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OBeHUIBHAY O00JIe3HH [eHTUHTTOHA

I.E. Pynenckas, H.M. Taneesa, I.A. Cassun, B.I1. ®enotos, C.A. Kypdaros, A.B. Ilonskos

Meduxko-eenemuueckuii Hayyuoiii yenmp PAMH,
Poccuiickas demcxan kaunuveckas 6oavhuya (Mockea);
Boporearccias meacodnacmuas meduxo-eenemuueckas Koncyssmauyus (Boponearc)

FOsenunvnas 6Goaesny Tenmunemona (KOBI) wauunaemcs na nepsom-emopom Oecsmunemusx xcuswu u cocmaeasem 2—9% ecex ciyuaes Gosesnu
Tenmunemona. Mexanuzmoi ee popmuposarus cés3anbi ¢ heHomeramu eenemuueckoii anmuyunayuu u umnpunmunea. ns FOBT xapakmepus: npeobaadanue
AKUHeMUKO0-PUUOH020 CUHOPOMA, HACAe08aHlUe 0 00AbHO0 OMUA U MYMAUUU 2eHMUHMUHA ¢ 0c000 00ABUIUM HUCAOM MPUHYKAOMUOHbIX nosmopos LIAT
(> 60); 6mecme ¢ mem HepedKu amunu4Hble CAYHAL, 6O3MONICHO MAMEPUHCKOE Hacaedosanue. B uccredosanuu npedcmasienb cemb G0AbHbIX U3 wecmu cemeil,
6one3ny noomeepucoena ananuzom JHK; vemeepo GoavHbix, 8Ka0uas 08yx Opamoes, 00caedosansi KauHuecku. Y mpoux 60abHbiX, 8 MOM 4ucie 00H020 U3
Opambes, 0bLAa AKUHEMUKO-PULUOHAS POPMA C HAYANOM 8 CeMb-B0CeMb Aem, 6mopoil bpam 3abonen & 20 aem u umen eunepkuxemuueckyro Gopmy 6osesnu 6e3
demenyuu. Imom 6onvroll umen mymayuio ¢ uuciom L[AT-noemopoe 57, y ocmanbHbix wecmu nayUeRmos 4ucio nogmopos Haxoousoch 6 unmepeane 63—81.
Bce nabatoderus nocsim cemeliHbiil Xapakmep, 8 ceMbsaX 6vipajcena anmuuunauus, y 00Hoeo peberxa FOBT passunace 3a uemovipe—nams aem 0o Havana 6o1es-
HU'y omya, 8 dpyeoil cembe ded 3aboaen 6 60 aem, cnycms wecms fem nocae Hayana 60ae3ny y eHyuxu. Taxue cayuau mackupyrom 00MUHAHMHOE HACA008d-
Hue U 3ampyousiom ouaeHocmuky. B mpex cembax ommeueno amunuunoe Hacaedosarue FOBT om mamepeii: oona u3 nux cmpadana FOBT, nauasuieiics 6 19
nem, y 08yx dpyeux boaesun Hauasaco 6 27—30.aem u daunacy mpu-odessmo nem. Y uemvipex Kaunuuecku oocredosannvix auy FOBI 6vina 3anodospena na 7—18
Jfiem no3Jice NOAGACHUS NePebiX CUMRMOMO8, umo ykasvieaem Ha Hedoywem FOBT na npaxmuke. Boamoxcrhocms FOBT Hado umems 6 udy dajce 6 cayuasx 6e3
A6HOI cemeliHoll omseowenHocmu u wiupe ekarovamn JIHK-cxpunune na 6oaesns Tenmunemona 6 cxemy 00cae006anus 001bHbIX.

KotoueBbie c/ioBa: 1oBeHMIbHAsA 0071e3Hb [eHTHHTTOHA, TeHTUHITHH, JJHK-muarnoctika, LIAT-oBTOpHI, aHTHIIMTALINS,
KJIMHUYECKOe pa3Hoo0pa3ne, MeIUMKO-TeHETHUECKOe KOHCYIBTUPOBAHHE

onesHb Ientunrrona (BI') — xmaccuyeckuit mpu- XapakteprcTHKA 00JIbHBIX H METOI0B HCCJIE0BAHNS
Mep MOHOIEHHOI 0O0JIe3HM C MO3THMM HavyaJloM:
Cpe/IHMiT BO3PACT MaHM(ECTALMK 3TOTO ayTOCOM- OCHOBHBIMM HAOMIOAEHUSAMM CTald TPU HEPOACTBEHHBIE
HO-JIOMMHAHTHOTO ~ 3a00JICBAHUA  COCTaBIACT cemby: C. u3 Marnuroropcka, I 13 Anraiickoro kpasg u M. u3
okono 40 ner, B psane ciyyaecs bI' HaumHaercs Boponexa. Cembi I 1 C. KiIMHUYECKH 00CIEI0BAHbI B OTIEIE-
3HAUUTEbHO MO3Xe, BIUIOTh A0 85 neT. Bmecte ¢ TeM cyuie- Hun nicuxonesposiorn PIKB M HayuHO-KOHCYJIBTATHBHOM
CTBYeT OTHOCHUTENIBbHO penkast oBeHmwIbHAsA bI' (FOBT), Haun- otnene MTHLL PAMH, cembst M. — B BopoHeXcKoit MemKo-
HAIOIIAACA Ha TEPBOM-BTOPOM JECATHICTHAX XM3HU (10 TeHETHYECKOM KOHCYIbTallMK. MOJIEKYIIPHO-TeHETHIECKOEe
21 roga). [Tomumo Bo3pacra Hauana KOBI' otauuaercsa ot bBI obcen0Banue poBeneHo B nabopatopyu JIHK-auarHocTuku
B3POCIIBIX 0oJiee TSXKEIbIM TeYEHUEM U XapaKTePOM HEBPOJIO- MTHLL PAMH Tpem mpo6atiiam, GobHOMY Gpaty mpobaHia
T'MYECKOI CUMIITOMATHKK: B CTPYKTYPE KCTpAIMPaMUIHOTO M. ¥t usteny cembi C. 13 IpyIITIbI pUCKa. BbuleneH1e reHOMHOI
CUHIPOMA MPe00aialoT aKnHe3Usl ¥ PUTHUIHOCTD, @ He XOpe- JTHK npoBOIuioch 13 JeiikouTos nepudyepuueckoii KpoBH ¢
HYecKKe runepkuHe3bl. KpoMe Toro, HeBpOIOrMYecKue mpo- TIOMOIIIbI0 TOTOBOTO HaBopa PeakTUBOB JUIS BbUIEICHHUS
apiaeHus FOBI' Gonee pazHO0Opa3HbI: Ui Hee XapaKTepHbI DLAtom™ DNA Prerl00 1o mpoToKoay MpoM3BOIUTENS.
SIUJICTICHS, aTaKCHUs, MUOKJIOHUHM, TUCTOHUSI U APYTHE pac- AMmmumdukaimio Heobxomumbix Gparmentos JHK nposoxwm
CTPOICTBA, HETUIIMYHBIE IS «Kiaaccuueckoil» BI. JlaBHO metogoM [P Ha mporpammmpyeMoM Tepmotmkie MC2
U3BECTHHI reHeanornyeckue ocooeHHoctu KOBI: oHa pa3Bu- dupmb «THK-texsomorns» (Poceust) B 25 MKI peaKLMOHHO#
BaeTCs TPEUMYIIECTBEHHO NMpPW HacefoBaHUM 00JIE3HU OT cMecH caeyiomiero coctasa: 0,1—1 Mkr renomoit THK: 0,25
oria. Packpeite B Havame 1990-X TOmMOB MOICKYISIPHO- MKM KaxI0ro OpUIMHATBHOTO oMuronpaiivepa; o 200 MkM
reHetudeckoit mpupoabl bI' mponuio cBet Ha ocobbie Mexa- KaxIoro Hykireosuarpudocdara; | eauHUIA aKTUBHOCTH
HU3MbI Bo3HMKHOBeHUs1 FOBI. B cuny psna npuuuH cemeii- JTHK-nommepassi Biotaq («Bromactep»); 6ydep wist TTLIP (67
Hag otgroimeHHocts npu FOBI' wacto He oyeBMOHA, 4TO, MM Tris-HCI; 16,6 MM (NH,),SO,; 0,01% Twin-20; pH 8,8);
HapsNy ¢ KIMHUYECKUM pasHooGpasneM 1 peakoctsio OBI, 20—30 Mk MuHepajbHOro Macia; 1,6 M Betaine, IMM MgClL,.
3aTpYAHAET NMAarHOCTUKY M 3aACPXKMUBACT MOJEKYIAPHO- B peakuuu ucnonb3osaiu npaiimepsl: F- CCTTCGAGTCC-
TEHETHYECKYIO0 BEpUUKALHIO. CTCAAGTCCTTC u R-CGGCTGAGGAAGCTGAGGAG-
GC (mocnegHuit mpaiimep MedeH KpacurteiemM FAM).
B MTHL[ PAMH ¢ 1993 r. nposoautca [IHK-nnarnoctuka Temmepatypa oTxura mpaiiMepos 63 °C. Pe3ysTaTbl aMmingu-
BT, BKTI0Yas NOKJIMHUYECKYIO U JOPONOBYIO IMarHOCTHKY. Jlo KALMH OLIEHUBAIM METOLOM (DParMeHTHOTO aHaNM3a Ha IIPU60-
2007 r. 3TO UCCceA0BaHKE KOHCTaTUPOBAIO TOJbKO OTCYTCTBUE pe 3130 Genetic Analyzer (Applied Biosystems, Japan).
WIN HajJuyie MyTalMy B TeHE TEHTUHITHHA: COOTBETCTBEHHO
HopMmasibHoe (< 35) mwiau yBeaudeHHoe (> 36) YMCIIO TPUHYK- Pe3VsTaThi
JIEOTUHBIX TOBTOPOB «LIUTO3UH — afieHUH — ryaHun» (LIAT). L
C 2007 . mbl ompenensgeM ToyHoe 4ucio LIAT-moBTOpOB B m
MYTaHTHOM aJljieie, YTO MO3BOJSET B OMPENEICHHON Mepe PUBOIMM KIMHUICCKMC OTMCAHNS.
MIPOTHO3UPOBATh TeUeHUE OOJIE3HM; 3a 5TO BPeMsI MBI TMAaTHO-
crupoBaiu psin ciydaes FOBI. 1. Boavnasa C. BmepBble oOclienoBaHa B Bo3pacTe 14 Jert.
[Mocrynuna ¢ xanobaMu Ha HapyLIeHHe MOXOAKHU 1 IBUXEHUI
PYK, CHIDKEHME MHTEJUIEKTa U MaMsITH, HapyIICHUs TTOBeIe-
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KIMHWYECKIAI PASBOP
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puc. 1: PogocnosHas cembh C.

Hus. JInarHo3 TIpy 00palleHNN: aKHHETUKO-PUTHIHBINA CHH-
JIPOM HesICHOTO TeHe3a. PomocioBHast ipencTaBieHa Ha puc. 1.
Oren (I11-5) ymep B 33 roga oT cenTUYECKOTO IHAOKAPIUTA,
OCJIOXHEHHOTO TeHEPATN30BAHHBIM CETICUCOM ¥ abCIeccoM
MO3ra; ero poACTBeHHUKY 310poBbl. Mats (I11-4) ymepna B 30
JIeT oT 60JIe3HU, pacLieHUBABILEICS KaK pacCesTHHbIN CKIepo3;
3abosiena B 19 jet (mocie poaoB): U3MEHWIACh TOXOKa, Hapy-
HIMJIACh Peyb, pa3BUIach 00IIas CKOBAHHOCTD; IBHOI TeMeH-
UMK He ObUTO; B KOHILIE XM3HM OblIa MOYTH 00e3IBMXKEHA,
UCTOIIIeHa, HETIOCPEICTBEHHAsT TPUYNHA CMEPTU — OTEK JIeT-
kux. JleBouka BOCIIUThIBaeTCsl 0A0YIIKOW U AeA0M 10 JIMHUKU
Mmarepu. den 60 net (I1-6) cunTaercs 3M0pOBBIM, HO IPH LieJie-
HaTpaBJIeHHOM paccripoce 6abyIIKY BBISICHEHO, YTO B TTOCTE/-
HUE MECSIIIbl OH MEHEEe YBEPEHHO XOIUT, «3aTOPMOXEH», CTall
XYXe CIpaBISTbCS ¢ pabOTON M YBOJNWICS C Hee cpasy Io
JOCTUXEHUM TeHcMoHHoro Bo3pacta. Cectpa mema (II-2) ¢
42—43 ner cTpamana TPOTPECCUPYIONTMM HEBPOJIOTHIECKUM
3a0o0JieBaHMEM C TMIIepKUHEe3aMu, yMmepiaa B 50 JeT; ee neTu
(IIT-1, 2) cTpaganu HapKOTUYECKOI 3aBUCUMOCTBIO U YMEPIU
MOJIOJIBIMU, TIOAPOOHBIX cBeneHui HeT. [1pabadka (I-2) ymep-
JIa B 62 rojia OT paka, B IOCJIEIHUE TOMIBI KMU3HU Y Hee HabJIto-
JIAJINCh TUTIEPKUHE3BI.

JleBouKa pomuIach HEMOHOIICHHO, pa3BUBaIach HOPMAIIBHO,
B IECTb JIET IIEpeHecIa COTpSICeHMe Mosra. B BoceMb JieT B
IIKOJIe 00paTHIM BHUMaHWE Ha CHIDKECHME ITaMSITH, MEIJIH-
TeJTBHOCTh, TPYOHOCTU IIMChMA; T03XKE ITOSBIJICS HACHIh-
CTBEeHHBIN cMmex. bonesHb mporpeccuposana. Jleuunach 1o
MECTY JKUTENIbCTBA, TMOJTyJaja HaKOM, KOTOPHIM BHavayie Ha
SIBHBII 3(h(eKT, HO B JalbHEWIIeM He OKa3bIBa JCUCTBHS, U
€ro OTMEHa He BhI3Baja yxyamieHus. B 11 jet, mocie cmeptu
MaTepH, y pebeHKa pa3BIIMCh ICUXOMOTOPHOE BO30YXICHUE 1
arpecCHBHOCTD; B TeUEHME 1,5 Mec. HAXOMMIACh B TICUXMATPH-
YeCKOM CTallMOHApe, Le 3TH SIBIEHMs ObUIM KYIMPOBaHbL. B
JaJbHEWIIeM HapacTaly HEeBPOJOTMYECKHE pacCTpOMCTBA U
CHIDKECHNE WHTEJUIeKTa; A0 13 JleT moceliana IIKOIY, 3aTeM
yumIach Ha J0My, ¢ yueboii He crpasisuiach. CoMaTHYeCKU
310poBa. PaHee MCKITIOUeHa TenaToJeHTUKYISIpHAsT eTeHepa-
s,

OO0beKTUBHO: 00JIbHASL ACTEHUYECKOTO TENOCIOXEHMSI, TOHNU-
JKEHHOTO IIMTaHMs, OLEHKA HEBPOJOTMYECKOro craryca
3aTpyJIHEeHa M3-3a TIOBeIEHUs: PACTOPMOXKEHA, TUIOXO BHITION-
HSIET MHCTPYKIIMK, HEMOTHBUPOBAHHO CMEETCS, HEKPUTHYHA K
CBOEMY COCTOSIHMIO. B craryce: rumoMumus, AM3apTpus;
MBIIIEYHBI TOHYC TTOBBIIIEH ITO 3KCTPAITMPAMIIHOMY THITY,
CYXOXWJIbHBIE pedieKChl BBICOKKE, ¢ HOr S > D, cumnTom
babuHcKoro 1 KJIOHYC CTOIBI cjieBa, OpaguKUHE3Us, TTOX0IKa
MapKUHCOHMYECKast ¢ 3JeMEHTaMM aTaKTUYECKOM, B pyKax
aTaKCUM HET; HEMOCTOSHHBIA TOPCHOHHO-AMCTOHMYECKUI
TMITEPKMHE3 B MbIIIIAX MIeueBoro mosica D > S; rumepruapos
KWCTEH 1 CTOIT; OpagudpeHust, TeMEHIIVS.

Ha D3I BuIgBieHbBI 3HAUNTEBHBIE 00IIEMO3TOBBIE U3MEHEHUST
B BUIE CHIXXEHUS YPOBHSI OMOZJIEKTPUYECKOM aKTUBHOCTH,
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JTOMUHUPOBAHMS IO BCEM OTAENaM MeIJIEHHOBOJIHOBOM aKTUB-
HOCTH JIeJIbTa- U TeTa-Anana3oHa yactotoit 4—6 i1, oTcyTcTBUsS
anmb(a-puT™Ma, CIIaKEHHOCTH PETMOHANBHBIX Pa3TMIMii; SITH-
JIeTITAYEeCKasl aKTUBHOCTb HE 3aperucTpupoBaHa, (hOTOCTUMY-
JIIUST He BBI3BIBACT M3MCHEHWIA, TUTICPBCHTUIISIIMOHHAS
npo0a He MPOBOIMIACH (00IbHAS HE BHIMTOTHSICT MHCTPYKIIHIA).

MPT. nosbimenne MP-curHana B pexumax T2 m pexume
FLAIR OunarepaibHO OT CKOpJAyMbl, (opMa MOAKOPKOBBIX
s7Iep COXpaHeHa; TakXKe MMeeTCs 30Ha MmoBbIieHus MP-curHa-
Jla B TIEPMBEHTPUKYISIPHOM OEJIOM BEIeCTBE IPaBON TEMEH-
HOW J0JI; XeTyT04KOoBasi CCTeMa BTOPUYHO pacIMpeHa.

C yuetoM ceMeitHoro anamHe3a Obiia npeanonoxena KObT, mox-
tBepxaeHHas aHanuzoM JJHK: uucio LAT-noBTopoB B onHOM
13 ajiesielt reHa TeHTUHITHHA cocTaBuiio 78 (Hopma < 35).

BonbHag mosyyana Thanpupanb, KosH3uM Q10, uepedposu-
3WH, QaHTUCIACTUIECKIE, COCYINCThIE, BATAMUHHEIE TIperapa-
ToI; IpoBommrch JIDK, KuHe3uTepamnus; mpobHoe Ha3Hayve-
HUE HAaKOMa $IBHO YCWJIMJIO TMIEpKWHe3bl. B manbHeliriem
neouka rnoctynaia B PIIKB B 15 u 15,5 roga: Hapociu ncuxu-
JeCKHe PacCTPOMCTBA, MOSBUIUCH TUTIEPKIHE3BI B BUIE YaCTO-
0 3aIPOKUAbIBAHMS T0JIOBbI (HA3HAUCHHBII IO 3TOMY MOBOAY
KJIOHA3eTaM BbI3BaJl MOOOYHBIE siBeHUs ). JleueHue maer
YaCTUYHBIH, HO HecTolikuii adekt. Kaptina MPT 6e3 nuna-
MUKH.

V nena 3a 370 BpeMsl yCUJIMIUCDH MICUXUYECKKE PACCTPOMCTBA U
HapyIIeHUs] TIOXOOKHM, 3aMETHBIX TUIepKuHe30B HeT. JTHK-
IMATHOCTHKA Y Jeda He MPOBOMIIACH (IO MOPATbHO-3THYC-
CKUM COOOpaXEeHHUSIM: YTOObI HE MOAYEPKHYTh €ro «OTBET-
CTBEHHOCTb» 3a 0OJIE3Hb JOYEPU M BHYUKH). Y 26-JIETHETO
nstma (111-3) MyTamm He HaliieHO.

2. Boavuasa I. Bnepsble moctynuia B PIKDB B 13 et ¢ nnarHo-
30M: Mporpeccupylolee nereHeparusHoe 3abonesanue [IHC.
Kamobsl Ha HEYCTONUMBOCTH M 3aMEIUICHHOCTb XOIBOHI,
HEJIOBKOCTb BMXEHUII PYK, SMU30JMYECKUE MOAePTHMBAHUS
PYK U HOT, HEYETKOCTb peud, TPYAHOCTH y4eObl, yXyAIIeHUE
MTaMATH, SMOIIMOHATBHYIO TAOMIBHOCTb.

PomoctoBHas BRITIISIETa HEOTSATOIICHHOI: A€BOYKA — CIMH-
CTBEHHBII peOEHOK B CEMbE; POAUTENN pa3Belnch, Koraa 28-
JIETHWIA OTell OBLT 30POB, B MOCJIEAYIONTIE ASCATh JIET He TIO/I-
JepKUBAJ CBSI3M C CeMbel, CBENCHMI O eTO 3M0POBhEe HE MMe-
eTCsI; IS/ 110 IMHUM OoT1a yMep 10 40 JeT OT HeU3BECTHOM MpHU-
YHHBI; IPYTHE POICTBEHHUKH 3I0POBHI.
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puc. 2: bonbHas I, 14 ner. [luarHo3; 10BeHINbHas 60Ne3Hb [EeHTUHITOHA
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YV pebeHKa ¢ paHHETO BO3pacTa OTMEYAINCh YMepeHHas
JU3apTPUS U JIETKUIA IOTOHEBPO3 (C MOJTOXUTEIbHON AMHAMU-
KOM Mpu JIOTOMEeANYEeCKON KOppeKLUu), B OCTAlbHOM Oblia
3710pOBa, B CEMb JIET TIOIUIa B Koy Torma ke M3MEHWIACh
MoxofKa (CroThIKaaach, Majaga), YXyAIIMiach peyb, TO3Xe
BO3HUKJIM HETMOCTOSIHHbBIE MOJAEPTMBAHUSI KOHEUHOCTEM, 0CO-
OEHHO MO HOYaM; CTajla MEIIMTEIbHOI; HapacTaau TPYIHOCTH
yueObl, ¢ 11 JeT yuunach Ha IOMY; MOSIBUIUCDH TIAKCUBOCTD,
HEMOTUBUpPOBaHHasl 00MAYMBOCTb. COMATHYECKU 310pOBa.
Panee nckimoyeHa remaToIeHTUKYIISIpHAS IeTeHepaLs.

bonbHas BBICOKOTO pOCTa, ACTEHWYECKOTO TEIOCTIOXEHUS,
MOHMKEHHOTO MUTAHMS; paclipocTpaHeHHas yrpeBasl Chilb Ha
e u Tynouile (puc. 2). U3MeHeHus: B HEBPOJIOTMUECKOM
cTaTyce: TMIIOMUMMUS, AU3APTPUsl, TUTEPCATIMBALIMS, OJUI0o0-
pPaaMKUHE3Msl, MBIILEUHBIA TOHYC MOBBIIIEH 10 KCTpamnupa-
MUTHOMY TUITY, CYXOXUJIbHbIE pe(IeKChl OXKUBAECHbI, TPU pa3-
TOBOpPE TIOSIBJISTIOTCS] THIIEPKUHE3HI MUMIYECKUX MBI (0J1e-
(apocnasMm, HaCUJIbCTBEHHOE MOpPraHUe), MPM BHIMOJHEHUU
KOOPIMHATOPHBIX TPOO BO3HMKAET TOPCHOHHO-AUCTOHMYE-
CKUIl M aTeTOMIHBINA TUIEPKHUHE3 B pyKaX. CHIDKEHBI MHTEI-
JIEKT, MaMsITh, KPUTHKA K CBOEMY COCTOSIHUIO, ObITOBbIE HaBbI-
KM COXpaHHbBI, TIOBEIEHUE YMOPSII0YEHHOE, TCUXOTUYECKMX
SIBICHUU HET.

Cy1ecTBeHHOE CHIDKEHME MHTEIEKTa TIONTBEPKICHO MICHXO-
JIOTMYEeCKUM TecTupoBaHueM (TecT Bexcnepa). Kaptuna 33T
CXOJIHA ¢ TakoBO#i y 6osbHON C.; MpU TMMEPBEHTUIISIIUOHHOI
Mpo0e B 3aTbIJIOUHBIX 00JACTIX PETUCTPUPYIOTCS PEAKUE HU3-
KoaMmmautyaHeie (20 MxB) konebaHus anbba-auanazoHa
gacrotoit 8—9 IiI1.

MPT: noseimenue MP-curnana B pexxumax T2 u FLAIR 6una-
TepalbHO OT Orpaji, BTOPHMYHAS BEHTPUKYJIOMETaIMs, YMEpeH-
HO BbIpaXkeHHbBIE aTpoduuecKre U3MeHeHUs KOphbl (puc. 3).

Hasnavamick kosu3um Q10, L-xapuutuH, mmutoxpom C B/B,
1epeOPOIM3MH, BUTAMIUHHEIC TTpeTIapaThl, MUIOKAIM; TIPOBO-
nunack JIOK. Kak ny C., HazHaueHKMe HAKOMa YCHIIUJIO THITep-
KWHE3blI, 10 TOH Xe MpuurHe OblT OTMEHEH 0akIodeH.

[MpoBomuics auddepeHIMaNbHbIN ANarHO3 ¢ PSIIOM Hacel-
CTBEHHBIX 0OJI€3HEH, B YACTHOCTH, 1]A0OPATOPHO MCKITIOUEHBI

0.1 (Cal)

Mag: 1.0x

puc. 3: MPT 6onbHoii I'. Oncanue B TekcTe
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ranrmo3uno3sl GM1 u GM2 (atunuvHbie OBEHWIbHbIE
(hopMbI ¢ BKCTpanupaMuaHoil cumnroMatukoi). JIHK-nguar-
Hoctika BI' mpoBeneHa mpu MOBTOPHOM OOpalieHUM depe3
rofi. 3a 3T0 BpeMsi CUMIITOMATHKA Hapocia, IeBOUKa TepecTa-
Ja yquthbest Ha iomy. [1o Hameii pekoMeHaaluy Math IOy~
JIa CBEIEHMSI O COCTOSTHUM 3[I0POBBS OTIA: BHISICHUIOCH, UTO Ha
TIPOTSKEHUY YETBIPEX—IISITH JIET OH CTPAjiaeT BhIPaKEHHBIMU
MICUXUYECKUMHU PACCTPOMCTBAMM M TUMEPKUHE3aMU, T. €.
nMeeT TMIMYHYI0 BI, oueBMIHO yHAclemoBaHHYIO 1O JIMHUN
PaHoO yMeplIIero oTIia.

Ve He BbI3bIBalomMii comHeHuit auarto3 FOBI y pebenka
noaTBepxkaeH aHanuzom JAHK: B omHOM annene reHTUHITHHA
oboHapyxeHa 81 komusa LIAT-moBropoB. MaTh mnosiyduia
uHpOpMALNI0 0 HU3KOM pucke BI' mis moToMcTBa B HOBOM
Opake.

3. B cemve M. yeTBepo 0OJbHBIX: 28-neTHMI ipodaH, 30-1eT-
HUI Opart, ymepime MaTh 1 6abyika. babymika 3a6onena B 36
u ymepia B 50 net, Math — B 30 1 39 €T COOTBETCTBEHHO; B 32
roja y Matepu AMarHoctupoBaHa bI' ¢ TMITMYHON KapTHHOIA.

[Tpobana, An-p M., obcnenoBaH B 25 eT. AHAMHECTUUYECKE
JaHHBIC HETOMHBIEe (TIOIYYEeHHI OT OTIA, JABHO HE JKHBYIIETO
¢ cembeil). PanHee pasBuTue 0e3 OTKIOHEHMIi; B aHAMHe3e
JIBa FeHEPaTM30BaHHbIX AMUIENTUYECKUX MPUMAaKa: B LIECTh
u 12 net. C Havana yueObl UCIIBLITHIBA BIPAXKEHHBIE TPYAHO-
CTU, Ayonuposain 1-it knacc. B crapiiem 1KoibHOM BO3pacTe
CTaJIM 3aMETHBI 3aMeJIEHHOCTh IBIKEHUH, IPOKaHKE TOJI0-
Bbl. OKOHYMJT IEBSITh KJIAcCOB (POPMaNbHO, TTOMYUYMII CHEIN-
aJIbHOCTb cliecapsi, Ho He paboTtan. Habmomancs ¢ nuarHo3om:
MOCJEACTBUSl paHHero opraHuvyeckoro nopaxeHust [THC c
rupponedanueit, smnencueir. b mpu3HaH HETOXHBIM IS
cyx0bl B apmuu. HampapiieH B MeIUKO-TeHETHYECKYIO KOH-
CYJIBTALIMIO C YIETOM CEMEITHOro aHaMHe3a.

[Tpu ocMoTpe: aKUHETUKO-PUTUIHBIN CUHIPOM (OJTUTOOpamn-
KMHE3HUs, OBBIILIEHE TOHYCA [0 SKCTPAIUPAMUIHOMY THUILY C
(peHOMEHOM «3y0YaToOro KoJjeca»), pelKhe XOpeuueckKue
TUTICPKIHE3BI, BBIPaXXECHHBIC MHTEUICKTYaTbHO-MHECTHYE-
CKIH€ PacCTpOMCTBa.

MPT: BbIpaxXeHHOE CUMMETPUYHOE pacUIMpeHHe OOKOBBIX
KeTyIOYKOB U KOHBEKCUTAJIbHBIX CyOapaxHOMAANbHBIX TPO-
CTPaHCTB, 0YaroBbIX UBMEHEHUI BEllleCTBA MO3ra HeT.

[pu ananmse JHK HaiimeHa MyTalusi T€HTHHITHHA C 63
kornusmu LAT'-ioBTOpOB.

OnHoBpeMeHHO obOcnenoBaH 27-neTHuit Opat, Ai1-it M. B ger-
CTBE U IOHOCTH ObLT 310poB. B 20 seT B mepuon ciyxobl B
apMUU TTOSIBUJINCH THITCPKIUHE3bI, KOTOPhIE MEIJIEHHO Hapac-
TatoT. bonbHO# keHat, pabotaer ctonspoM. IIpu ocmotpe:
YMEPEHHBIE XOpendyecKre r'MIepKuHe3bl Ha (OHE MBILIEUHOM
TUTIOTOHMH, MHTEJUIEKT coxpaHHbi. MPT. ymepeHHOE acmum-
METPUYHOE paclIMpeHrne OOKOBBIX XKENYIOYKOB, OYaroBBIX
n3MeHeHuit BewecTBa Mosra HeT. [Ipu aHanuze JIHK HafineHa
MyTalusi B TeHe TeHTUHITHHA ¢ yucioMm LIAT-moBropoB 57.
bosbHOMY coobieHo o 50%-M pucke BI' ajist motomcTBa 1 0
BO3MOXHOCTU TpeHaTanbHOi JIHK-muarHoctuku. B mocre-
IYIOIINE IBa TOIa eT0 COCTOSIHIE OTHOCUTETBHO CTAOMIBHO, C
29 ner — unBamup 11 rp.

Takum o0pa3oM, KIMHUYECKas KapTUHA Yy Tpex MpoOaHIOB
cxomHa (Havajo B 7—8 JieT, BeIpaKeHHBIC MHTEIICKTYaTbHO-
MHECTHYECKHE pacCTPOiicTBa, mpeobiagaHue aKMHETHKO-
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PUTUIHOTO CMHAPOMA Hall TUTIEPKMHE3aMH), HO Y MAllMeHTOK
I u C. 6onesHb TeueT ObicTpee, yeM y An-pa M. Y obeux neBo-
yek ocobeHHOo Benuko uuciao IIATl-mostopoB (81 u 78).
BoipaxeHbl paznuuust Mexay opatbsimu M.: An-it M., 3a6071eB-
HIMA B morpaHuyHoM Bo3pacte Havana KOBI, umeer kapTuny
rUnepKuHeTHIecKoil BI' ¢ 1OBOJBHO MEIICHHBIM TeUCHUEM 1
COXpPaHHBIM MHTEJIeKTOM; urcio LIAT-moBTopoB y Hero (57)
MeHbIIe, 4eM y Oparta (63). Bce ciyyam MMeEIOT ceMeiHBII
xapakrep, ofHako B ceMbsix C. u I nuarHo3 bI' BrepBbie ObLT
YCTAHOBJEH Y MpPOOAHAOB: OOJNbHBIC POACTBEHHUKU WMMEIH
omnboYHbIi nuarHo3 (Mathb C.) 1100 3a00eBanu mo3xe (oTell
I, men C.) IOBT y Bcex OOMBHBIX AMATHOCTMPOBAHA CITYCTS
rofibl MocJyie Havyajia 6ose3Hu: naxe B ceMbe M. ¢ paHee auar-
HoctupoBaHHo# BI'y matepu nogo3penue Ha FOBI' y mpobaH-
JIa BO3HUKJIO JIUIIb TOUTH 4epe3 20 JIeT moce mosiBIeHUsI Tiep-
BbIX CUMNTOMOB. bosnbHas I. uMeeT TMNMYHOE OTLIOBCKOE
HacnenoBaHue, Torma kak C. u M. yHacnegosanu HOBI' or
Marepeit: MaThb C. cTpanana Hepacrio3HanHoi FOBT, yHacneno-
BaHHOI OT OTLIA; MaThb OpaTheB M. MMesa BeCcbMa TSIXKENIYIO
«knaccuyeckyro» bI, yHacienoBaHHy0 MO MaTepMHCKOM
JIMHUM. AHTULUMIOALMS MO0 BO3pacTy Hayajga («OMOJIOXEHHe»
00JIe3HM B HUCXONSAIIMX ITOKOJCHMSX) IMPOCIEKHMBACTCS BO
BCeX ceMbsix, ocoberHo y C.: nen 3abounen B 60 JieT, uepe3 ceMb
JIET TI0CJIe Hayaja 00JIe3HU Y BHYUKHU.

Haxomnennsiit B 1abopatopuu JHK-nuarnoctuku MTHL]
PAMH marepuan o TecTUpoBaHUIO HA MyTalluM TeHTUHITHHA
He T03BOJIsIET MpoaHanu3nupoBath Bee ciaydan KOBI, mockoib-
Ky psin npoxoasiux JIHK-auarnoctuky cemeit He odcneayior-
Cs1 B IIEHTPE KJIMHUYECKH, a TIPOOBI KPOBKM MOTYT ITOCTYIATh 03
KIMHAYECKHX CBEICHMIT 0 60TbHBIX. OpUEHTHPYSICh Ha XapaK-
Tep MyTallM, MBI OOHApYXWJIA B apXuBe JaOOpaTOpUU elle
MATh JOTIOJHUTEIbHBIX CyyaeB ¢ TUMMYHBIM 11 KOBI uuc-
soM LIAT -rioBTOpoB Gostee 60. DTr GONbHBIEC U3 Pa3HBIX PETUO-
HOB He 00C/Ie0BaHbI HAMM KITMHUYECKH, HO O TPEX 3 HUX eCTh
reHeaJornyecKue TaHHbIE:

1) y 10-netHero naumenTa T. ¢ TumuyHoi KaptuHoit FOBI u 77
konusimu LIAT -ioBTOpoB GosbHbI oTell (¢ 20 jeT) u gen (c
30 ner);

2) y 15-netHeit neouku Mp. uncio LIA-1moBTOpoB cocTaBuiio
63, y 40-netHero otua — 45, 6onpHOM men ymep B 60 J1eT;

3) y 17-netneit maumenTku P. ¢ 67 xormusimu LIAT-rmoBTOpOB
ObL1M 60JBHBI MaTh (3a001€ema B 27, ymepina B 30 siet), nex (B
30 u 38 1eT cOOTBETCTBEHHO) W mpajied. B 3Tux cembsx
TaKKe MMEETCsl aHTULMMALIMS, eCTh Cyyail HacJael0oBaHus
FOBI ot Marepu.

O0cyxaenne

IOBI omucana J. Hoffmann emte B 1888 1., uepes 16 jiet mocie
nyonukauuu J. Huntington, mpuyeM B CuUly KIMHUYECKMX
OTJIMYMIA €€ HO30JI0rnYecKast OOLIHOCTD ¢ «Kiaaccuueckoii» bl
ObL1a ycTaHoBJeHa He cpa3y. B mampHeitinem FOBI, Ha3biBae-
Mas TaKKe aKHHEeTHKO-PUTUIHBIM BapranToM bI nim dhopmoit
Bectdanst, MHOTOKpaTHO AMAarHOCTUPOBAIACh M OMUCHIBAJIACK.
Emie B 1960-X rogax orMeyeHo M30MpaTeIbHOE HAC/IEN0BAHUE
IOBT ot 60bHBIX 0THOB. B 1993 1. Ob11 MAEHTU(UIIPOBAH TeH
BbI' — IT-15, uny TeHTUHTTUH, COAepXaIlnii y OONbHBIX aHO-
MaJbHO YBEJMYCHHOE YKCIO TPUHYKICOTUIHBIX ITOBTOPOB
HAT B xomupytomieit obonactu. Ilo xapakrepy myrauuu bI'
OTHOCHUTCS K MOJMITyTAMMHOBBIM 00JIE€3HSIM, a C TOYKU 3PEHUS
TOHKHX TTATOTEHETUUECKIX MEXaHN3MOB BXOIUT B TPYITITY KOH-
bopmanmonHsIx 0one3Heit moara [1]. ®enorun BI' TecHo cBs-
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3aH ¢ unciaoM LIAI-TIOBTOPOB B MyTaHTHOM aJjuielie; YeM HX
OoJiblile, TeM paHbllle HAUMHACTCS U TsKesee TeueT 00JIe3Hb.
Ecnu mpu BT B3pocibix B 90% citydaeB 910 YKCIO KoyieOeTcst
B uHtepBane 40—50, to nmpu KOBI' 06buHO TpeBbIaeT 60,
nocturas 100, a uzpenka 200 u 6onee. Pasmep BCTaBKM MOBTO-
POB HeCTaOWIIeH U MPU Tiepenade MyTaHTHOTO aJljiesisl B TocIe-
TYIOIINE TOKOJEHUS MOXET MEHSThCS, KaK ITPABHJIO, YBETUM-
BaThCsl. DTUM OOBSCHSIETCS aHTULMIALMS 0 BO3PACTY Havaja
U TeYeHUIO 0OJIE3HM, OTMEUEHHAsI M BO BCEX HAIIMX CEMbSIX.
OlLIeHUTh AHTUIMIIALKIO Ha MOJEKYJISPHO-TEeHETHYSCKOM
YPOBHE MOXHO B ceMbe Mp.: BCTaBKa y I6BOUKM Ha 18 moBTO-
POB 0OJIbIIIE, YeM Y OTIIA (B IPYTUX CEMbSIX POIUTENH He 00CIIe-
noBanbl). Kak u mpu HEKOTOpBIX Apyrux OONe3HsIX, XapakTep
nepefaBaeMoii pedeHKY MyTallMy 3aBUCUT OT ToJIa POAUTENS —
HOCUTEISl MyTauuu (reHeThdeckKuil UMnpuHTUHT). [Ipu BT
Meiotuueckass HecTaduibHOCTh LIAI-moBTOpa TMMMYHA AJIST
MYXCKOTO raMeTOreHe3a, MO3TOMY aHTUILMIALIUS OCOOEHHO
BBIpaXkeHa MPY HACJIENOBAHUH OT OTIA (B OTJINYKE, HATTPUMED,
OT MHOTOHUYECKOM MMCTpoduu, Tae MpeodanaeT aHTUIIUITA-
LIUS TIPY HAac/leoBaHMM OT MaTepy). HecTabuibHOCTh BCTaBKU
LIAT-mmoBTOpOB HAbMIOAAETCS W B XKEHCKOM TaMeTOreHe3e, HO
MIpU Tiepenade OT OTLa BCTaBKA YBEIMUMBACTCS ropa3no 00Jb-
111e, B YaCTHOCTHU, 10 pa3mMepoB, xapakTepHbix s FOBT. Tak, B
HabmoaeHuu A. Rasmussen et al. [21] yucio moOBTOpOB y
pederka ¢ FOBI Ob110 B TpU pasa Gosblile, 4yeM y elle He 3a00-
JIEBILIETO OTIIA.

®opmuposanue GeHorurna mpu bI' 3aBucuT u ot Apyrux dax-
TOpoB. B KauecTBe BO3MOXHBIX MOAMGDUKATOPOB (PEHOTHUTIA,
TIpeJie BCEro BO3pacTa Hayaja, aKTUBHO U3YYaIOT Pa3IuyHbIe
TeHbI-KaHIMAAThI M MX IPOIYKTHI 8, 14, 16, 29, 33, 34]. Urpaet
poJib akTop mona [6, 28, 34]. S. Siesling et al. [28] mo naHHBIM
0 53 6oapHbix FOBI' M3 rommaHackoro perucrpa ImoxKasanu
Oosee paHHUI 1eOIOT U Oosee ObICTPOE TEYEHUE Y OOJbHBIX
myxckoro nona. V. Wheeler et al. [34] mokazanu, uro Hecra-
OWIILHOCTH MyTAllMH, MPEXIE BCET0, 3aBUCUT OT T10J1a U Yucia
TIOBTOPOB y POIMTENS, HO B CIIydasX MaTepPMHCKOM Mepenadn
MMeEEeT 3HAUeHUE TAKXKe MOoJ TOTOMKA: /ISl TOTOMCTBA MYKCKO-
IO IMoJIa OTMEeYEHA TeHJCHLIUS K YBEJUYCHHUIO BCTABKHU TOBTO-
POB, KEHCKOTO — K YMEHBIIECHHIO. YMEHBIIIEHHE MOXET OBITh
3HAYUTENILHBIM: OIMCAHA CEMbsI, THe Tepenada MyTaHTHOTO
ajiens ot 00JbHOM MaTepy peOeHKY CONPOBOXIAIACH YMEHb-
LIEHHWEeM BCTaBKM MOBTOPOB ¢ 48 1o 34 [30].

Hons OBT B ctpykTtype BI, Mo pa3HbIM JaHHBIM, KoJ1€0J1eTCs,
He mpesbias 10%: B BeHECY?/IbCKOM MOMYJISALMUA C CAMOK
BBICOKOI B Mupe yacToToii bI' (Bcnenctue apdpexra pogoHa-
JayibHUKa) oHa coctaBuia 9% [33], y 6pa3miibcKux OONBHBIX —
8% (23], mo pesy/ibraTaM HalIMX UCCIENOBAHUIT POCCUIICKUX
nonysiuuid — ot 4,7 1o 6,4% [4, 5], y 6oabpHbIX M3 HayuHoro
uenTpa Hesposnoru PAMH u @panunu — 2% [2, 22], a B MeK-
CMKAHCKOI1 BEIOOPKE TOJBKO 2% TIPUIILIOCH Ha CTyyau ¢ Haya-
Jom jo necstu niet [21]. FOBI' Betpeyaetcs Beromy mapaiesib-
HO ¢ BI' B3pocibix. MckimoueHeM SBISETCS TOMYISLIAS
Kpwura, roe mpeodmamaet ocobast mo3nHss popma bI' ¢ Hebomb-
mroit skcmancueit LIAT-rmoBropoB 10 36—42 konwmii [11].

OcHoBHoI matoMopdosoruueckuii cyoctpar npu KOBIT Tor
ke, uyto npu BI' B3pocibix — rubdesnb HEHPOHOB CTPUONALIU-
TapHOro Komintekca, Ho ripu KOBI 3tn m3MeHeHns: 0coOeHHO
BBIPAXXEHBI ¥ COMPOBOXKIAIOTCS MAacCUBHBIM TiIMo3oM [1, 26].
Knuanueckass KapTWHa HMeeT KayeCTBEHHBIC OTIMYUS.
Tummunasg IOBI™ BiouaeT akKMHETMKO-PUTHAHBIA CUHAPOM,
JIEMEHIIMIO U TIOBeIeHYECKIE pacCTPoiicTBa (KaK y HaLIMX MPO-
0aH0B). [MnepKuHEe3bl — XOpenyecKre, TOpCHOHHO-IUCTOHMU -
YecKue, MUOKJIOHMIECKIE — BHIPAXXKCHBI MEHBIIIE M COBCEM
OTCYTCTBYIOT. 3HAYMTENbHO yamie, yeM Tpu BI' B3pocbix,
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HaOJI0Iat0TCs Anuerncys 1 (van) u3MeHeHus DO anunenTu-
YECKOro XapakTepa, MPUYEM SMUJIETICUST MOXKET OBbITh TIEPBBIM
NpPU3HAKOM 00JIe3HU, 0COOEHHO B paHHUX ciyvasx [7, 13, 29,
31]. DnunenTUYecKuit TPUNANOK, OYEBUOHO, OBbLT IEPBBIM
CUMIITOMOM Yy An-pa M., XOTSl anuiencus y Hero He craia
croiikoil. Hepenku Takke atakcusi, MMPaMUIHBIE CUMITTOMBI.

FOBT Teuer 6wicTpee, ueM BI' B3pocbIX, MPOTOKUTEIEHOCTD
KU3HU 00MbHBIX MeHbIIIe. [InddepeHiinanbHas IMarHocTuka
AKUHETUKO-PUTHIHOM (DOPMBI TPOBOAMTCS C APYTUMHU DKC-
TpanupaMUIHBIMU OOJIE3HSIMU TETCKOTO U IOHOIIECKOTO BO3-
pacra: TenaToJeHTUKYJISPHOI JereHepalueil, I0BEHWIbHBIM
nmapkuHcoHu3MoM, OonesHsmu lamnepBopaeHa—Illnarua,
Humana—ITuka Tuna C, ®apa, JIu, nepBUYHON TOPCHOHHOMK
JIMCTOHUEH, IOBEHWIbHBIMU (hOpMaMU METaXpoMaTUUeCKOi
neiikoauctpoduu, 6onae3nn Kpadcoe, ranrnuo3uno3oB GM1 u
GM2. B atunmunbix ciyydasx nuddepeHmanbHo-1MarHo-
CTUYECKUU KPYT MOXET OBITb IIMPE.

Kak u B Hammx HaOmoaeHusx, FOBI' yacto nuarHoctupyercst
CITyCTSI TOJBI TIOCJIe Hayaja 00JIe3HH, OCOOCHHO B CEMbSIX 03
sBHOII otsromeHHoct bI' (a mopoii maxe mpu ee HaIMYUM,
Kak B ceMbe M.) [1o nanubiM P. Ribai et al. [22], cpenHuit cpok
MeXIy Je0I0TOM ¥ YCTAHOBJIEHHMEM IMarHo3a cocTtaBui 9 6
net (ot 0 mo 21 roma).

KIMHMKO-MONEKYISIpPHO-TeHETUYECKME COIOCTABICHUS U
npaHHele MPT pacmmpunu npeactaBieHUs] 0 XapaKTepUCTH-
kax FOBI. DT1o Kacaercs, B YaCTHOCTH, TIEPBBIX MPOSIBIECHUI,
OKa3aBILKUXCS 00jiee pa3HOOOPA3HBIMU M HeCTelIM(DUUHBIMU,
yeM cuuTanoch. B rpymme 29 6oabHbix KOBI, obcnenoBanHoi
P. Ribai et al. [22], cambIM yacTbiM (66 %) ObLIO HAYaJIO C IICH-
XUYECKUX M KOTHUTUBHBIX PACCTPOMCTB (KaK y HAIIUX MPO-
06aHnoB C. u M.). Y oTaeabHbIX OONBHBIX 3TOH TPYIIbI Mep-
BBIMU MTPU3HAKAaMU OBITH aTaKCHsI, MUOKJIOHUYECKUI TPEMOP
rOJIOBBI, TICUX03, TsKeasl aJIKOroJIbHAsE WM HapKOTUYECKas
3aBUCUMOCTD (BO3MOXHO, HADKOMAHUS Y JIBYX YWIEHOB CEMbU
C. obuta pedrotoM bI), a xopenueckue TMNepKUHE3bl ObLIN
HayajJbHBIM CMMITOMOM TOJIBKO B TPeX CIy4asx ¢ Ie0I0TOM
Oonesnu B 18—20 neT (Kak y An-st M.)

G. Yoon et al. [37] onucanu Tpex 00abHBIX ¢ paHHell FOBT
(uncno LIAT-moBropos 120, 100 u 93), y KOTOpPBIX MEPBBIM
TIpU3HAKOM ObLTa 3aIepKKa PeUeBOT0 Pa3BUTHS, TIPEAIIECTBO-
BaBIlIasl IBUTaTeIbHBIM CUMIITOMaM 110 MEHbIIIEH Mepe Ha JBa
T0/1a; 3aTeM Pa3BUJINCH IM3aPTPUS, TOBEICHIECKIE PACCTPOIA-
CTBa, a TIEPBBIM JIBUTATEIbHBIM HapyIleHNEM OblIa aTaKCHsl.
Onucana panHss IOBI ¢ uncnom LAI-mosropos 108, mpu
KOTOpOIi TIepBBIM MPU3HAKOM OBLITO Y4YallleHHOE MOpTaHue, a
TUITUYHbIE CUMIITOMBI IPUCOEANHUINCD JIMIIb [[BA TOAA CITy-
cta [36]. Manudecranuio OB mMoryTr crnpoBoiMpoBaTh
MeIMKaMEeHTO3HbIE TIPENapaThl: Y peOeHKa BOCbMHU JIET C CUH-
JIPOMOM TUIEPaKTUBHOCTU M AeduUMTa BHUMAaHUS Mocie
Ha3HayeHUs TCUXOCTUMYJIATOpa HeaM(eTaMHUHOBOIO psiga
MeTuiheHnIaTa 3a YeThIpe HeNleIn YTPaTHINCh TOHKHE JIBUTa-
TeJbHbIE HABBIKU, PA3BUJIUACh OU3APTPUS, MUHTEHLIMOHHBIA
TpeMop, TMIIOTOHUS, COXPAaHUBIIMECS MOC/Te OTMEHBI Mperna-
para; Toraa xe crajo u3BectHo o bI'y otua. ¥ pedbenka o6Ha-
PYXWIM MYyTallM0 TeHTUMHITUHA ¢ 75 moBTopamu. Takoii
3¢ deKkT aroHucToB AodaMuHA HAZO YYUTHIBATH MpPU MX
Ha3zHaYeHuU JuuaM ¢ puckom bI [32].

A. Gambardella et al. [7] HaOMIOmAMM TEBITUICTHIOW OOJb-
HYI0, C LIECTU JIET CTPaJaBUIYIO MPOrPeCCUPYIOLIEH MUOKIIO-
HYC-2MUJIETNICUEN; POAUTEIN ObUIM 3I0POBBI, HO TETKM OTIA
MPEeANoIOXUTENbHO cTpanaiu bI, B cBsI3u ¢ yeM pebeHKy Mpo-
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e JIHK-auarHoctuky bI' u oOHapyxuniu myrauuio co 115
NOBTOpaMu. MI3BECTHBI U ApYrKe paHHUE CJIyyau ¢ 04eHb 60JIb-
LIMM YUCJIOM MOBTOPOB [9, 25, 35].

ATumyHas KapTUHA U HAUOOJbIIIEe YUCITIO TIOBTOPOB OTHCAHBI
npu Haubonee paHHux caydasx IOBI. J. Milunsky et al. [17]
nuarHoctupoBanu FOBI y matuneTHeii 1eBOUKM, ¢ pOXACHUS
BOCIIMTHIBABIIIEHCS B TIPUEMHOI ceMbe. B monTopa rosma y Hee
MOSIBUIACH «KOCONAMOCTh» (IUCTOHMSI), OBICTPO YTpaTHJach
Xomb0a, pa3BUIICH AW3APTPUs, 3aTeM aTaKCUsl, MUOKIOHUH,
paccrpoiictsa motanus. MPT B 1Ba roga 6bu1a HOpMaIbHOM, B
TP rojia OTMEUEHBI BhIPAXXEHHAs aTpodusi MO3xKeuKa U paciin-
penHbIii [V xxenynouek. K 3,5 ronam neBouka Obiia Ha 30HI0-
BOM MHUTAHUM, B YEThIPE ToOfia TMOSBWINCH XOpeuhOpMHbIE
TUMepKIHe3bl. BhIsiBIeHHAs MyTallUsl TEHTMHITUHA cofiepKana
265 (!) LAT-rioTopoB. Ilocie ycTaHOBNEHUS IUaTHO3a CTaJo
n3BectHo o bI' y Guonorndeckoro otua. ¥ Apyroil 1eBOUKH,
MMeBlIel MyTaluio ¢ 214 moBropamu, 00JI€3Hb MPOSIBUIIACEH B
TpU Toja Smuierncueil u perpeccoM passutusi; npu MPT
BBISIBJIEHBI KOPKOBO-TIOIKOPKOBAs aTpohuist, aTpohust MO3XKeu -
Ka ¥ 0a3aJbHbIX TaHTIMEB [27].

S. Sakazume et al. [24] Habmonany aeBouKy, y Kotopoit KOBI'
MaHU(eCTUpoBaa B [IBa roga HEYCTOMYMBOCTBIO XOOBOBI U
nquzaptpueit; mpy MPT nmoMumo nopaxkeHus 0a3ajbHbIX TaHT-
JIeB BbISIBJICHA Ipy0Oasi aTpodus yepBs ¥ MOMYIIAPUI MO3KeEU-
Ka; MyTauus cogepxaia 160 moBropos, mpudem Obijia yHAcle-
JIOBaHA OT MaTepH, UMeBIIeH MyTaLuio ¢ 60 MOBTOPaM.

CxomHoe HaOmomenne mpuHamiexkuT E Nahhas et al. [18]:
JeBouka 3abonena B 3,5 roga (MepBbIMM CUMIITOMaMU ObLTU
paccTpoiicTBa KOOpAVHAIMU U AMU3APTPUS) U yMepia B CEMb
JIET; YKCIIO MOBTOPOB y pedenka 130, y 3abonesmeii B 18 ner
marepu — 70. B AByX mocaeaHMX OMUCAHUSAX CaMyi MaTepH CTpa-
namu FOBT, kak B Hameit cembe C.

FOBT moxkert pa3suthest 1 mpu uncie LIAI-moBTopoB MeHee 60
[15, 22, 23, 33], xo BI' B3pocibIx ¢ uncaoM oBTopoB bosee 60
He onvcaHa. B Beioopke P. Ribai et al. [22] nonst FOBI ¢ 45—58
MOBTOPAaMHU OKa3ajlach HEOXUIAHHO GOMbIIOi — 46%, OMHAKO
3TO OBLTH TOJBKO OONBHBIE C Ae00TOM B 15—20 neT (Kak Hari
nauueHT An-it M., uMeBLIMIA MyTaLMIO ¢ 57 OBTOpPaMU).

HacnenoBanue FOBI' oT 60/bHBIX MaTepeil, UMEIOIIEe MECTO
B ceMbsdx C., M. u P, cumtaercd peakumM, O0COOEHHO TIpH
Hayaje 0OJie3HM B TE€UYEHHE TEPBOTO MECATUIETHS XU3HU.
Jonst ciy4aeB ¢ MaTepMHCKUM HacJel0oBaHMEM HEOOBIYHO
BeIcOKa B BeIOOpKe P. Ribai et al. — 25% [22], HO 3TO TOXE
TOJIbKO CIy4yau ¢ 1e00TOM Ha BTOpoM aecsatuietun (14—20
JIeT); aHTUIMIAIMS 10 BO3PAcTy Hayaja B 3TOW BBIOOpKE
COCTaBUIIa IIPY HACJIeIOBaHUM OT MatepH 18 £ 9 ;et, ot oTia
— 25t 11 ner. B cembe, onucannoii F. Laccone u W. Christian
[12], 6bL10 MATH 3M0POBBIX CUOCOB U JBE OOJNBHBIE CECTPHI C
YHCJIOM ITOBTOPOB 66 1 57 1 HavaaoM Gone3Hu B 16 ger u 23
roa COOTBETCTBEHHO; MYTaHTHBIN ajjeib yHacjlemoBaH OT
3[I0POBOII MaTePH C MOTPAHUYHBIM YHCIIOM TIOBTOPOB 36, Ipy-
rux ciydaeB bI' B cembe HET. ABTOpPBI OOBSCHSIIOT 3Ty CUTYya-
LIMIO TOHATHBIM MO3auIM3MOM Yy MaTepu. Ciayyau MaTepuH-
CKOTO HacJIeMOBaHMSI MyTallMii C YKMCIOM TIOBTOPOB 0OJIbIiIe
100 exuamuHe! [18—20, 24]. B nabmonenun M. Nance et al.
[19] yHacnemoBaHHasg OT MaTepu MyTauus coaepxana 250
moBTOPOB (!), ee BhISIBACHUE MOTPEOOBATIO OCOOBIX METOAMYE-
CKUX ITOJXOIOB.

Paznoo6pasue FOBI, ocobeHHO paHHei, MPocaeKBaeTcs U B
u3MeHeHussx MPT, KoTopble 4yacTo He orpaHUYMBAIOTCS MOpa-
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JKeHHMeM 0asanbHbIX TaHmmeB [17, 23, 24, 27]. Bmecte ¢ Tem
MHOI/1a NopaXeHne 6a3aJbHbIX FAHIIMEB HE BU3YaIU3UPYeTC,
Kak y 6patbeB M. C.A. KiomHukoB 1 coasT. [3] omucanu
0osibHOrO ¢ AeboToM B 20 JIET, Y KOTOPOrO €IMHCTBEHHBIM
u3MmeHeHueM MPT 0Obuia areHe3ust MO30JIMCTOrO TeJia, He CBSI-
3aHHas ¢ bI.

Yrto xacaetca orcyrctBus Bl B ceMbe, TEOpETHMUECKH 3TO
MOXeET OBITb CBSI3aHO C MyTalMell de novo; omnucaHa Takxe
HEIoJIHasg TEHETPAHTHOCTb I€Ha, CBSI3aHHAs ¢ aJUleNsIMU
MOTpaHIMYHOM TMHBL. OIHAKO TaKKE CUTYallUH KpaifHe peaKHy,
U Ha IpaKTUKe HeceMelHbIi XapakTep bI' 00bIYHO sIBsIETCS
KaXYIIVMCS, CBSI3aHHBIM C HEMOJHBIMU CBEICHUSIMU O POJ-
CTBEHHUKAX, OLIMOOYHBIMU TUATHO3aMM, a TAKXKE C HEPESIKOI
npu FOBI' curyanmeii, Korma Gone3Hb peOeHKa orepexaeT
Hayaso Oose3HM Yy poauTenss. bosblioe 3HaueHUE HUMEET
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Juvenile Huntington’s disease (JHD) manifests in [#—2"
decades of life and accounts for 2—-9% of all cases of
Huntington’s disease; its pathogenic mechanisms are related to
genetic anticipation and imprinting. Typical features of JHD
are akinesia and rigidity, and paternal inheritance and hunt-
ingtin mutations with particularly large number of CAG repeats
(> 60); however, atypical cases exist, and maternal inheritance
is possible. We report 6 families with 7 JHD cases confirmed by
DNA testing; 4 patients, including two brothers, were clinically
examined. Three patients, one of the brothers among them, had
an akinetic-rigid form with onset at 7—8 years; in the second
brother the disease manifested at 20 years as a hyperkinetic form
of the disease without dementia. This patient had mutation with
57 CAG repeats, while in the rest six patients the number of

repeat copies varied from 63 to 81. All cases were familial, and
anticipation in families was evident; in one child with JHD the
disease manifested 4—5 years earlier than in the father, and in
another family grandfather first noticed symptoms at 60 years, 6
years after the JHD onset in his granddaughter. Such cases
‘mask’ dominant inheritance and complicate the diagnosis.
Three families showed rare maternal transmission of JHD: one
of the affected mothers had JHD, and in two mothers the dis-
ease developed at 27—30 years and lasted for 3-9 years. In 4
clinically examined patients, JHD was supposed 7—18 years
after its onset which shows underestimation of the disease in
practice. JHD should be considered even in seemingly non-
familial cases, and DNA testing for huntingtin mutations
should be used more widely.
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