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BBenenue.

X-cuemiennas aapenoneiikoguctpodus (X-AJIJ]) — HacnencTBeHHoe 3a00I€BaHKE
oOMeHa BeleCTB ¢ X-CUEIUICHHbIM pPELECCUBHBIM THUIIOM HAaCJIEAOBAHMS,
XapaKTEepU3YIOIIEeecs] COYETAaHHBIM MOpPaKEHUEM MEepUPEPUUECKOM, LEHTPATbHOU
HEPBHOM CUCTEMBI U HAATIOYEYHUKOB. SIBIsieTcs Haubosee 4acTol HO30JI0rMYECKOM
dbopmoil U3 TPyNIbl NEPOKCUCOMHBIX 3a00seBaHUi. 3a00JeBaHUE BCTPEUACTCS C
gacToTou 1:20000 5KMBBIX HOBOPOXKIEHHBIX.

[lepBoe onucanre KIMHUYECKOIO cliydas ¢ XapaKTEPHOU CUMIITOMATUKON CAEIaHO
nokropamu Haberfeld u Spieler 8 1910 r., koTopbie HaOIIO[AIN ABYX OOJIBHBIX
OpatbeB, nepBbli peOeHOK MOTH0 B Bo3pacTte § JIET, y BTOPOro KIMHUYECKUE
NpOsIBJIEHUS MAaHU(PECTUPOBAIH C 6 JIET, KOTJa NOSIBUJIMCH U3MEHEHUs MTOBEACHUS,
HapyLIeHUS TaMsTH, KOOPJUHAIIMH, CTAJIO CHIXKATHCS 3pEHUE, MBILIEYHBIA TOHYC
MOBBICUJICS TIO CIIACTUYECKOMY THUITY, MOSBUJIACH TUIEPIUTMEHTALMS KOKHBIX
nokpoBoB. [Ipu maToMopdoIornueckom HcciieJOBaHUU MO3ra Oblla BhISBICHA
JIeMUETNHU3a1Ms, 3a001eBaHUe TONYyUYUII0 Ha3BaHue «IU(y3HbIN
nepuakcHaibHbIN dHIIehanuT». B nanpuelimem ¢ 1980-X ro10B Ha4YaIuCh
aKTUBHBIE OMOXUMUYECKHUE UCCIIEOBaHUS, ObLIIO OOHAPYKEHO MATOIOTUYECKO
HOBBIIIEHNE OYEHb JJIMHHOLIEIIOUYEYHBIX )KUPHBIX KUCIIOT, CBSI3aHHOE C
IEPOKCUCOMHBIMHU HAPYILIEHUSMU.

IlaTorenes.

Hnsa  X-AJI[] omnpenenedn crpykTypHsii ren ABCDI, nokain3oBaHHBIA B
TEPMHUHAILHOM CETMEHTE JUIMHHOTO IIJIeYa X-XpPOMOCOMBI B JIOKYce X (28, KOTOPbIi
ObUT MACHTH(UIIMPOBAH METOJOM IO3MIIMOHHOTO KiIoHHpoBaHUsA B 1993 r. I'en
umeer 19 000 mnap HyKI€OTHAOB, coAepkUT 10 DK30HOB U KOAUPYET
nepokcucoMubpiii  0enok ALDP (TpancmeMOpaHHBIN O€IOK-TpaHCIIOPTEP), Ybe
MyTallMOHHOE HM3MEHEHUE MPUBOJAUT K HAPYUIEHUIO TPAHCIOPTAa OYEHb
JUIMHHOIIENoYeuHbIX KUPHBIX KuciaoT (OALDKK) B mepokcucomsbl. OTCyTCTBHE
nerpananuu HaceimeHHbpIX OJILDKK, moctynaromux ¢ nuimei u CHHTe3upyeMbIX de
NOvVo B MEPOKCHUCOMAX, — OCHOBHOM IMyCKOBOM MEXaHW3M IaTOreHe3a OOJIe3HH Ha
MOJEKYIsIpHOM ypoBHe. B Hopme Makcumanbuble koHUeHTpauun OJIDKK
coliepKaTcsi B MUCIMHOBBIX JIMMHIax (mepedpo3uanl u cynbdatuasl). [leppuunoe
Hapymenue B-okucnenus OJ[IDKK u nx m30bITOK MPUBOIAT K JeCTaOMIM3AINT
CTPYKTYpbI M pacrajgy MHEJIMHA, BTOPUYHON aKTUBALIMM LIUTOKUHOBOI'O OTBETA C
MIPUBJICUCHUEM B IICHTPAIBHYIO HEPBHYIO cucTeMy T-TuMdOIuToB U Makpodaros,
YTO BJIEYET 32 COOOM MOBPEXKICHUE reMaTOdHIIe(PaTuIecCKOro 0apbepa U pa3BUTHE
BBIPOKEHHOW BOCHAIMTENIBHON JAeMuenuHu3anuu. HapymieHnne (QyHKIIUU KOpPBI
HAJIMOYEYHUKOB CBSI3aHO C TOKCUYECKUM JACHCTBUEM XOJIECTEPUHOBBIX A(UPOB C
AHOMAJIBHOM CTPYKTYPOH.



CenekTUBHOE TMOPAKECHUE HAANOYEYHUKOB M CIHHHOTO M TOJOBHOTO MO3ra
SIBJISIETCS OTIMYUTEIbHBIM Npu3HakoM X-AJI/]. Tlpu netckoit nepedpansHoit popme
OTMEYaeTCsl BBIPA)KEHHAs BOCHAIMTEIbHAS PEaKius Oeloro BEMIecTBa TOJOBHOTO
MO3ra C IOpPaKEHUEM TEMEHHO-3aThIIOYHBIX 00JIacTeil, MO30JIMCTOTO TeNa, 3aHEH
JaCTH BHYTPEHHEH KaIlCyJIbl, MUPAMUIHOTO MMYTH, MOCTA | MPOJIOJITOBATOTO MO3Ta.

[Ipy rUCTONIOrMYECKOM MCCIEJOBAaHUU BBISABISETCS yTpaTa MHUEIMHU3UPOBAHHBIX
aKCOHOB U OJIMTOCHIPOLIUTOB, pEaKTUBHBII acTpoLUTO3, acTporyino3. Ha rpanune
JEMUEINHU3AUMA OTMEYAETCsl BBIPAXXKEHHOE IEPUBACKYJIIPHOE BOCIAJIEHUE C
HaKOIUIEHHEM Makpo@aro U JUM(OIUTOB.

Kinunnuyeckasi kapTuHa.

B 3aBucumMocTu ot Bo3pacra Ae0roTa, KIMHUYECKON KapTHUHBI U CKOPOCTU
IIPOTPECCUPOBAHUS HEBPOJIOTMUECKUX CUMIITOMOB BBIJICIISIIOT HECKOJIBKO
kuHudeckux popm X-AJI:

- iepeOpanbHbie (POPMBI: eTCKasi, FOHOIIECKask U B3pociasi;

- aJIPEHOMHUEIIOHEBPONIATHS;

- U30JIMPOBAHHAS HAAMOYCYHUKOBASA HEJOCTATOYHOCTD;

- OeccumritoMHas (hopma Mpu HATUIUU OMOXUMHUYECKUX U3MEHEHUH;
- atunnyHas hopma;

- X-AJIJl y reTepO3uroTHbIX HOCUTEJIbHHUIL.

Hemckas  yepebpanvnas — ¢opma:  XapaKTepU3yeTcs  TOBEICHUYCCKUMH,
MHTEJUICKTYaIbHBIMH W JIBUTATCIIbHBIMU  HapylleHHsMH. Bospact peOrora
NPUXOJUTCST B CpeIHEM Ha Tepuoa S5-8 JeT, mpu 3TOM Yy OOJIBIIUHCTBA JETCH
HEBPOJIOTHUECKAE W TICUXWUYECKHUE PACCTPOMCTBA pPA3BUBAIOTCSA paHbIIE, YeM
KIIMHUYECKUEe U OMOXMMHUYECKHE MapKephl HAIMOYEYHUKOBON HEIOCTATOYHOCTH.
Haubonee wacTeie paHHHE CHUMIITOMBI — THIEPAKTUBHOE WJIH ayTUCTUYECKOE
MOBECHUE, AMN30/Ibl ATPECCUBHOCTH, CHUYKCHHUE TTAMSATH, TIOSIBIISIFOTCS CII0)KHOCTH
oOydeHusi B MIKojie. BCKope MPUCOENUHSIIOTCS MPOTPECCUPYIONIast JAEMEHITHS,
HapYIICHUS TIOXOIKH, CITyXa U 3peHus (B BUAC OCTPOU IMOTEPH 3pEHUSI, TOMOHUMHON
TeMHUAHOIICHH, 3PUTEIBHOW arHo3wu, arpoduu 3pUTEIbHBIX HEpBOB). [lo3mHee
MOTYT TPHCOCIUHUTHCA TPU3HAKKA HAJIMOYCUYHUKOBOW HEJOCTATOYHOCTH —
TUTNEPIIUTMEHTAIAS  KOKHBIX  TOKPOBOB, o00mas ci1abocTh, NEPHOIUUYECKU
BO3HHKAIONAs pPBOTA MW TOMHOTA. Penko B nebroore 3aboieBaHUS MOTYT
HaOmomaThest (oKambHBIE M MyJIbTH(OKaNbHBIE cymopord. s manHo# (hopmbl
XapaKTepHO MEIJICHHOE MPOTPECCHPOBaHUE B HAYAIBHON (haze ¢ MOCISTYIOIIHM
peskum yxyamenuem. [lo Mepe mporpeccupoBanmsi 3a00JEBaHHS PA3BUBACTCS
CIACTHUYECKUI TeTpamapes, CJenoTa, TIIyXO0Ta, CYyIOpOTH, PE3UCTCHTHHIE K



MPOTHUBOAMUIICITHYECCKON Tepanuu. CMepTENbHBIN UCX0]] HACTYIIAET B IEPHOT OT 1
roaa 1o 15 mert ot nedrora 3a001€BaHus.

FOnoweckasn yepebpanvnas gpopma: manudectupyet B Bozpacte ot 10 net g0 21
rojia, Mo KJIMHUYECKUM MPOSBICHUSIM CXOJIHA C AETCKON (HopMOi.

Bspocnas yepebpanvuas ¢oopma: Bctpeuaercs pesiko, COCTaBlIsIeT 0koJio 3% Bcex
cinyuyaeB X-AJIJl, Bo3pacTHOM Hana3oH MaHU(pECTauu BapbUPYETCs B IIUPOKUX
npejenax, B CpeAHEM B MPOMEKYTKE OT Hadaia TPEThETO M0 MATOTO ACCATUICTUS
*u3HU. YacTo MepBbIMU CUMIITOMAaMH SIBIISTFOTCS BRIPa)KEHHBIC TICUXUATPUIECKHE
HapyIIEHUs 10 TUITY MU30(PPEHON0I00HOTO CHHIPOMA,
OBICTpOTpOrpeccupyromas qeMeHIus. Takke MOTyT IPUCOSANMHATHCS 3pUTEIbHBIC
HapyIIECHUs C BBIMAJCHUEM IOJIeH 3peHus, Tucarusi.

Bspocnas ¢opma ¢ adpenomuenoneiiponamueti: Hamboyiee wyactas (opma
3a00JIeBaHUs Y B3POCIHBIX, B CPETHEM MaHH(ECTUPYeT B IpoMexyTke oT 15 1o 50
JIET, TP 3TOM YacTO HAJAMOYCUYHHKOBBIC HAPYIICHUS B BHJIC THIICPITUTMCHTAIIUN
KO)XKM  MOTYT  HaOJoAaThCs C  paHHEro  JercrBa.  HajamoueyHukoBas
HEJOCTaTOYHOCTh  MPEAIISCTBYET  WJIM  TOSBISCTCS  OJHOBPEMEHHO  C
HEBPOJIOTUYECKOH CHMIITOMATUKOW. [IpM HEBPOJIOTHYECKOM HCCICAOBAHMM Ha
HadaJ bHBIX dSTamax BBIABISIOT HIDKHUN Taparape3, CHIDKEHUE BHOPaIMOHHOM
qyBCTBUTEIBHOCTH. [lo Mepe mporpeccupoBaHusi 3a00J€BaHUS Pa3BUBAIOTCS
CIIACTUYECKUH TeTparnapes, HapyIIeHHe BCEX BUIO0B YyBCTBHTEIHLHOCTH U (QYHKITHH
Ta30BBIX OPraHoB. Y OOJBIIMHCTBA IMAIIMEHTOB CO BPEMEHEM IPUCOCTUHSIOTCS
NICUXWYECKUE HAPYIICHUS B BUEC SMOIMOHAIBHBIX U JCTIPECCUBHBIX PACCTPONCTB.

Hzonuposannas wnaonoveunuxogas HedocmamouHocms: BeTrpedaercs B 10%
CIIy4aeB, XapakTEPHbl THUITMYHBIE CHUMITOMBI XPOHUYECKOW HAANMOYEUHUKOBOM
HEJ0CTaTOYHOCTH.

beccumnmomnas ¢gopma (¢ HammurmemM OHOXUMHUYECKOTO jaedeKTa): MOXKET
HAOJIIOIAThCS CPEIU POJCTBEHHUKOB OOJIBHBIX, OJTHAKO HE UCKITFOUEHO, YTO JJAHHOE
COCTOSIHHE OTHOCUTCS K JIOCUMIITOMHOM cTaiuu OOJIE3HHU.

Amunuynas  ¢opma: XapaKTepuszyeTcs HW30JUPOBAHHBIMU  MO3KEUKOBBIMHU
CUMIITOMaMH 0€3 HaJIMOYEYHUKOBOW HETOCTATOYHOCTH.

VY eemepo3zucomuvix HocumenbHUYy TAKXKE MOTYT HMPOSBISATHCS HEBPOJIOTMUYECKHE
CUMIITOMBI, B TSDKEJBIX CIIydasX CXOXKHE C IepeOpanbHOil (OopMOH, OJTHAKO Yalle
MpOTEKAIONIME KaK aJpeHOMUEsoHeiiponaTusi. Penko Moxer coueratbesi C
HaJIMOYEYHUKOBOW HEJI0CTATOYHOCTBIO.



JAunarnocruka.

Jlmarnoctrka X-AJIJT 3aKJIF0YaETCS B KOMILIEKCHOU OLICHKE
HEUpO(U3NOIOTUYECKUX, HEUPOPATUOTOTUYECKUX, OMOXMMHUYECKUX u
MOJIEKYJISIPHO-TEHETUYECKUX JIAHHBIX.

[Ipu wuccienoBaHUU 3pPUTETBHBIX, CIYXOBBIX, COMATOCEHCOPHBIX BBI3BAHHBIX
MOTEHIIMAJIOB CHUXKAETCS CKOPOCTh IPOBEJIEHHUS HEPBHOTO UMITyJbCa, Ha
JIEKTPO3HLE(ATIOrpaMMe TaKKE PErUCTPUPYIOTCS HAPYILICHUS.

Pe3ynpTaThl  HEHpOPaAMOIOTMYECKUX  HCCIAEAOBAHMM  TOJOBHOIO  MO3ra
(xomnbrotepHass tomorpadus (KT) wmam MarHuTHO-pe3oOHaHCHas ToMorpadus
(MPT)) ©Ha HavanpHBIX CTaguax 3a00JeBaHUS TIpU IepeOpalibHBIX Gdopmax
JEMOHCTPUPYIOT TUIEPUHTEHCUBHBIN cUTHal B T2-B3BELIEHHOM H300pa)KeHUU
(T2W) B obmactu Banmmka Mo30JHMCTOro Tena. Ha »Tolt cragmu HaKOIUICHHS
BHYTPUBEHHO BBEJEHHOTO KOHTPACTHOTO TMpernapara B M3MEHEHHOM OeloM
BemecTBe He Habmomaercs. Ilpu mnporpeccupoBanuu  X-AJIJ[ mpoucxomut
cumMmeTrpuaHoe auddy3Hoe nopakeHue 3aThblJIOYHBIX U 38 JHETEMEHHBIX OTJEJIOB U
NpUIEKAIIET0 CYOKOPTUKAIBHOIO OENOro BEHIEeCTBA, HAPACTAaeT BOCIAJICHUE B
oyarax JE€MUETMHU3AlMMU, YTO BEAET K HAPYUICHUIO TMPOHUIIAEMOCTH
remaTosHIedannyeckoro 0aprepa M, Kak CJleICTBHE, HAKOTUICHUI0 KOHTPACTHOTO
BEIIECTBA B ATUX 30HaX. Hanmuuume neMuennmHU3alvMyd B KayJIajdbHBIX OTHAENax
OOJIBIIIOT0 MO3Ta COOTBETCTBYET KOPKOBBIM HApYIICHUSM 3pEHHUS M CiiyXa y
60nbHBIX. IHTEHCUBHOCTH curHaia B T2W CBUIETENbCTBYET O pacraje MUeiInHa, a
TaK)Ke O HAIMYUHU BOCTIAJIMTEILHOM peakiiuu. AJpEeHOMUETIOHEUPOTIaTHs MPOTEKAET
MEJUICHHO 10 CpPaBHEHUIO C IepeOpalbHBIMA (OpMaMH M COMPOBOXKIACTCS
JEeMUETNHU3AIMEN CTMHHOTO MO3ra U nepu(epudeckux HEPBOB.

[To DHMI" o6HapyKUBaIOTCS M3MEHEHUS, CXOJIHBIC C TAKOBBIMH IPH aKCOHAJIBHOM,
CEHCOPHOM MOJIMHEUPOTIATHH.

CBoeBpeMeHHass  TUarHoctuka  OOJEe3HM  BO3MOXKHA  MPU  CIIy4dailHOM
HEHPOPEHTIC€HOJOTUYECKOM CKPUHHUHTE y JeTel C HadaJIbHBIMH H3MEHEHUSIMH
BaJIMKa MO30JIMCTOTO Teja U 'y cOcoB 60mbHbIX X-AJI]l kak ¢ Hanu4aueM, Tak u 6e3
HaJIMYUs HAKOTUICHUS KOHTPACTHOTO Tperapara.

JlaGopaTtopnast nuarHoctuka X-AJIJ] BKJIroUaeT UCIOIb30BaHUE OMOXUMUYECKUX U
MOJIEKYISIPHO-TEHETUUYECKUX METOJ0B. B  1ma3Me KpoBHM, JpUTPOLUTAX,
JEUKOIUTAX, KyJIbType KIETOK KOXHBIX (udpobdmacToB 0OHApYKHBAETCS
nospiieHne OJ[IDKK. Jlns numarnoctuku X-AJIJl omnpenenstoT KOIUYECTBO
noko3anoBoit (C22), terpako3anoBoi (C24) u rekcakozaHoBoi (C26) kucIioT, a
takke cooTtHomeHuss C24/C22 u C26/C22. T'eTepO3UroTHOE HOCHTEILCTBO
POJCTBEHHUKOB TMpoOaHAa MO MATEPUHCKOM JIMHUM ONPENENsSOT IyTeM
kosmuectBeHHoro omnpenenenus OJLDKK B mnasme kposu. IloBelmeHne ypoBHs



OJLDKK B mia3me KpoBM U MeMOpaHax 3pUTPOLUTOB HE 3aBUCUT OT BO3pAcTa H
ABJIAETCS. OJJHUM U3 OCHOBHBIX MapKEPOB MEPOKCUCOMHBIX 3a001€BaHUH.

IIpu npoBenenun JIHK-nuarnoctuku mytanuu B rene ABCD1 oOHapyxuBaroTcs
BO Bcex ciydasx obcnenoBanus OonbHBIX X-AJIJI ¢ Oumoxumuuecku
Bepu(ULMPOBAaHHBIM JuarHo3oM. K Hacrosuiemy BpeMeHU MpelcTaBieHa
uHpopmaims o 6oxee 800 paznuyHBIX MyTaHTHBIX BapuaHtax reHa ABCDI1. [Ins
JTOM NATOJIOTMHU XapaKTEPEH HU3KUM MPOLEHT OJAWHAKOBBIX MYTalMi, YPOBEHb
MmyTanuii de novo cocrasisiet 8—9 %.

JleueHnue.

Opnum 13 nMoaxoa0B K JieueHuto X-AJIJ] sBiaseTcs HU3KOKUPOBas JUETA C LEJbIO
HopMmann3auuu cogepxanusa OJILDKK B murazme. [{is 3TOro panee ucnonb30BaoCh
[JIMLEPOTPUOJIEATHOE Macio, IpU Ha3HauYeHHH KoToporo yposeHb OJLDKK
cHmxkancs Ha 30—40 %. Cmech 5pyKOBOM U OJIEMHOBOM KHCIIOT B COOTHOIIEHUU | :4
(macio JlopeHio), HazHauaBIeecs narueHTam ¢ X-AJIJl BO MHOIMX MEIUIIMHCKUX
[IEHTPAX, JA€T IMOJOXKHUTEIbHBIA Pe3ylbTaT HA JAOKIMHUYECKOW CTajuu OOJe3HH,
TOrJa Kak sl OOJIbHBIX C BBIPAKEHHBIMU HEBPOJOTMYECKUMH HapYIIECHUSIMHU
IPUEM ATOT0 TUETHUUYECKOTO MPOIYyKTa UMEET HU3KYI0 3 pexTuBHOCTh. [laruentam
C HAANOYEYHHUKOBOW HENOCTAaTOYHOCTHIO IIOKAa3aHa CTEpOMIHAs Tepanus IO
KOHTPOJIEM YPOBHS TOPMOHOB M 3JIEKTPOJIUTOB.

OCHOBHBIM METOJIOM JICUYECHHS] HA CETOJHSIIHUI JI€Hb SBISAETCA TPAaHCILIAHTAIUS
reMorodTnueckuX cTBOJOBBIX KiIeTOK (TI'CK) OGompabiM X-AJIJl ¢ merckoil u
IOHOIIIECKOW 1IepeOpanbHpIMA  (pOpMaMU € HE3HAYUTEIBHBIM WM YMEPEHHO
BBIPAKEHHBIM  [MOPAXKEHUEM I[IEHTPAJIBHOW HEpBHOM cucTeMbl. [lpu 3TOM
HaOII0JaeTCs yIyUIICHUE IICUXUIECKUX (PYyHKIMK 1 00paTHOE pa3BUTHE aHOMAJTHH,
BbIsiBIIIeMbIX Ha KT/MPT. OnHako BBICOKMM PHUCK TSDKEIBIX WHOEKIIMOHHBIX
OCJIO)KHEHHUW B paHHEM IMOCTTPAHCIJIAHTAIIMOHHOM IME€PHUOJIE OTPAHUYUBACT
IMPOKOE TPUMEHEHHE JaHHOTO MeToja. PazpabaTbiBaeMble METObI TEHOTEPATTUU
B Oyaymem  OyayT  TpeACTaBIATh  albTEPHATUBY  TPAHCIUIAHTAIMH
r€MOMNO3THYECKUX CTBOJIOBBIX KIETOK.

IIporuos.

[Tpu mepebpanbHbIX (popmax mcxom 3ab0JeBaHUS HEOIATONMPUSTHBIN, NETCKUN H
IOHOILIECTKUI BapUaHThl 3aKaHUYMBAIOTCS JIETATIbHBIM UCXOAOM B MEpHo oT 1 roga
10 15 net ot nebroTa 3a06oseBanus. B3pocnas hopma Takxke OBICTPO MPOTPECCUPYET
Y PUBOJIUT K IITyOOKOM MHBAIUIU3ALIMY U CMEPTEIILHOMY UCXOJy YEPE3 HECKOIBKO
JIET TOCTIe BOBHUKHOBEHUS TIEPBBIX CUMIITOMOB 3a00JICBAHMSI.

bosiee MATKHMII NPOTHO3 HOCUT AAPEHOMHUEIOHEMPONAaTHs, B 3aBUCUMOCTH OT
TSOKECTU KJIMHUKA WU CTENEHH NPOTPECCUPOBAHUS MPOJOJKUTEIBHOCTD KU3HU
pas3nuyHa.
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