHH, dKa, K [IPaBHAO, HE 3aCBOIOE HAUIIPOCTIIIINX
IIOHATH, HE MOXKE€ HaBYHUTHCHI PO3MOBAATHU 1 He po3yMie MoBH. [lepiri
O3HaKH 3'SIBASIOTBCS y ABa-UIICTh MICHIliB. PaHHIMHU cUMIITOMaMu €
3amax IIBiAl («MHIIayui» 3amax), SKUH Ma€ ceda Ta MIKipa XBOPOTo,
Hanaau OAOBaHHS Ta 3araabHe 30ym:KeHHs. XapaKTepHUMH
O3HaKaMM XBOPOOHU € TaKOXK 3HHUIKEHHS M'd930BOTO TOHYCY, CyIOMHI
Haraau. 3a3Buyai 4iTH, XBopi Ha (PEHIAKETOHYPito, — OAAKUTHOOKI
OAOHOAMHU 31 CBITAOIO IIKIPOIO Ta BUPAKEHUMHU IIPOsIBAMHU aAEPTii
CAM30BUX O000OAOHOK. [3 mepmninx AHIB KUTTS B KPOBi TaKoi AUTUHU
[HiABUIIIEHUHN piBeHb PEeHiAaAaHIHY, a 3 CEUeI0 BUOIAIETHCSI HaAMIpHA
KIABKICTE (peHiAmipoBHUHOTpaAHOI Ta iHmMX Kucaor. Came 1i
IIOKa3HUKH BUKOPUCTOBYIOTh OASI AiaTrHOCTyBaHHA (PEHIAKETOHYPIi.

AIKyBaHH4 3aXBOPIOBAHHS 3IMCHIOIOTH MIAIXOM IIPHU3HAYEHHS
MaAODIAKOBOI Mi€TH, I1I0 0OMEIKYE HAAXOMKEHHST (peHIAaAaHIHY 3 I3KEF0
10 MiHiMaABbHOI BiKOBOi ToTpedu. Y Xap4oBUH pallioH XBOPUX BBOAATH
0BOYi, (PPYKTH, COKH, a TaKOXK CIHEIiaAbHi IPOAYKTH 3 HU3BKUM
yMmicToM 6iaka. OcoOAUBY yBary HaaaloThb AOAATKOBOMY BXKHBaAHHIO
BiTaMiHIB, MiHEpaAaABHUX PEYOBHUH Ta MIKPOEAEMEHTIB. [lieToTeparito
IIPU3HAYaloTh Ha TpPUBaAuMd TepMiH (MiHiMymM go 8-10 pokis). Ilig
KOHTPOAEM AlKapsd IIPOBOAUTHECA AlKyBaHHY, CIpPAMOBaHE Ha
CTHUMYASLIIO PO3BUTKY HEPBOBOI CUCTEMHU AJUTHUHH. JIKIIT0 MOT0 royaTu
He IIi3Hillle ABOMICSYHOIrO BiKy, TO B OiABIIIOCTI BUIIQAKiB PO3BUTOK
AUTUHU  BiA0yBaeTbCs IIPaKTUYHO HOPMaAbHO. Y  IIpolleci
JOPOCAIIIIaHHA B OpPraHidMi XBOporo (OpMYyIOTBCH MeXaHi3MHU, {Ki
IIPOTUCTOATDH IIATOAOTIl, 1 BiH, IIPH MIPOBEAEHHI II€EBHOI KOPEKIIi B
Xap4yyBaHHi, MOK€ BECTU 3BUYAWHUU CIIOCIO KUTTS.

l'asakTo3eMisa. BoHa € 3axBOplOBaHHSM, 3a SKOT0o mAedeKT
O/THOTO T'eHa ITPU3BOAUTH M0 3HAYHUX OiOXiMIYHHUX 3MiH B OpraHi3Mi,
III0 CIIPUYHHIOIOTH MOPYILIEHHS PO3BUTKY i HaBITh 3arM0€Ab JUTHHU,
TpanageTrbcd y 1 autuHu Ha 15 000—20 000 HOBOHAPOIZKEHUX.

XBOopoOy CHPUYHMHIOE TOMO3UIOTHA KOMOIHAIld aHOMAaABHHX
aanenel reHa GALT, akuii AOKaai30BaHUHU B 13-My CErMEHTI KOPOTKOI'O
riaeda 9-i xpomocomu. Binomo noHan 50 aHOMaAbHUX MyTallil IILOTO
reHa, IIePEBaKHO y BUTAG] 3aMiH HYKACOTHUIIB.

3axBOpIOBaHHA BUABASETHCH 3 MEPIINX MICAIB XKUTTI JUTUHU
i oB'dA3aHe 3 BUTOJOBYBAaHHAM TPYAHUM a00 KOPOB'STYHUM MOAOKOM.
OCHOBHUM BYTAE€BOJOM Yy MOAOILIlI € MOAOYHHH IIYKOP — AAKTO3a, 9Ka
B I[IAYHKOBO-KHUIIIKOBOMY TpPaKTl pOS3IIEINAIOETBCI Ha  [ABa




MOHOCaxXapHUay — raaakTo3y Ta TAIOKO3y. IIpoTe KAITHHU OopraHisMmy
BUKOPHUCTOBYIOTb TIABKH TAIOKO3y. [aaakTo3a HaTOMICTh (3a
HOPMaAbHUX YMOB) 3a IOIIOMOI0OI0 (pepMeHTy rasrakTo3o-1 -docdart-
ypiauATpaHcdepasy TaKOXK IIEPETBOPIOETHCA HA TAIOKO3Y.

[Tpu rasakTo3emii 1e¥ pepMeHT BiACyTHiN. Y pe3yAbTaTi B KPOBi
HaKOIIUIYEThCS BEAWKA KIABKICTb TaAaKTO3H, sKa OTPyHMHO [mOi€
IIPAaKTUYHO Ha BCi OpraHu Ta TKaHUHU Tiaa AUTUHU. BurogoByBaHHS
JUTUHU MOAOKOM JOCHUTH IIBHUAKO IPUBOAUTE 40 PO3AaAy TPABAE€HHS,
30IABIIIEHHS MEYiHKHU, 3aTPUMKH PO3YMOBOIO Ta IICHUXIYHOTO
PO3BUTKY. BoHa KOBTi€ 1 pi3KO XyAHE, PO3BHUBAETHCA IIOMYTHIHHS
KPHUILITAAUKA, IO CHPUYUHIOE CAINoTy. ['ocTpi dpopMu rasakrTozemii
IPU3BOASATE A0 CMEPTIL Y HEPIII MICAI KUTTSI JUTHUHU.

JiarHOCTYeThCS TaAaKTO3€Mis 4depe3 BHU3HAYEHHI aKTHBHOCTI
depMeHTy rasnakTo30-1-docar-ypiauastTpancdepasu epuUTPOILIUTAX 1
KOHIIEHTPAIlil TaAaKT03U B KPOBI Ta CEYi.

OCHOBHUH MeTO[ AIKyBaHHS XBOPOOU IIOAdATAE y MpPHU3HAYEHHI
HHU3bKOAAKTO3HOI MI€ETU. JIKIIO XBOPIM AWUTHUHI 3 IMEPIINX THXKHIB
XKUTTA HE JaBaTU MOAOKA, TO BOHA PO3BUBATHMETBHCS HOPMAaABHO.
[ast xapuyyBaHHS TaKUX OiTeH pPo3pobAeHi creliasbHiI 0e3AaKTO3Hi
CYMIiIIli Ha OCHOBIi COEBOTO ab0 MHUTIAaA€BOTO MOAOKA. [Ipu 1iboMy mieta
IIOBHHHA BKAIOYATHU JOCTATHIO KiABKICTH OBOYiB, (PPYKTIB, a TaKOK
M'SICO, caao, Kpymnu Toino. KpiM Ai€Th, BUKOPUCTOBYIOTBCS AlKH, 9Ki
CTUMYAIOIOTH (QYHKIIII HEpPBOBOI Ta KPOBOHOCHOI CHCTEM. 3a
HeoOXiJHOCTi 3aCTOCOBYIOTh XipypridHe BTPydYaHHS.

XBopoba Tome (umepebpo3mmos). BouHa He BBaxkaeTbCcd
PO3IIOBCIOZKEHOI0 XBOpoboro (gacrora ii craHoBuTh 1 : 40 000—60
000 HOBOHaApPOMIKEHUX), aAe IIOCiAa€ Cepel CIIaAKOBUX €H3UMOoIlaTit
ocobanBe Miciie, 60 € IIPUKAAQIOM YCIIITHOTO PO3BUTKY MOCAIIKEHD
Takux naroasorifi. Tak, masa xBopobu [ollle BU3Ha4YeHO IEPBUHHUN
GioxiMiuHUM nOedeKT, MOCAIMKEHI CTPYKTYpPHU HOPMaAbHOro 0iAka i
HOPMAaABHOI'O T'eHa, PO3PO0AEHI Ta BOPOBAIKEHI B IPAKTHUKY METOIU
depMeHTO3aMiHHOI Tepalrii, a B OKpeMUX BUIIaJIKaxX 3aCTOCOBYIOTH
TpaHCHAAQHTAlIlll KPOBOTBOPHUX KAITHH, OKPECAEHO HAIIPSIMH T'€HHOI
Teparrii.

[Ia xBopoba 3ymoBAeHa myTalli€ro reHa GBA, A0Kaai30BaHOTO B
21-Mmy cermenTi moBroro naeda 1-i xpomocomu. 'er GBA KOHTPOAIOE
cuHTe3 pepMeHTy OeTa-I-rarokonepedpo3nga3u, dKuil 6epe yJactb y
PO3ILETIAEHHI TAIOKO3HAIIEpaMiZy Ha TAIOKO3y Ta liepaMin.
JocaifizkeHHST TaTOAOTiI Ha T€HHOMY PiBHiI YCKAQAHIOETHCSA 3HAYHOIO
KiAbKiCTIO (moHan 100) pi3sHOMaHITHHUX MyTalid TreHa, 9Ki
BiIPi3HAIOTHCH Pi3HOI0 aKTUBHICTIO (PEPMEHTY TFAIOKOIIEpeOpOo3uaa3H.

HacaigkoMm MyTalii TIeHa € HeOoCTaTHS  AaKTUBHICTD
rAIOKOIlepeOdpo3uasu, 1110 CIIPUYHHIOE HaKOIIMYE€HHS
TAIOKO3HUALIEpaMiLy B Al3ocoMax  A€HKOIUTIB, 3AaTHHUX [0




darormTosy. Po3mipu Takux KAITUH HENOMipHO 30iABHIVIOTHCH
(kaiTuHU Nomre). KaiTuHu 'omie yTBOPIOIOTHECSI B TKAHUHAX T'OAOBHOTO
MO3KYy, II€YiHKH, CEA€3iHKH, 4YepPBOHOTO KICTKOBOIO MO3KY,
AIMQaTHYHUX BY3AIB Ta iHIINX OPTaHiB, 110 € XapaKTEePHOI 03HAKOIO
natoaorii. HarpomamskeHHd 1epebpo3uay B KAITHHAX HEPBOBOI
CUCTEMU CIIPUYUHSLE 11 pyHHYBaHHSI.

Po3pi3Ha0Th OUTSIYy Ta IOHAIBKYy QopMu xBopobu [orre.
Jutsada opma IIPOABAIETBCSI B IMEPIi MICHAIll XKHUTTI 3aTPUMKOIO
i3MIHOTO Ta PO3yMOBOIO PO3BUTKY, 30iABIIIEHHSIM KHUBOTA, II€YiHKU
Ta CEA€31HKH, YCKAQAHEHHSIM KOBTaHHs, Clia3MaMu ropTaHi. MoxkAUBI
AUXaAbHa HEOOCTATHICTH dYepe3 VIIABHEHHSI AE€reHeBOi TKaHUHU,
cynomu. CMepTh XBOPOi AUTHHH HACTYIa€ IIPOTATOM IIE€PIIOrO POKY
KUTTH.

[iarHoctyioTb xBopoOy [Toime Ha migcraBi BU3HAYEHHS
aKTUBHOCTI depMeHTy Oera-I-rarokollepebpo3ugasu B AEHKOIIHUTAX
XBOPOTO Ta OMHOTO 3 0ATHKIB, a TaKoXK y (pibpobaacTax (KAITHHAX, IO
YTBOPIOIOTE BOAOKHA) IIKipu. KpiMm Toro, 3mificHIOI0TE aHaai3d [IHK
AEUKOIUTIB XBOPOTO Ta OAHOIO i3 6aTHKiB.

[oHenaBHa He O0yA0 epeKTUBHUX 3aC00iB AIKyBaHHS ypaskKeHHUX
xBopoboro Tomre. Tepamisa Masa HepeBazkHO YAaCTKOBUU XapakTep
(Buman€HHS  CeA€3iHKH, TpaHCHAQHTAIlid KICTKOBOIO  MO3KY,
oOMeKeHHd PYyXOBOi aKTUBHOCTI To110). HaTtenep 11e 3axBoproBaHHS
CTaA0 IIPEAMETOM MIKAUCIIUIIAIHAPHOTO BUBYEHHS TI€HETHUKHU,
opToIedii, reMaToAorii Ta MOAEKyAdpHOi 6ioaorii, 110 maso 3Mory
OOI'pyHTYBaTU Ta BUKOPUCTATU HOBI METOIU AIKyBaHHSI.

Huni aikyBanHa xBopoOu [omie, Ha BigMiHY Big IHIIUX
FreHEeTUYHUX  3aXBOPIOBaHb, BBaXXalTh  BHCOKOE(EKTHUBHUM.
[To3suTuBHiI pe3yabTaTu 3abe3nedyye QepMeHTO3aMiHHA Teparid -
peryagpHe BBeZIeHHsI B KpPoB (pepMeHTYy OeTa-I-rarokoiiepebpo3ngasy,
KUY YCHIITHO BUKOHYE CBOIO (DYHKIIIIO.

I'EHHI XBOPOBH

ITaToAoOrii 34uenaAeHi 3i craTTiO

Finodocharemiunun paxit I Tuny - HalnomupexHimle
3aXBOPIOBAHHS Cepe AUTSIYUX PaxiTiB, 4acToTa SIKOTO CTAHOBUTH 1 :
25 000. Bono 3ymoBaeHe myTalliero reHa PHEX, aokaaizoBaHoro Ha
KOPOTKOMY TIIA€di X-XpOMOCOMH, SKHUNM KOHTPOAIOE peadcopOIlito
(3BopoTHE TIOTAMHAHHS) ¢ocdaTiB y HHUPKOBUX KaHAABIEIX Ta
KUIIEYHUKY. [laToAorida roadgrae y pi3KoMy 3MEHIIIEHHI KOHIIEHTpAaILlii
HeopraHidyHoro d¢ocdopy B KpoBi (rimodgocdaremis), L0 MoOxKe
IIPU3BECTU [0 IIOPYILIEHHS IIPOILIECY IIEPETBOPEHHS HEAKTHUBHOI
dopmu BiTaMiHy D Ha aKTHUBHY.

XAOTIYUKHU XBOPiIOTH TsKYe, HIXK [AiBYaTka, 00 BOHH
IEMO3UTOTHI, a AiBYaTKa TeTEPO3UTrOoTHI 3a IIUM T'eHOM. Y MaTepiB
JEIKUX XBOPUX CIIOCTEPIrar0ThCd KAIHIUYHI O3HAKHU ITATOAOTIi y BUTAS 1




nedopmaliii KicTok adbo HU3BKOT'0O 3POCTY, B iHIITUX BUSABASIETHCS AUIIIE
rirmocpocdaTeMiss HATIIIECEPIIE.

[Tepiri o3HAKKW XBOPOOHM CTAIOTH ITOMITHI Ha MOYATKY APYroro
POKY XKUTTA abo Mi3Hille, KOAU [OAUTUHA BYHUTHCH XOIUTH.
[IpuBepTaloTh yBary xXuTKa («KaduHa») XOOa, 3MEHIIIEHHS PyXOBOi
aKTUBHOCTi, HH3BKOPOCAICTh, Hapoctatrodye )( abo ()-momibHe
BUKPUBAEHHS I'OMIAOK 1 MEHIII BUpaxXKeHa AeopMallid pelTu YacTuH
CKeAeTa.

[HOmi muUTHHA IepecTae XOAUTHU depe3 00Al B KicTKax. Y XBOPUX
MOXKAHWBi CIIOHTAHHiI IepeaoMHu. [IcUXidYHO AUTHHA PO3BUBAETHCS
HOPMAaABHO, aA€ CTa€ MOBYA3HOIO, HE CITIAKYETBCS 3 OQHOAITKaMu. Y
[iBYaTOK XBOPO0Oa BUSBAIETBLCS yV AETKiH (popMi — AHIIIEe 3aTPUMKOIO
pocty Ta rinodgocdaremicro. [Homi 3axBoOprOBaHHS ITPOXOAUTH 0Oe3
AIKYBaHHSI, aA€ IIOHOBAIOETBECS B JOPOCAOMY BIIll, HAITPUKAA Y KIHOK
ITIiJT YaC BATITHOCTI Ta AaKTallii.

AlKyBaHHA  3araAbHOBU3HAHUMH  Oo3aMu  BitamiHy D
6e3ycminiHe. XBopoOy MOKHA YaCTKOBO MOMOAATH AHUIIIE BXKUBAHHIM
BEAUKHUX /103 aKTHBHUX MeTaboAITIiB IIbOTO BiTamiHy. AiKyBaabHHH
KOMIIAEKC Ilepeadadae TaKoXK IIperapaTH Kaabllito Ta docdopy. Y
pasi TAKKUX yparkeHb CKEAETa 3aCTOCOBYIOTH OPTOIIENNYHI 3acobu, a
3a HeoOXimHOCTi i XipypriyHe BTpydaHHs. [3 MeTor0 3amobiraHHd
nedpopMallii KicTOK HEMOBASITI HE Jal0Th HAATO pPaHO CTaBaTH HAa HOTH
Ta XOOUTH.

M'sizoBa aucTpodia [lroumieHa € IIONIMPEHOI0 Ta TIXKKOIO
HEPBOBO-M'130B0I0 XBopoboro. [i wacrora cranosuts 1 : 3000—5000
HOBOHAPOZKEHUX XAOITYHKIB. 3axBoprOBaHHS 3YMOBAEHE
IIOPYIIEHHSIM CHUHTe3y 0iaka pgucrpodiny, reH grkoro (DMD)
AOKaAiI30BaHUU Y KOPOTKOMY IA€Yil X-XPOMOCOMH.

[Tepiri 03HaKM XBOPOOU y BUTASIAI YTPYAHEHDb IIPU BCTaBaHHI 3
IIiJAOTH YU IIiCASI IIPUCIAAHHS 3'dBAFIOTHCS Y TPU—II'SITh POKiB. XBOpi
He BMIiIOTh OiraTu Ta CKakKaTH.

3axBOpIOBaHHSA IIOASITA€ y IIporpecyroditt mucrtpodii m'asziB i3
IIOCTyIOBUM 00 14—15 pPOKIB 3HEPYXOMAEHHSM OUTHHU. M'da30By
TKAHUHY 3aMIHIOE JKHMPOBa Ta CIIOAYYHA, ITIOYMHAIOYMW 3 M'd3iB HIir.
O3HakKM XBOPOOM MPOSBASIOTBCS Ha TiAl IIOCTYIIOBO 3HU3Y BTrOpPY,
IIOPYLIYETHCS  MOTOPHKaA  IIIAYHKOBO-KHIIIKOBOTO TpakTy. Ha
3aBepLIaAbHIN cTamii aTpodis 3aXoIAroe M'd3U O0AWYYS, TAOTKH Ta
AUXaAbHI M'd3H, TTOPYILYIOThCS (PYHKILI ceplis. ¥ ITOAOBUHH XBOPHUX
MO3KAWBE 3HHUXKEHHsI iHTeAeKTy axk n0 AebiabHocTi. BOHM THHYTH
IIPOTATOM APYTOTO-TPETHOT0 AECATUAITTS KUTTH.

AiKyBaHHS, CIIpIMOBaHE Ha HNiATPUMAaHHS (Pi3UYHOI aKTUBHOCTI
(cmeiianbHa AlKyBaabHa TIMHACTHKA), Ta HOKPAILEHHS YMOB XXKUTTS
rnaifieHtTa Masoe(eKTHUBHI. BHKOpPHUCTOBYIOTH IHOpPOTE3H, 4dKi
JoIIoMararTh XBOPHUM pPyXaTUCS Ta YIHIOBIABHIOIOTH (QOpPMyBaHHH




CKOAio3y. 3a mogBH OOMEXKEeHHSI PYXAHMBOCTI CYyTrAoOiB IIoKa3aHe
Xipypriuse BTpy4dYaHHd. J[lAg YIIOBiAbBHEHHSI PO3BUTKY XBOPOOHU
IIpU3HA4YaATh MEAUKAMEHTO3HE AIKyBaHH4.

IlirmeHTHa Kcepoaepma. Y pe3yAbTaTi CIIagKOBOTO OE(EKTY
depMeHTIB xeAika3, gKi 6epyTh ydacTb y pernapallii (BiIiHOBAEHHi)
nomkomkeHp JIHK, criocrepiraerbcsa 1ocaabaeHHsT abo IOBHA
BiZICyTHICTb pellapaTUBHUX MPOIECIB ¥ BUMNAAKY YIIKOIXKYBAABHOTO
BriAuBYy Ha [IHK pizHOMaHITHUX MyTareHHHX YHMHHUKIB. YHaCALOK
OBOTO Y AIOAWUHU i [gi€lo YP-IpoMeHIB COHSYHOIO CBiTAQ
PO3BHBAETHCS pPiAKicHaA XBopoba — niemeHmMHa Kcepodepma iHII
Ha3BU — IIirMeHTHa arpodiamkipu Bpokepa, arpodis mikipu 3
MEAAHO30M 1  TeaeaHriekTasigamMu  Helicepa,  mporpecyro4uii
ACHTHUKYASIPHHI MeaaHo3 [Tika). [i momyaqamitina yacrora cTaHOBUTE 1
: 250 000.

3a mirMeHTHOI KCEPOAEPMH Ha BIAKPUTUX YaCTUHAX TiAa y OiTeH
BIKOM Bl TPbhOX MICHIIB A0 TPBOX POKIB 3'SIBASIOTHCS IIIrMEHTHI
IIASMHU, 9Ki IIOCTYIIOBO IIEPETBOPIOIOTHCS Ha IMyXAHMHH. XBOpoba Mmae
HECIIPUATAUBUM IIPOTHO3, 9K [IPABUAO, ACTAABHUH.

Fen 1iei popMu mirMeHTHOI KCEPOAEPMH Ta HOT0o AOKaaizallito
IIOKU 110 HE BHU3HAYEHO. XBOpPi IIOBUHHI YHUKATH IIOTPANAIHHA Ha
IIKIPY COHAYHOI'O IIPOMiHHY, BUKOPUCTOBYBATH COHIIE3aXUCHI KPEMH.
JAs AlKyBaHHS IIITMEHTHOI KCEPOAEPMH 3aCTOCOBYIOTH CIHEIliaAbHI
apoMaTHU4HI Ta KAITUHOBITHOBAIOBAABHI AlKH.

I'EHHI XBOPOBH

MiToXOHApiaABHiI XBOpPOOH

ATpodis 30poBHX HepBiB Aebepa. Bimomo nmpuHaiMHi AeCIThH
TOYKOBUX MYyTallill "'eHiB, MOB'S3aHUX i3 cuHapoMom Aebepa. BoHu
3YMOBAIOIOTE 3aMiHy Ti€i 4M IHIIOI aMIHOKHCAOTH B OJHOMY 3
depMeHTIB — pAerigporeHas, IO € MIPUYMHOIO IMOpPYLIEHHd HMOro
AKTUBHOCTI. YHACALOK ILIOTO 3aXBOPIOBaHHA Aroau y Bimi 20—30
POKiB Maiizke IIOBHICTIO BTpavaoTh HEHTPAABHUH 3ip yepes3 aTpodiro
30POBHUX HEPBIB Ta AEereHepallilo TaHTAIO3HOTO Iapy KAITHUH CITKiBKH.
XBOpPiIOTh HepeBazKHO 4YOAOBIKH (80—85%). BusaBaeno, mio y 95%
BUIIAJKIB IIPUYHHOIO IIATOAOTI] € MyTallii B TPhOX MITOXOHAPIaABHUX
reHax—ND1 (mytaunia LHON 3460 A), ND4 (myrauia LHON 11778 A)
Ta ND6 (mytaiis LHON 14484 C). Pemrry myTaliiii, IoB'sS3aHUX i3
xBOopoboto Aebepa, BBaXKalTh «BTOPUHHUMMW». BOHH MOXKYTb
IIOCUAIOBATH [il0 IIEPBUHHHUX MyTallifl, 30iABLIYIOYN PU3UK BUSIBY
3aXBOPIOBAaHHSI.

Cungpom Aebepa — HaHWMOIINpPEHiNIe MiTOXOHApPiasbHE
CIIaIKOBE 3axXBOPIOBAHHS, MHOro dYacTroTa B €BpOIi CTaHOBUTH
rmpubanznao 1 : 25 000.

AiKyBaHHS 3iHCHIOIOTH MIperapaTaMi, siKi ITOAIMIIYIOTh 0OMiH
PEYOBUH, PO3UINPIOIOTH CyOUHH, Ta BiTaMiHaMu,




dizioTepanneBTUYHUMU 3acobamu (EAEKTPOCTUMYALILiS,
MarHITOTepalrris TOIIO).

HeHnpomaTisg, aTakcig Ta mnirMeHTHHH peTHHIT. 1[I0
KOMIIA€KCHY XBOPOOY CIIpHYMUHIOE TOo4yKoBa myTallis NARP 8993 G B
reHi ATPase 6, skuii konye oauH i3 depMeHTIiB ATP-cuHTETa3HOTO
KOMIIAEKCY. 3axXBOPIOBaHHSI PO3BUBAETHCS 3a HASIBHOCTI Y KAITHHAX
70-90% anomaapHOi MT/IHK. O3HakamMum maToaorii € 3aTpuMKa
PO3BHUTKY, PO3yMOBa BiICTAAICTb, IIPOTPECYIOYE 3BYKEHHH 30POBUX
II0AIB Ta HiYHa cAintoTa, 6iAb Ta MOPYIIEHHS YyTAUBOCTI V BiAIIOBIIHUX
30HaxX iHHepBallii, po3aa KOOpAUHAIIll JOBIABHUX PYXiB 1 HEHpOoTreHHa
M's130Ba caabkictb. Bimomo mnpuHatiMHi 15 ¢opM HirMeHTHOTO
PETHHITY (IIporpecyiode 3BYKEHHS 30POBHUX IIOAIB Ta HiYHA CAIIIOTa),
CIPHUYMHEHUX [JOMIHAHTHHUMHU Ta PELECHBHUMH MYyTalliIMH T€HiB,
AOKaAI30BaHUX y HU3IIL ayTOCOM Ta X-XPOMOCOMI.

XBopoba Aesi. Skuio myrantHa [HK cranmoButhk moHazm 90%
yciei MmTIHK, To po3BUBa€eThCA iHIIIA IATOAOTiA — XBopoba Aes, gka
XapaKTEPUIYETHCS YPasKeHHIM I'OAOBHOTO MO3KY, aTpodi€ro 30poBUX
HEPBIB, 3HMKEHHSIM TOHYCY M's131B, p03AaJ0M KOOPAMHAIIIl JOBIABHUX
pyXiB, MHUMOBIABHUMH PHUTMIYHUMHU pPyXaMHU OYHHUX SOAyK Ta
0oOMEKeHHSM IX JOBIABHOI PYyXOMOCTI.

XPOMOCOMHI XBOPOBH

XpomocomHi abepauii

Cunapom AexeHa (CHHAPOM «KOTHAYOro KpHKY»). Bixo
TpanageTbcd 3 9yacToToro 1: 40 000—50 000 >:kuBHUX HOBOHAPOIKEHUX
VHACAIJOK [AeAellii B KOpPOTKOMYy Iaedi 5-i xpomocomu. Poswmip
yTpadeHoro pparMeHTa B Pi3HUX BUNAAKaX 3MiHIOeTbcdA. OOHaK Ha
PO3BUTOK KAIHiYHOI KapTUHH XBOpPOOM BIIAMBA€E HE PO3Mip
yTpadeHoro pparMeHTa, a KOHKpeTHa He3HAYHAa JIATGHKA XPOMOCOMH.
BiabmiicTh geaelliii BUHHUKAE 3aHOBO.

BupasHuM cUMOTOMOM Ili€i XBOpoOM € XapaKTepHHH I1aa4
OUTUHU, 9KUU Haraaye HIBYaHHS KillIKM i 3yMOBA€HUN aHOMaAbHUM
PO3BUTKOM ropTaHi (ii 3By:KeHHSIM, M'dKICTIO XPAIIiB, HAOPAKAICTIO
YU HAA3BHUYAHWHOIO CKAQIYACTICTIO CAM30BOi 0OOAOHKH, 3MEHIIIEHHIM
HaAropTaHHUKA) abo FOAOCOBHX  3B'SI30K. 3axBoproBaHHA
CYTIPOBO/IKYETBCS PIi3KOI0 3aTPUMKOI0 (Pi3UYHOTO Ta PO3yMOBOIO
PO3BUTKY, MiKpoliedaaiero (HaaTo 3MeHIIIeHa TOAOBa). XBOpi MarTh
CBOEPiAHUT 30BHINTHIN BUTASAM: Micdarllerioaioxse AUIIE 3
HU3bKOPO3TalIOBAHUMU Ta nebOpMOBaHUMU ByXaMH,
HETIPOIIOPIIIHHO Masa BEPXHSA IIleAeria, 30iAbIlleHa BiACTaHb MixK
oYynMa, MOHTOAOIJHUM pO3pi3 oUel Ta emiKaHT (BEepTUKaAbHA CKAQIKA
IIKIpU Y BHYTPIIIHBOMYy KyTi OYHOI IIIAMHH), KOCOOKICTb.
CoocrepiratoTbCd aHOMAaAll OIIOPHO-PYXOBOi CHCTEMH, TiIIOTOHIA
M'd3iB  (3HMXKEHHSI iX TOHYCY), KAUIIOHOTICTh, IIAOCKOCTOIIICTD,




3POIIEHHS CYMiIXKHHUX MAaABIIIB HIT, YHUCA€HHI Baau ceplid. BiAbIIicTh
AiTelt momupae paHo, auile 10 10% gocsararoTs 10-pidHOTO BIKY.

[3 BiKOM Taki [OlarHOCTH4YHI O3HAKH, SIK «KOTAYHUU KPHUKD»,
MicailernogioHe oO0AMYYS Ta TilOTOHId M'd3iB, 3HHKAIOTh, Aase
MiKpolledanida Ta po3yMoBa BiICTAAICTh CTAIOTh HOMIiTHIIITUMHU.

ANiKyBaHHS AUIIIEe CUMIITOMATHU4YHE: 3aco0H, sKi CTUMYAIOIOTH
IICUXOMOTOPHUH PO3BUTOK, AIKYyBaABHUH MacaxX 1 riMHaCTHKA.

Cunapom Boabdba — XipmxopHa. UMoro crpuyuHIOe
IIEPEBAsKHO MEA€Ilid B KOPOTKOMYy IIAedi 4-1 xpomocoMu. Po3mip
AeAellii Bapilo€e Biff HE3HAYHOTO [0 TAKOTO, III0 3aXOIAIOE ITOAOBHHY
AUCTaABHOI (KpallHbOI) YaCTHHHU KOPOTKOI'O IIA€4a XPOMOCOMH.
BusBaeHO, 110 OIABIIICTh AEA€Ilii BUHUKAE 3aHOBO. [lopsan i3 HUMH
IIaTOAOTII0O Yy HOBOHApPOIXKEHUX MOXKYTh BHUKAUKATH I1HBEPCii Ta
aynaikaiii. Yacrora 3axBoproBaHHa He Beanka — 1:100 000 xuBux
HOBOHAPOZKEHUX.

O3HmakamMu cuHapoMmy Boapda—XipuixopHa €  YHCAE€HHI
BPOIKE€HI BaAU PO3BUTKY, 3aTPUMKa PO3yMOBOTO Ta IICUXIYHOTO
PO3BUTKY. Bara XxBopHx HOBOHAPOIKEHUX HE BEAMKA, HE3BaXKaAIO4U
Ha HOpPMaAbHY TPHBAaAICTh BariTHOCTI. XapakTepHe MiKpoledaais,
A3bobormoaibHUM Hic, elmiKaHT, OITyIleHi 30BHIIIIHI KyTH OYHUX II[AWH,
aecpopMoBaHi BYIIHI pPaKOBUHH, pO3IIENIA€HA BepxHsS TIyba Ta
nigHeO6iHHA, MaA€eHBKUHN POT, AeddOpMOBaHi CTOIIU TOILIO.

XBOpl [MOiTH MarTh HHU3BKY XKHUTTE3MATHICTH 1 IIOMUPAIOTH
II€PEBAasKHO A0 IEPIIOTrO POKY KUTTH.

XPOMOCOMHI XBOPOBH

IIopylleHHsA KiABKOCTi ayTOCOM

Cunapom [ayHa. lle Bce6iuHO BUBUEHA XPOMOCOMHA XBopoba.
YacTtoTa CHHOPOMY Cepen HOBOHApOMKeHUx nocarae 1l: 700—800
(0,12—0,14%) i He Bapito€e 3a 4aCOBOIO, ETHIYHOIO abo reorpadiyHO0
03HAaKOI0 y 6aTbKiB OTHAKOBOIO BiKy. 3araabHa IONyAdILifiHa YacToTa
raToAorii 3HayHO Bulla, 60 TmoHand 2/3 ypaskeHUX IIAOAIB T'HMHE M0
HapoKeHHd. YacToTa HapOMKEHHd mOiTel i3 cuHapoMoMm [layHa
3aAe€XXUTh BiA BiKy Mmarepi (npubamszHo 80% BuUINAAKiB) i MEHIIIOO
Miporo Bing Biky Oatbka. Tak, y marepiB Bikom 20 pokiB BoHa
craHoBUThH y cepenuboMy 0,06%, a BikoM 45 pokiB — 3%, y Oy=XKe
MoAOnMX MaTepiB (mo 18 pokiB) gocsarae 2%. CHOiBBiZHOIIIEHHS
XAOITYHKIB 1 AiIBYATOK Cepel XBOPUX CTAHOBUTH 1:1.

Y 6iapIIocTi BUNAAKIB (0 94%) y XBOPUX BUSBALETHECA IIPOCTA
TpucoMia 21-oi xpomocomu (kapiotun 47, XX (XY) + 21). Ho 4%
3axXBOPIOBaHb Ha CHHAPOM JlayHa CHPHUYHHEHI TPaHCAOKAIIIMH
JOBroro maeda 21-oi XxpoMoCOMH IepeBazkHO Ha 14-Ty XpoMoOCOMY.
HeBeanka (mo 2%) dyactka mited i3 cuHapoMoM [layHa mMae Mo3aidHi
dopmu (47 + 21/46).




Cunapomy [layHa BAACTUBI TaKi OCHOBHI A1arHOCTHUYHI O3HAKH:
MOHTOAOIAHI 04i (KOCO PO3MIillleHi, 3 €iKaHTOM), IIIUPOKE IepPeHiccs,
necpopMoOBaHi BYIIIHI pPakKOBUHU, HAMNiIBBIOAKPUTHH POT, 30iABIIIEHUH
A3UK, KOPOTKi IIIHsI, KUCTI Ta CTOIIU ToIIo. HasBHe TakKoxK 3Ha4YHE
BiiICTaBaHHA y POCTI Ta CTATEBOMY PO3BHUTKY (XBOpPi, 9K IIPaBHAO,
6e3nainHi). XBopoOy YacTo CYIIPOBOMKYIOTH BaIu Ceplisd, OpraHiB
TpaBA€HHS, HEBPOAOTIYHI po3aaay (KOCOOKICTh, MUMOBIABHI PUTMIYHI
KOAWBAaABHI PYXU OYHUX SI0AYK, HU3bKHUH TOHYC M'sI3iB Ta iH.).

[TcuxiuHi po3aragyu BUABASIIOTBCS Y BUTASIAL oAirodopeHii Ha piBHI
nebiapHOCTI (IQ = 51 - 70) abo imbermmabHocTi (IQ = 21 — 50).

MenuyHa mornomora OiTaM i3 cuHapoMoM [layHa HecrnenudiyHa
Ta pi3HOMaHITHA. BpomkeHl Baau ceplisd BUIPABALIOTH XipypPridHO.
XBopi noTpedyioTh IIOCTIHHOTO YBasKHOTO JOTAINY,
3araAbHO3MIIITHIOBAABHOTO AlKYBaHHd, IIOBHOLIIHHOTO Xap4YyBaHHS.
[IpodrinakTHKa Toadrae y 3arobiraHHi 3acCTyIHUM Ta iH(EeKIiHHUM
3aXBOPIOBAHHSIM.

3a BiACYTHOCTI BHPaXK€HUX BaJ PO3BUTKY ITPOTHO3 OAS KUTTS
CIIPUATAUBUH.

BaraTo xBopux Ha cuHApoM JlayHa 30aTHI BECTH CAMOCTIHHE
KUTTH, 0BOAOAIBAIOTh HECKAQIHUMU ITPOdeCidIMU, CTBOPIOIOTH CiM'i.

Cunapom ITaTay. 3a  yacToTolo (1: 5000—7000
HOBOHAPO/PKEHUX) BiH IOCiHa€e Apyre Miclie Iricad cuHapomy [layHa
cepen ayTOCOMHHX TPHUCOMIM 1 TaKOX HE 3aA€XHUTh BiO craTi. Y
6iabiocti BunagkiB (80—85%) #oro copuumHioe TtpucoMisa 13-i
xpomocomMu npu Kapiotumi 47, XX (XY) + 13. Pemrra BuUNankis
3yMOBA€HA TPAHCAOKAIIiIMU ii (pparMeHTiB Ha iHIIII ayTOCOMHU.

3O0BHIIIIHI 03HAKU CUHAPOMY HACTIABKH XapaKTEpPHi, 110 JA0Th
3MOry Bigpa3y IIiCAS HapPOIXKEHHS BHABUTU II€ 3aXBOPIOBAHH.
Hacamniepen 3BepTatoTh Ha cebe yBary Mikpoliedaaisd, CKOIIeHUuH A00,
By3bKi O4YHi IIIAMHU, 3allaA€ II€peHIcCd, HU3BKO pPO3TAalllOBaHiI Ta
AebopMoOBaHi BYIIIHI pPakKOBHHU ToIlllo. HalixapakTepHiIuMu
30BHIIIHIMH BaZlaMH PO3BUTKY € PO3IENAEHHS BEPXHBOI I'yOu Ta
HiMHEOIHHS, a TAKOXK ITOAITaKTHAIL.

Y OiApLIOCTI XBOPUX HNPOSIBAGIOTBCA BPOXKEHI Bagu ceplid,
OpraHiB TpaBA€HHHd, HUPOK, CTATEBHUX OPraHiB, OpPraHiB 30py.
Ypaxkennsa ITHC magaBHe B 100% BUNaakiB, yHACAILOK YOT0 BCl OITH 3
cungpoMmoM Ilaray BimzHauaroThbCs TAMO0OKOIO imioTiero (IQ = 0—21).

AikyBaHHA fgiTel, XBopux Ha cuHapowm llaray, HecnelrudiyHe:
XipypriuHe BTpPy4YaHHd Yy pas3li BpPOMKEHHX BaZ PO3BUTKY,
3araAbHO3MIIIHIOBAABHI 3aX0[U, PETEABPHUM O0TAd, HpodisaKTHKa
3aCTyOHUX Ta iIHPEKIINHUX 3aXBOPIOBaHb.

TpuBaAiCTh XKUTTS XBOPUX OITEU HE 3HAUYHA — Ha IEPIIOMY POLIi
noMupae 95%. 1o TphoX POKiB JOKUBAIOTh OJUHUIILI.




Cunapom Kaaitdesrrepa. Moro mpuumHOo € KapioTum 47,
XXY. 3a#iBy X-XpoMOCOMY XBOPHUM 3 OOAHAKOBOIO BipOTiAHICTIO MOXKeE
OTPUMATH dK Big 0aTbKa, Tak i Big MaTepi.

Yacrora maroaorii Bapitoe B Mexax 0,5—2,0:1000
HOBOHAPO/PKEHUX XAOMYHUKIB. TparasgioTbcd BapiaHTH 3 OiABIIIOIO
KIABKICTIO X- YH Y-XpPOMOCOM, $IKi TaKOXK CTOCYIOTBCS CHHIPOMY
Kaatindeartepa.

OCHOBHI KAIHIYHI O3HaKH 3'IBAGIOTHBCI B IIepioa HaCTaHHS
cTaTeBOi 3pirocTi. KnacHYHUME HposiBaMU 1€l XBOPOOU € BUCOKUHU
3picT, €BHYXONOAiOHA cTaTypa 3 BY3bKHMH IIA€YHMA Ta LIHPOKUM
Ta30M, TiHEKOMAaCTid (30iABIIIEHHS MOAOYHHX 3aA03), aA€ 1i CUMIITOMHU
Y KOMIIAEKCI TPanAdiThbCS AWIIE B IIOAOBUHI BUNaakiB. Kpim Toro, y
XBOPHUX CIIOCTEPIraeTbCsl CAAOKHUU picT BoAoCCs Ha o00AWYYi, y
IIaXBOBUX 3allaJuHax, Ha AOOKY, TiIOroHagu3M (HEIOPO3BUHEHICTH
S€Y0K), IKUN TPU3BOAUTH OO0 a300CIIepMii Ta cTaTeBOro iHPaHTHAIZMY
(nuTgua noBeniHka). CymnmyTHIMH O3HakaMHu € aedopMallisa BYIIHUX
PaKOBHH, aaomellid (MAIINNBICTE), KaTapaKTa, HaAMIpHUNA PO3BUTOK
BEPXHBOI IIeA€nH, Baau cepla Toiro. OmHakK BOHH HE MaloTh
JlarHOCTUYHOTO 3HadeHHsa. [lo 15% XBopux Ha CHHIOPOM
KaatindeabTepa MaloTb O3HAKHU Aerkoi mebiapbHocTi. Y  pasi
3HAQYHINIONO IIOPYLIEHHdA I1HTEAEKTY CIIOCTEPIraeThCsad  ayTHU3M,
HEIOBIPAMBICTH, CXUABHICTB IO aAKOT0AI3MY, acolliaanbHa IIOBEAIHKA.

AiKyBaHHS CUMIITOMaTU4YHE TOPMOHAABHUMU IIperapaTaMu.

XPOMOCOMHI XBOPOBH

ITIopyllleHHSI KiABKOCTi CTaTe€BHX XpPOMOCOM

Cunzapom IllepemeBchkoro — Tepmepa. Ioro wuacrora
craHoBUTH 1: 2000—5000 HOBOHAPOAKEHHUX IiBUYATOK.

Haityacriiie mpy LUTOT€HETUYHOMY [OOCAIIXKEHHI BHUABASIETHCS
Kapiotun 45, X0, mpoTe TpamnAsiioTbCS iHIII (PopMHU aHoOMaaitl X-
XPOMOCOMH — [eAellii KOPOTKOTO abo AOBroro Iaeda, izoxpomocoMa
(MOHOLIEHTPHUYHA XpPOoMOcCOMa 3 oboMa TOMOAOTIYHUMHU IIA€YUMA), a
TaKOXK P13HI BapiaHTH MO3ai4HOCTI.

JdutnHna 3 cuHapomom lllepemeBcbkoro —  TepHepa
HAPOIXKYETHCS TIABKH y pa3i HeoZlep3kaHHA X-XPOMOCOMHU Biz 6aThKA.
3a HeoTpuMaHHsS X-XpPOMOCOMH Bif MaTepi eMOpiOH T'MHe Ha paHHIX
CTaaigax pPO3BUTKY.

OCHOBHUMH [OiarHOCTUYHUMH O3HAKaMHU Ili€l XBopobu €
HU3BKHH 3picT, HaAOpPSK KHUCTEH Ta CTOIl, ABOCTOPOHHS IIIKipHA
CKAaKa Ha MINi, HU3bKe po3TallyBaHHA Ta aedopmallid BYIITHHX
PaKOBHH, IIIHUPOKa I'pPyAHAa KAITKa 3 IINPOKOPO3MIILIEHUMH COCKaMU,
BPO/XKEHI BaaU CEPIIS Ta HUPOK, HEJOPO3BUHEHICTh MOAOYHUX 3aA03
Ta H€YHUKIB, BIACYTHICTHP MEHCTpyallili, cTaTeBUN 1HGAHTUAIZM.
[HKOAM cHoocTepiraloTbCsa poO3yMoOBa BIACTAAICTh 1 IICHUXOIIATIA




(HeamekBaTHa MOBEMAIHKA Ta HEAOCTATHS collianbHAa agamnTtallis). [Ipu
Mo3aiyHUX popMax KAIHIUHI IIPOSIBU XBOPOOU MiHIMaABHI.

TpuBaaicTh XKUTTI XBOpuUX Ha cuHapowm lllepemieBCbBKOro —
TepHepa HabAMKEeHA 10 HOPMH.

AiKyBaHHA I{OTO CUHAPOMY KOMIIAEKCHE: Xipypriga
PEKOHCTPYKTHUBHA (BPOMAKEHI BaAu BHYTPIIIHIX OpraHiB) Ta
IIAACTUYHA (KPUAOMIOMIOHI CKAQIKU TOIIO), TOPMOHAABHI IperapaTH,
IICUXOTEepPAaIlTis.

CIIAAKOBI XBOPOBH 3 HEKAACHYHHM THIIOM
YCIIAOKYBAHHS

XBOpoOH iMIPHHTHHTY

Cunapom IIpanepa — Biaai. OCHOBHUMU KAIHIYHUMH
IpogBaMH XBOPOOM € HU3BKHUH TOHYC M'sI3iB, HEOOPO3BUHEHICTH
CTaTEBUX OpPTaHiB, OXUPIHHHA, pPO3yMOBa BIACTAAICTb, 3MEHIIIEHI]
PO3MipHU KHCTEM 1 CTOI, a TAaKOK MHOXKHWHHI BaJd PO3BUTKY YaCTUH
Tina. Yacrora 3axBoproBaHH4A craHoBUTH 1:10 000—120 000
HOBOHAPOKEHUX HE3aAE€KHO BiZ CTATI.

Hesny:kaHHa TOYMHAE MNPOSBAATHCA 3 MEPLINX MOHIB KUTTHI
OUTUHU ITpoOAeMaMU 3 TOAyBaHHSIM 4Yepe3 CAaOKICTh CMOKTAABHOIO
Ta KOBTAABHOTO pedAeKCiB. TpuUMaTH roA0OBy XBOPE HEMOBASA IIOYUHAE
IIiCASI IIECTU MICHIIB, CUAITH — ITiCASI POKY, & XOAUTH — Ha TPETHOMY-
yeTBepTOMy poui XuUTTd. [lo pgocdarHeHHI mHiBTOpa-ABOX POKIB
M'SI30BHU TOHYC MIIIHI€, PO3BUBAETHCS BIAUYTTHd IIOCTIHHOIO F'OAOLY —
XBOPUH MO3Ke iCTHU ITpaKTUYHO Oe3repepBHO, BHACAIOK YOTO IIIBUIAKO
PO3BUBAETHCS TAXKKe OXHpiHHA. Cepen Baa MopdgoreHesy dYacTo
CIIOCTEPIiraeTbCsd BUIOB3KEHA TI0AOBa, 30iAbIIIEHA BiACTaHb MiX
CUMETPUYHUMHU OpraHaMU, €IliKaHT, MUTJAAENIOAIOHUN po3pi3 ouel,
«pub'auni» poT.

Maiizke Bci xBopi Ha cuaapoM [Ipagepa — Biaai BigzdHaYarOTHCS
PO3yMOBOIO BIACTAAICTIO PI3HOTO CTYIIEHd axXX MO0 KpauHbOi
IMOEITMABLHOCTI.

AikyBaHHSI CHUMIITOMaTH4He: OieTa 3 oOMeXKeHHAM KHpPIB Ta
BYTAE€BO/iB, TOPMOHAABHI IIperapaTH.

TpuBaAiCTh XKUTTS XBOPUX y CEPEAHBOMY CTAaHOBUTH 25—30

POKIB.
Cunapom AHrearMmaHa. [louaTkoBa HasBa Ili€i XBopoOHM —
CHH/POM «IIIACAWBOI AFGABKH» — BHHHKAQ 4Y€pPe3 XapaKTEePHI KAIHIYHI

IIPOSIBU: HaIlall HEKOHTPOABOBAHOTIO CMiXy, Pi3Ki CyZIOMHi PyXHU PYK,
He3BU4YalHy XOOy, MAE€CKAaHHS [JOAOHSMM 1 cHelnudigyHUE BHUpa3
00Anyusi. /Io OCHOBHHUX KAIHIYHHX ITPOSIBIB CUHApPOMY AHreabMaHa
HaAreXXaTh TaKOXK 3aTPUMKa pPO3yMOBOIO Ta (Pi3WYHOrO PO3BUTKY
(Maaa roaoBa, IaackKa IIOTHAHWIIS, BEAMKA HHXKHA IIIEA€Na, HaITO
IITUPOKHUH POT, PiAKi 3yOM, yacTe BHUCOBYBaHHS S3MKa, HEQOCTATHS



IIiIrMEHTAallis IIKIipHUX [IOKPHUBIB Ta BoAoccda. YacroTa XBoOpobu
cta”HoBUTH 1: 20 000 HOBOHAPOMKEHUX.

[3 BIiKOM y MOUTHHHU OIABII IIOMITHHMH CTAlOTh MOBHI Baiw,
HEPBOBI po3aaau i po3yMoOBa BiACTAAICTBb, IKA MOXKE€ OOCATTH PiBHA
ymioTii.

AiKyBaHHSI CUMIITOMATUYHE.

CIIAAKOBI XBOPOBH 3 HEKAACHYHHM THIIOM
YCIIAOKYBAHHS

XBopobHu excmaHCii

Cunapom MapTtiHa — Beaaa (cumapom aAamkoi X-
XpoMoOcOMH). AaMKicTb X-XpOMOCOMH CIPHUYHMHEHA 3HAYHUM
30iabIIeHHaM B i1 moaekyai [JHK (rer FMR-1) KiABKOCTi TPUIAETHUX
noBtopiB L[IT (CGQG). Y 300pOBHX AIOAEH YHCAO IIUX IIOBTOPIB
KoAUBa€eThcd Big S no S0, a ix 36iabmieHHs moHan 200 Ipu3BoaAUTE 00
IIOIIKO/PKEHHA  X-XpOMOCOMHM Ta  PO3BUTKY 3aXBOPIOBaHHS.
ExcriaHciss TPUHYKACOTHAHUX IIOBTOPIB BimOyBaeTbcda mia dYac
OBOr€He3y, TOMY PO3BUTOK XBOPOOM MOXKAUBUH AUIIE IIPU
repegaBaHHI aHOMAABHOIO T'€Ha Bi MaTepi.

I[Ia maToaorid yCIIagKOBYETBHCS 3a X-34YEIIA€HUM PELECUBHUM
TUIIOM 1 TPaIIAgETHCS IIEPEBAKHO y XAOITYHKIB, XO04Ya BUABASETHCH
TaKOXK y TPETHHHU KIHOK — HOCIiB aHOMaABHOIrO reHa. Yacrora Horo
cTaHoBUTD 1:1250 — 1: 5000 ocib yoaoBidoi crari.

30BHINIHIMU O3HAKaMH XBOPOOU € BHAOBXKEHA TI'OAOBA, BEAUKI
BiZICTOBOypUY€Hi BYILIHI PaKOBHHHU, BUCTyIMAOUYHUH A0D, BEAUKHH Hic,
TOBCTi I'yOH, MacUBHeE ITiA0opiaasi, 30iAbIIIeH] d€9Ka, KHUCTi Ta CTOITH.
HeBpoaoriuHi mopyilleHHd HaW4dacTillle BUABAGIOTHECI HU3BKHUM
M'SI30BHM TOHYCOM, BOJASIHKOIO TOAOBHOTO MO3KYy, [NOPYIIEHHAMH
J[OBIABHOI MOTOPHUKHU I'yD Ta g3UKa. Y BCiX BUNIaKaX CIIOCTEPIraroThCs
poO3yMoOBa BiACTaAIlCTb 1 MOBHI Baau pPi3HOro piBHA. /AiIKyBaHHS
cumniromatuuyHe. Hemorani pesyabratu 3abe3nedye I1oeTarrHa
re[aroriyHa KOpeKITis.




