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CWHOPOM CErPEHA—NAPCOHA: COBCTBEHHOE HABNIOAEHUE U
OB30OP NUTEPATYPbI
F.E.PyneHnckasn, H.B.XypkoBa

Meanxko-reneTnyecknii Hayyssniii uesTp PAMH, Mocksa

IpakTHdeckad 3ajaya Hamed paboThl — NpHBIEYb BHUMAaHHE K PENKAM HAC/IEICTBEHHBIM CHHAPOMaM,
HMeEIOIUM KIHHHUecKoe cxoacTso ¢ JIIIII, Ha npuMepe OAHOro M3 TaKHUX CHHIAPOMOB — cHHipoMma Cérpena—Jlapco-
Ha (CCJI).

INpuBoanM cobcTBeHHOE HaOMONEHME, sBjsgoLleecs MEpBbIM B PoccMH GHOXMMHYECKM H MOJEKYISPHO-
TEHETHYECKH NMOATBEPXKACHHEIM CITy4aeM 3TOT0 3a00eBaHMs.

BonsHoit 1. Bnepesie o6cnenosan B Bo3pacte 4 1. ExuHCTBEHHBIH peGeHOK 310POBLIX poAUTeNiel, pYCCKUX,
ypOkeHUEB MOCKBBI, HE COCTOSLIMX B KPOBHOM poicrtBe. CeMeiHbIi aHaMHe3 He oTsAroueH. bepemenHocth (1-9) 1
poanl nporekanu ¢usnonormyso, MT npu poxaennu 3300 r, saxpruan cpasy. C poxAEHHS MMeNach BhIpaXKeHHas
KOXHas natosorus: g ¢y3Hbie NOKpacHEHHE, CYXOCTh, MISTYIIEHHE, OTEYHOCTh («OBUT KaK B MAHUMpE»), AMArHOCTH-
poBaHa UxTHO3HGbOPMHas 3pUTpoaepMus. HeBpOJOrHieckoe COCTOAHHE B NepBbIe HU XU3HHM He Obino TsokenbiM. Ha
1-M Mecsle XKH3HH ObUT BSUTGIM COHJIMBBIM, NO3XKE CTaj OecriokoeH. B 9 mec. BbIABNEH crnacTH4eckuii Terpanapes. K 1
I. CAMOCTOATENBHO HE CHAEN, XOTA NOJI3aN, MBITAlICA BCTaBaTh; JENeTall, NOHUMan HekoTophlie ciora. C 1 r. mpHocra-
HOBWICA B Pa3sBUTHH, HE IMOABWIOCH X0Ab0bI, peud, HABBIKOB ONMPATHOCTH, a MOCJE 3 . OTMEYEHa OTpHUUATENbHAas
JNMHAMMKa B ABUraTelbHON cepe: mepectan mon3arth, onuparhcs Ha Horu. OpHoxpaTHO Habmopnancs (eGpunbHEIR
CYIOPOXHEIA npunanok Ha ¢oHe OPBU. B 2,5 r. nepeHec ocTpetit nuenoHepHT, XpOHMYECKHNX COMATHYECKUX 3a60-
JeBaHUii HeT. BrIpaKeHHOCTh KOXKHBIX M3MEHEHHH cO BpeMeHeM yMmeHblnnacs. Habmogancs HeBpomaToorom ¢ au-
arnosoMm J(UIT 4 mepMaToNoroM ¢ AMarHo3oM HMXTHO3U(OPMHOM 3pUTpONEpMHH, 3a00JIEBaHHS PAaCLEHHMBAINCH KaK
He3zaBHcuMble. HapacTaHue JBMraTeNbHBIX pacCTpPOHCTB M JlaHHLIC NPOBEJCHHOH B cBasu ¢ 3tuM MPT (cM. Hmke)
BBI3BaJIM coMHenne B auarHose [T, 1 cemps Obina HampaB/ieHa B Hay4HO-KOHCYNbTaTHBHELH oTaen MI'HLL PAMH.

Tpu ocMoTpe ob6paiatoT Ha ceba BHHMaHHe YMEpPEHHbIE MXTHO3H(OPMHEIC H3IMEHEHHS KOXH: CyXOCTh, Ye-
ryiyatoe HieMylieHHe —TreHepaau3oBaHHele, 6onblie BBIpAXEHHBIE B JUCTANBHBIX OTAENaX KOHEYHOCTEH U MUHH-
MajlbHBIE Ha JIMLE, TMTMEHTAIMA KOXM MecTaMH o0bluHas, MECTaMH JIeTKas 3PHUTEMa; 3yla HeT, MPUAATKH KOXH (3y-
651, BOJIOCHI M HOTTH) HE H3MEHEHBI; [IOTOOT/AEICHHE HE HapylleHO. B HEBPOIOTHYECKOM CTaTyce: CIIACTHYECKHI TeT-
panape3 (Bblpa)XCHHBII HIKHWI Napanape3 X HerpyOblil BEpXHHI Mapanapes), He XOOUT, He ONHPaeTCd Ha HOTH. 3HaeT
OJIM3KHX, BCTYNAeT B SMOLIMOHANBHEIH KOHTAKT, NMPOSBIIAET HECTOHKMI MHTEpeC K MIPYIIKaM, TIOHMMAET PAl CIOB H
BLIIONHAET MPOCTEiflIne HHCTPYKINH, PEYH, HABLIKOB ONPATHOCTH M CaMOOGCITy)KMBAaHHA HET, T.€. UMEET MECTO OJIH-
ro¢peHns cT. BolpakeHHo# uMOewmnbsHoCcTH. TIpn odransmonoruyeckoM ocMOTpe naronorud He BoiaBneHo. KT (s
2,5 r.): nerkue atpoduyeckue H3MeHeHus No6HbIX noneil. MPT (B 3,5 r.): nepUBEHTPHKYNIAPHBIE OUard MOHIKEHHOMH
IUIOTHOCTH BENIECTBA MO3ra.

Coueranne onuroppeHn, CacTHYeCKOro TeTpamnapesa (IPeMyLIECTBEHHO HIXKHETO Tapanapesa) i MXTHO3a
Hapaxy ¢ nanHsiMH MPT nossonwno anarsoctuposate CCJI ¥ cOOGIMTE POAMTENAM O BRICOKOM PHCKe 3a00JIeBaHUA
(25%) nna nocnemyrowux aereit (GHOXUMHYECKHE H MOJIEKYIAPHO-TEHETHIECKHE IAHHEIE — CM. HHXeE).

Ipu noBTOpHEIX ocMOTpax peberka (Ao 7 11.) CYIECTBEHHOH AHHAMHUKM COCTOAHUA HE OTMENEHO.

CCJI (MIM Ne 270200) — peaxoe HacneACTBEHHOE 3abosieBaHKe, HAKOIUIEHHE €ro OTMEe4eHO Toabko B Illse-
uuy, tae CCJI u 6ot Bnepseie omucad T. Sjogren u T. Larsson [16, 17] (B oTeuecTBeHHOI TUTepaType BCTpedaeTcs
take HanucaHue: CuérpeH, llérpen; Jlapccon). Ha marepuane 28 GonbHBIX aBTOPHl OXapaKTEPH30BAIN KIMHUKY
3a6oieBaHNsA, TIPOIEMOHCTPHPOBAJIH €r0 ayTOCOMHO-PELECCUBHOE HAC/EN0BAHHE H TPHIIUTH K 3aKIOYCHHIO, YTO BCE
CITyYaH SBIAIOTCSA pe3yibTaToM Bo3HHUKIIei okoyio 600 ner Hazax obieil MyTalLMH, HOCHTENIIMM KOTOPOIf ABLTOTCA
oxoJio 1,3% Hacenenus ceseproii llseuun. ITocnexyiomee 3MHaEeMHONOTHYECKOE HCCel0BaHUE B MacmTabax Beel
CTpaHb! BKIOUWIO B ce61 58 6onbHbIX — uneHos 41 cembn: cpennss yacrora CJIC 3a 1901—1977 rr. Bo Beeit cTpane
cocraswia 0,6 Ha 100 TeiC. YeJ., 4acTOTa reTepo3MOTHOrO HocutenscTBa — 0,5% M yacrora rena — 0,002, a B ogHOM
H3 CeBEpO-BOCTOUHBIX IpadCTB, OTKyla NPOUCXOAMNO OONBIIMHCTBO CeMell, 3TH mokasarenu aocturanu 10,2, 2% u
0,01 cooteetcTBeHHO [7]. Omuako CCJI He fBNIETCA HCIIOYHTENBHO «IIBEACKOH GonesHbIon: GyMyun peixkuM, oH,
OJHaKo, BCTPEYAETCs NOBCEMECTHO U ONHCaH B cTpaHax 3anaga — 'epmanuu, bensruy, Nonmnanaun, Uenanun, CIIA
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(8 ToM uucne y unpeiiues), Kanane u ap., crpanax Bamwxaero BocToka, Slnouuu u ap. [4, 10, 12, 15). Hawe
BEpH(HLMPOBAHHOE GHOXMMIYECKH H MOJIEKYJIAPHO-TeHeTHIECKH HabmoneHne ABAeTCS nepssiM B Poccuu.,

Kapruna CCJI nocraTo4Ho XapakTepHa H BKIIOYaeT B Ce0s TPHALY OGIMIaTHBIX MPH3HAKOB: BPOXKAEHHbIHA MX-
THO3, ONMro(PEHHIO M CNacTHYECKMIi TeTpanape3 (C mpeobnafaHHeM HHKHEro napanapesa). Ilepsoil npossnsercs
NATOIOrHA KOXH, KIIMHUECKH HEOTIMMUMAs OT BPOXK/ICHHOH HXTHO3M(OPMHOH 3pHTPOAEPMHM (KOTOpas Halle BCTpe-
HaceTCd kak CaMOCTOATENBHOE ayTOCOMHO-pereccHBHoe 3abonesanune, MIM Ne 242100). Kak npaBuno, uxtHo3 umeer-
C4 yke C POXKACHHA, HHOTZA BOSHUKACT B MEPBBIC MECALLI XH3HU (Y OJHOrO AMOHCKOro GONBHOrO BO3HMK B 1 T.).
OGBIYHO OH HOCHT reHEepaM30BaHHBEINH XapaKTep, OCOGEHHO BEIPAKEH HA KOXKE HIKHEH YacTH XHBOTA, IIEH, CIIUHE,
CruGaTebHBIX MOBEPXHOCTEH KOHEWHOCTEH, MEHbIe — Ha JIHLE, TAZOHAX H I10J0IIBAX, HHOTAA COTIPOBOXAAETCA
3yZOM; SpHTEMa BBIDRXEHA B MIIAACHYECTBE, HO C BO3PAaCTOM HCYE3AET, NOTOOTHAENEHHE H NPHIATKH KOXKH He
CTpajialoT. TAKECTh HXTHO3a UIMPOKO BapbHDYET, HO HE HapacTaeT, a HEpeNKO YMEHBIIAeTCH, Kak y L
l'ucronoririeckue M 31EKTPOHHOMHKPOCKONHMYECKHE W3MEHEHHA KOXH (NaMWwLIOMaTo3, akaHTos, THIEPKEPaTO3,
nponupepanys MUTOXOHPHIL K annapata ['ONbIKK B Ga3alIbHBIX KIETKAX W AP.) XapaKTepHb! IS UXTHO3H(POPMHOI
naronoruy, Ho cnenupmunbix i1 CCJI npusnakos Her [8]. Jlo mosABneHHs GHMOXMMMYECKOH M MOJIEKYJIAPHO-
TEHETHYECKOH NpPEHATANBHOA AMArHOCTMKM C JTOH LENbI0 Npejnaranack GHoncua koxu woga mocie 20 Hen,
Gepemennoctu [11]. B kayecTse QakyJIbTATHBHOTO CHIIMTOMA OTIMCHIBAIOT KOXHBIE SKXMMO3bI B paHHeM BO3pacre.

TcuxoneBponoruueckue paccTpoicTsa 0GBIMHO HE HMEIOT 0603HAYEHHOTO HAYaIa, HO CTAHOBATCH SBHBIMU K
rofy wu3-3a 3aj€pXkM TICHXOMOTODHOTO pa3BHTHA. JIBHratesibHele paccTpoiicTBa, O6YCNOBNEGHHBIE HIKHHM
CaCTHYECKUM Mapanape3oM, BCETAa TOKENbl, 6oNBIIMHCTBO GONBHBIX, kaK 111, CaMOCTOSTENbHO He XOIAT; nmapes pyk
BbIpaXeH ropa3fo MeHbie. CnacTudeckuii Terpamapes 60 YMEpeHHO nporpeccupyer, kak y III.
(mMporpeccupoBaHde MOXET NPONOKATECA [0  MyGepTaTHOrO nepuopa) JuGo Teder CTallHOHApHO, H TOrAa
ncuxoHepponoruydeckas kapruia CCJI ocobenno cxomna ¢ LTI CreneHs yMCTBEHHON OTCTanoCTH Kojebiercs B
paMKax BBIDaXEHHOH AEOWIBHOCTH -— HMOEUWIBHOCTH M He HapacTaer. Y 1/3—1/2 GonbHbIX HabmomaroTcs
SMWIENTHYECKHE NPUNankH. . Mopdonoruyeckue H3MEHEHHA MO3ra, MO JaHHLIM Pa3HBIX ABTOPOB, BKIIOYAIOT B cebs:
1) neMMENHHH3ALMIO WIH JMCMHUENMHU3ALO GENIOro BELeCTBa MO3ra ¥ IIMPMHAHBIX MyTei; 2) auddysHyio atpoduro
Mo3ra ¢ rnuosoM; 3) rubens HeHpOHOB KOpBI ¥ Ga3ajbHBIX TaHINIMEB; 4) OTIOXKEHWS IUIMEHTAa. Ilpu KT/MPT
00HapyXHBAIOT MOpaXeHHe Genoro BemlecTBa pa3fiMYHON CTENEHH M JNOKAIM3ALMH: TOJIBKO TIIEPHBEHTPHIKY/IAPHEIE
30HB! 00nacTaAX (kak y 111.) 1n6o MHOXecTBeHHBIe, Mnddy3HO pa3bpocanHbie B 6eNOM BelecTBe TOTyIIapMi O4aru ¢
TEHJCHIMEH K CIIMAHMIO.

HeoOnuraTHeli, HO NaTOrHOMOHMYHBIA M paHuuii cumntom CCJI — Genecbie GrecTamde NATHBIIKH Ha
ceTvarke, 0cobeHHO B (oBeoNspHOH H nepudoBeonspHoit 061acTH, 0COGEHHO YaCTO OHH BBHIABJLUTHCH Y IUBEACKHMX
Gomenbix  [9]; B monoBuHe cmyyaes CCJI umeeTcs NHrMeHTHas JereHepauus cerdatkn [6). Ewme omum
(aKyabTaTHBHBINA CUMITOM — YMEPEHHAs HU3KOPOC/IOCTD,

MexXnonoBbIX pasnuiuii puCKa M THKECTH OONE3HW He OTMEHAlOT, NPOJOIIKHTENBHOCTD KH3HH PE3KO He
CHIDKEHA, €CTh ONHCaHusa 60NbHBIX cTapiue S0 J.

Ha ocnopanuu xmuHmdeckoil kaptuubl CCJI 06BI1MHO BKIIOYAIOT B IPYNITY “OCNOXKHEHHBIX” HAC/EACTBEHHBIX
CNaCTHYECKHX Maparuierni, T.e. MHOTOYHC/ICHHbIX BapHAHTOB HACIEICTBEHHOM CIACTHYECKON naparuierny (601e3HH
IlTpioMnens), Npu KOTOPBIX CNAacTHYeCKas Mapaisierds COYETaeTcs C TeMH WIM HHBIMH  CONYTCTBYIOUIMMH
cumnroMamu [1, 2]. Opnako, B oTiiuue OT GONBIIMHCTBA HACIEACTBEHHBIX CLACTHYECKHX naparuternit, CCJI umeer
YCTaQHOBJIEHHYI0 GHOXHMHYECKYIO NPHPOLY, BO3MOXKHOCTh GHOXMMHMYECKOH JMATHOCTHKM M TEM CaMbIM MOXKeT GBIT
OTHECEH K HAC/IEACTBEHHLIM GoMe3HaM o6MeHa, a HMEHHO — .K GoJle3sHaAM HapymeHMIM oGMeHa Jmnporenios [19].
buoxumiriecknit nedexr npu CCJI cBsi3al €O CHIXEHHEM aKTHBHOCTH MEMOPaHOCBS3aHHOM JerHAporeHassl AHUPHBIX
anprerunos  (FALDH) —  depmenTa, SBIAIOIIErOCA  KOMIOHEHTOM  KOMIUIEKCA  (OKHDHbI CIHPT:
HA/l+okcupenykrasan [14]. He octanaenusasce AetansHo Ha Guoxumusme CCJI [19], ykaxem, uto ero pacKpbITHE
Clienao BO3MOXHOM MpakTHieckyro 6uoxumuteckyo auarsoctuky CCJI. B koxHbIx ¢pubpo6nacTax u B neHKomuTax
nepudepuyeckoil kpoBu oOHapyxuBaioT peskoe (20 10% OT HOpPMAIBHBIX NOKa3aTeneil) CHWKEHHE aKTHBHOCTH
FALDH u cHkeHHe aKTMBHOCTH BCETO KOMIUIEKCA WKHPHBIA criupT: HAJl+oKcHpemykTasan; eme oauH Mapkep —
CHIDKEHMe KOHUEHTpauuH B ¢pubpobnactax u mnasMe rexcanexaHona (OKMCIEHHE KOTOPOTO HAPYUIEHO B Pe3yibTaTe
NepBUYHOrO AeekTa). IMetoTcs exunudHble onucanus «HenosHoro» CCJI Co CriakeHHOH KWIMHHYECKOH KapTHHOM 1
4aCTHYHbIM JeduimToM depmenta [10]. BoamoxHa mpeHaTabHas GHOXHMMYECKas AWATHOCTHKA BHOXMMHYECKHE
M3MeHeHus (B cpefiHeM Ha 50% OT HOPMBI) BRIABJIAIOT HE TOMBKO Y GONBHBIX, HO U y T€TEPO3UTOTHEIX HOCHTE/EH reHa.

Broxumiraeckas anarsoctuka CCJI B Poccun noka He NPOBOJMTCA, H 110 PeKOMEHAALMH PyK. TaGOpaTOpHH
HacNeACTBeHHbIX Oonesueli o6mMena MIHL] PAMH, npod. K.JI.Kpachononsckoi, koxusle ¢pubpo6nactsl 6015HOro
1. 6ptiu HanpasieHsb! B 1abOpaTOpHIO HAcTeACTBEHHBIX Gonesneit obmena (pyk. — npod. P.Bannepc) Akanemmye-
CKOro MEeJHUHHCKOro ueHtpa AMcrepaama (Iomnanaus). ITo nmomyueHHO# OTTyAa KpaTKoif HHGOpMaLMHM, AMArHO3
CCJl'y 6onpHoro I1I. 6MOXHMHYECKH IOATBEPXKACH.

B Hacrosimee Bpems CCJI usydeH 1 Ha MONEKYIApHO-TeHeTHUeckoM ypoBHe. ['en CCJI kapTupoBsaH B obnac-
TH 17p11.2. BriepBeie kapTHpoBaHue GbUIO OCYlUECTBICHO B 1994 I. B LIBECKHX CEMBAX, 2 3aTEM MHOTOYHC/ICHHEIMH
HCCIEJIOBAHMAMH CEMEN pasHOH STHHHECKOH NPHHAIEXHOCTH JOKa3aHa reHeTHdeckas ofxopoaHocts CCJI: Bo BceM
MHMpE OH BBI3BIBACTCA ONHMM M TeM e reHoM [12, 13, 15], unentndupoBanuiM kak ren FALDH (mpyroe
o6o3Hayenue rena — ALDHI10) [5]. K nactrosmeMy BpeMmenu onucano Gonee 50 pasnudHBIX MyTaLMii 3TOTO TeHa,
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seibiBaionux CCJI: Jieneuny, BCTAaBKH, 3aMEHBI, HOHCEHC-MYTallMH, CIOXHBIE MYTalMH M T.A.; HEKOTOpBIE U3 HMX
BCTPETHIIMCH B €JMHWYHBIX CEMBH, APYTMe — MHOTOKPATHO (B YacCTHOCTH, MyTauws, npeobnanaouas B Hlsenumu),
CIIEKTP BBIABIEHHBIX MYTalMii NPOAOIDKAET pacliupAThcs [4]. B cBA3M C MOJEKYISPHO-TEHETHYECKUMH JaHHBIMH
obcyxnaroTcs  Bompockl 06 obuHoctn ncrounnka CCJI, 0 BO3MOXHBIX MCTOPHKO-Teorpaguueckux myTAX pacmpo-
cTpaHeHus GoJie3HH B MUpe (HampuMep, O BO3MOXHOCTH «3aHOCa» MyTauMH B ['€pMaHHIO LIBEJCKHMH COJIATaMM BO
spems TpuanarunetHeidl BoiHbl M T.IL) [12]. B mpakTHYeckOM Xe IUIaHe CTana BO3MOXHOH NpEHaTalbHAf JTHK-
AMAarHOCTHKa — KoCBeHHas, T.e. Tpelywomas JIHK-oGcneoaHus OGONBLHOrO 4YNEHA CEMBM H pOAMTENEH M
YCTaHOBJIEHHMA HH(OPMATUBHOCTH CEMbH U NIPOBEJICHNUSA NPEHaTaNbHOH auarnocTukH [18].

Takas AuMarHocTWka Obuta mposeseHa B ceMbe 11, korza poxurenu oOpaTHIMCE Ha PaHHHX CpOKax
GepeMEHHOCTH MaTepd 10 BONPOCY AOPONOBOH JMArHOCTHKH M NpH BhiG(p. cnocoba MOPONOBOH AMArHOCTHKH
npeanownu 6uoxummdeckoit JIHK-gurHoctuky. JIHK-nuarnocTvka mpoBesiena B 1abopaTopu MOJIEKYJIAPHOH reHe-
THKH MHCTHTYTa reHeTHKH YenoBeka (mupextop — npod. A. Pefic) Yausepcurera @puapuxa-Anekcanapa, r. Ipias-
red, OPI". Brauane uccnenosana JJHK Gonsnoro peberka M poxuteneil. Y peGeHka oOHapyXeHb! ABe aJUle/IbHbIC
myTtauuu B rene FALDH: myTtaums Asn236lle B 5-M sk30ne reHa u mytauus ntl1ldelA B 8-M 3k30HE, 9TO NO3BOMIIO
TIOATBEPAHTE JMATHO3 K NOCIYXKMIO OCHOBOH Mocneyloweii npeHaTanbHoit auarHoctuky. [Ipu uccnenosanun JIHK
poauTeneii y Matepu 0GHapYXKEHO IeTEPO3MrOTHOE HOCHTENBLCTBO MyrTauuu Asn236lle, a y oTua — reTepo3uroTsoe
HOCHTeNbCTBO MyTanuu ntl11delA. Cnemyrouim 3TanoM SBIWIACh AOPOAOBAs AHATHOCTHKA (Ha Cpoke GepeMEeHHOCTH
12 nen.). [lpu uccneposanuu JHK aMHHOTHUECKHX KIETOK He ObLIO OGHapYXeHO HM OJHOH U3 ABYX MMEIOLIMXCHA B
cembe MyTaumit rena FALDH. Caenano 3akimouesue o GaronpuaTHOM FEHCTHYECKOM MporHose st ruroaa. CeMmbs
NPHHAIA PELIEHAE O COXPAHECHUH GEPEMEHHOCTH, B HACTOALIEE BPEMA €€ CPOK 28-29 Hell.

Jleyenns CCJI noMuMO CHMNTOMaTH4eCKOro He cymectyet. C yuetom Onoxumusma CCJl aenanucs mnomsit-
Kil INETOTEPANHH — UCKITIOYEHHS WIH OTPaHHYEHHS NPOIYKTOB, COAEPXAIUMX KHUPHBIE KUCIIOTEI C JUIMHHOM LIENBIO U
3aMEHBI MX XMPHBIMH KHCJIOTaMH C LENbIO CPEAHEH JUTHHBI, HO yOeAuTeNbHOTO 3¢rhexTa Takeii AUETHI HeT.

Hame nabmonenne cunapoma Cérpena—IJlapcoHa ¢ OAHOM CTOPOHEI YKa3biBAET H2 HaIHYHE 3TOr0 pexoro
3a00/1eBAHMA B POCCHICKOH MOMY/ALMH, a C APYTof — ellle pa3 CBUAETENBCTBYET O TOM, 4TO 3a AuarHosom “JIII”,
0cOGEHHO CONPOBOXAIOIIETOCs OPAXXEHHEM APYTHX OPraHOB M CHCTEM, MOTYT CKPBIBAThCSi MOHOTEHHBIE GONIE3HH C
BLICOKMM DPHCKOM MNOBTOPHOTO pOXJeHHs GonsHoro pebenka. “Cumynuposats” pasmaynsie ¢opmer JIIT moryt
HEKOTOpHIE (POPMBI HACIEACTBEHHBIX CINACTHUECKHX Naparviernii, BPOXIEHHBIX HENPOTPECCHPYIOMMX aTaKCHH,
BPOXKACHHBIX HETPOTPECCHPYIOLIMX MHOMATHH, OTAENbHbE HacieACTBeHHble Gonesun obMeHa. Kax mnoka3sisaioT
NOMYJSALMOHHBIE HCCIENOBAHMS, TH 32607€BaHHA He CTOMb PEKH, B YAaCTHOCTH, B POCCHACKMX momyasumax [3].
[TOCTOSHHO PaCLIMPSIOIMECS BO3MOXHOCTH HANEXKHOH NOPOAOBOA NPOQIIAKTHKE MAENAIOT JMArHOCTHKY TaKMX
6onesneit 0coOEHHO aKTyaJIbHOM.
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OCTPbI FEMOPPATMYECKUN NENKOSHUEDANUT XEPCTA
T.B. MapaTtkaHoBa, I.A. Aeuuncora, U.J1. BocTpukosa

MockoBckuii 061aCTHON HayYHO-HCCEA0BATENLCKHI KIAKHHYECKH I MHCTHTYT

Octpslit remopparieckuit nefikosnuedanur (OIJID) Xepcra ~ 310 penkoe, paTanbHoe NOCTHHOEKLHUOHHOE
Wi ajtepruvieckoe aeMuennHusupytomee 3abonesanue ITHC ¢ GypHbiM HapacTaHHeM CHMNTOMATHKH, Ha0mo#aro-
1eecs NPEHMYILECTBEHHO Y JIML MOJIOJOTO BO3pacTa.

Briepsere 310 3a60n1€Banue Kak caMOCTOATENBHYIO HO30JIOTHYCCKYH0 eanHHLY onucan E.W. Hurst B 1941 ro-
oy.

Haronoroanaromuseckue usmMerenns npu OTJID xapaxTepusyiotcs AECTpYyKLMeii Genoro BelecTsa noyma-
pHit TOJIOBHOTO MO3ra IO CTENEHH PACILIABNEHHS, IIHPOKHM pacnpocTpaHeHHeM (GUOPHHOMOHOIO HEKPO3a CTEHOK
COCYZROB, PUBOAAILErO K (HOPMHUPOBAHHIO MHOXKECTBEHHBIX MENIKHX TeMOpparuii B TIOP@XEHHBIX 30HAX C IKCCYHALM-
eil Gpubpuna B oxpysKalolIee MPOCTPAHCTBO, a TAKXKE KIETOTHO! MHQUIBTpaLKel Y4aCTKOB HEKPO30B.

Knunuyecku 3a6onesanue nporexaer B BUIE OCTpOit MH(EKLHH C BBICOKOH TEMIIEPATypoil 1 OBICTpPBIM Hapac-
TaHUEM HEBPOJIOTHYECKOH CHMNITOMATHKH B BHJIE BHIPAXEHHBIX OGLIEMO3TOBBIX M 0YaroBbIX CHMITOMOB. UacTo Ha-
6mro/1aeTCs reMu- WIH TeTpanapessl, SMWICNTHYECKHUe NPUIANKY H HAPyLIEHHS CO3HAHMA.

Huorzra OI'JI3 passopauuBaeTcs cpa3y, 6e3 npoapoManbHbIX ABIEHHiA.

B uenoM kimnmueckas kapruaa OTJID mmeer xapakrep Taxeneiurero 3HuedamuTa 6e3 HATOrHOMOHHYHBIX
HMEHHO JJ151 3TOi (OPMbI IPH3HAKOB.

BonbumucTBo GonbHbIX norubaet Ha 2-4 CyTKH 10C/IE NOABICHHA HEBPOJIOTMYECKHX CHMITTOMOB.

HMuarsoctuka OI'JI3 u3-3a €ro peaxocTH u GEICTPOTrO JETATBHONO HCXO/A NIPEACTABJIAET 3HAYNTENBHBIE TPY-
HOCTH.

BonsHoit I'-HoB., 21 rona, nmepesesen B HeBponormueckoe oraeneHne MOHUKHU 24 HOs0pa 1999 roaa u3
Jliobepeuxoit LIPB B TsxkenoM cocrosuuu. Gonen okono Hegenu: co cios POACTBEHHUKOB CTaJl COHJIMBHIM, aNaTHy-
HbIM, HEaNeKBaTHBIM. 20 HOAOPA y GONIBHOTO Pa3BWICA reHepaNTH3OBAHHBIN IMMIENTHYECKHH NPUNANOK, TOCe Yero
NOABUIACL AC30PHCHTALA, OTCYTCTBHE PEAKLMH Ha OKDYKaIOIyl0 0GCTaHOBKY. BBl FOCIHTAIM3MPOBAH B CTALHOHAP
10 MECTY XXHTENbCTBA.

ITpu ocMorpe: 6onbHOI BUILIA, aAMHaMMYHLIA. BoJbHOI Xan06 He npenpasiseT. B co3HaHHM, OIHAKO He-
KOHTAaKTeH, HEa[eKBaTeH, MypauuuB. Ha Bompockl He OTBeyaeT, BLUIONHACT JIMING 3JE€MEHTapHblE KOMaHIbI IOCHE
MHOTOKPaTHBIX TOBTOPOB.

OG11iee COCTOAHME OTHOCHTENBHO YOBJIETBOPUTEIbHOE, MyNLC — 88 ya./MuH., paTMH4HBIH, Al — 115/80
MM.pT.CT. CO CTOPOHBI BHYTPEHHHX OPTaHOB CYLIECTBEHHBIX H3MEHEHHU HE BBIABJICHO.

B HEBpOJIOrH4ECKOM CTaTyce: YETKOH MEHMHTHAIBHON CHMITOMATHKH HET.

HepenHo-Mo3roBbie HepBbl — 6e3 matonoruu. Jud@y3Has MBILIEUHAS MHIOTOHMS. CyxoxunbHele pediexchl
HU3KHE, CHMMTEPHYHEIE. [1aTOI0ri9eCKHX CTONMHBIX 3HAKOB HE BhIABNEHO. [lape3os HeT. YyBCTBHTENBHOCT B CBA3H C
HEraTHBH3MOM GOJILHOTO NIPOBEPHTS HE NPENCTABIAETCS BO3MOXHEIM. Ta30BbIe (yHKLHH He HapYILEHBI.

Ha 2-pte cyTku nocne noctyruienus 65010 nposeseno PKT HccnenoBaHHe roNOBHOTO MO3ra — OTMEYAIOTCS
npu3HakH AHQY3HOTO OTEKa TONOBHOTO MO3ra, IPEUMYLIECTBEHHO GEJIOT0 BEILECTBA, ¢ 3a/aBNeHHOCTIO 6a3AILHBIX
LMCTepH, 00eX CHILBUEBBIX Ilenei, 3-€ro Keny0uKa i NPeHMYILECTREHHO BEPXHUX OTAENOB JIEBOTO GOKOBOTO Je-
JTy[01Ka, HapyXHOro Cy6apaxHoMAaNTbHOro NpocTpaHcTBa. Ha atoM one cynpaTenTopuanbHo — B 0601 HOJTyIIIapHAX
FOJIOBHOTO MO3ra HEYCTKO ONPENEISIOTCA OYark MOBLILIEHHOH H OHHXEHHOI IUIOTHOCTH C PEUMYILECTBEHHOM JIOKa-
Jm3anueR B GasalbHBIX OTAENaX NPaBOH BUCOYHOM, 06eyX JI06HO-TEMEHHEIX ONEH (B TOM uHCIIe NapacaruTTaILHO) U
KHapyXH OT FOJIOBKH XBOCTATOro A4pa Ciepa. PasMepsl rHNEPAEHCHBHBIX 04aroB 0 1 cM B AMaMeTpe, IIOTHOCTb MX
HE3AMETHO MOBBILACTCA MOCNE B\B  KOHTPACTHOTO YCHJIEHHA. 4-blii XeNylOueK pacIoNoxKeH CpevHHO, OOLIYHOI
GopMsl, pasMepoB U nonoxeHus. Buino aaHo sawmouenne: PKT kaprua andy3Ho-04aroBeiX H3MEHEHHMI 060X
TNoJTyIlapHi rojioBHoro Mosra. Cnenyer nuddepeHumMpoBaTs Mexay BOCHATHTENLHBIM NpOIIeCCOM (BHPYCHBIIf 3HIE-
¢anu1?) 1 MeTacTaTHYECKHM TOpakeHHeM. PekOMEHI0BAHO KITMHHYECKOE 1006CTEN0BaHME.

KoHcysnbTaLus oky/IucTa: auck po3oBBIi, CTyuleBaHa HOCOBas rpaHuL@A. Bens! wnpokwe. SIBNeHHs HAYaTbHO-
ro 3aCTOMHOro JUCKa.

IIpn Y3H opranos 6piomHoli nonocTy u 3aGpIOMIMHHOTO MPOCTPAHCTBA, B KIMHHUECKUX H OHOXHMHYECKHX
aHaJIN3aX KPOBM - NIAaTOJIOTHU HE BbISABJIECHO.

Hauaro nedeHue xoptukocTeponnaMu M LMKIO(PEPOHOM C HEKOTOPOR MONOXKHTENLHON NHHAMHMKOH —
YMEHBIICHUE ABJICHUHA 3aCTOA Ha [JIA3HOM aHe, OO0NMBHOMN CTan Gosee aKTHBHLIM, aIeKBATHBIM, BELIOJHS TIPOCTEIE
KOMaHJIbI, YTO NO3BOIIIO Ha 8-ble cyTkH npoBecTH MPT Hcclei0BaHHE FOJIOBHOTO MO3ra.

IIpu MPT uccinenoBaniu rofoBHOro Mo3ra B CarHTTANbHON M aKCHANLHOM MPOEKIMAX, B pexumax T1 u T2
BH - B o6orx nosymapuax 60JbIIOro MO3ra ¥ MO3KEUKa BBIABIAIOTCA MHOXECTBEHHBIE MEJIKHe (MakcuManeHo 10 6
MM) O4ard, HMelolHe BbICOKHI curHan kak Ha T1, Tak u Ha T2 BU. Crpyktypa ux Ha T2 CpaBHUTENLHO FOMOTEHHa4,
a Ha T1 - HEOAHOPOAHAS 3a CHET HAIMYKS B LIEHTPE KAKIOTO H3 0YaroB 30HBI HU3KOM MHTEHCHBHOCTH, 4TO npujaet
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