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BBEJIEHUE

AKTYaJIbHOCTb PO 0J1eMBbI

I'enatonentuxymnsapHas nerenepauus (I'JI1, 6one3ns Bunbcona — Konoaiosa
(BBK)) — peakoe HacaeACTBEHHOE MPOTrPECCUPYIoIIee 3a00IeBaHIE, XapaKTePU3Y FOILIC-
ecsi U30bITOYHBIM HAKOTJICHHEM B OPraHU3Me U TOKCHYECKUM BO37eHCTBIEM Meu . bo-
JIE3Hb COMTPOBOXKIACTCSA COUETAHHBIM ITOPAKEHIEM BHY TPEHHUX OPTAHOB U CTPYKTY T'0-
JIOBHOTO MO3Ta.

[ToctanoBnenuem IIpaButensctBa Poccuiickon @enepanuu Ne 403 «O nopsiake
BeneHus OenepalibHOrO perucTpainil, CTpaaaroIuX KU3HEYTPOKAIOIIUMH 1 XPOHUYE-
CKHMH MPOTPECCUPYIOMINMU peaKuMHU (opdaHHBIMHU ) 3200JI€BAHUSAMU, IPUBOISAIIMMH K
COKpAIIIEHU IO MPOIOJHKUTEIHHOCTH )KU3HU TPAXKAAH WU UX HHBATUIHOCTHU U €r0 peru-
OHAJIBHOTO cermMeHTay 26 anpens 2012 roga bBK 6b11a 3aHecena B mepeueHb opQaHHbIX
3a00JIeBaHU.

3aboneBaHue pacnpoCTpaHEHO MOBCEMECTHO C pa3iIuuHoM yactoToir — 0,4 -
6,8:100 000 HaceneHus ¢ HEpaBHOMEPHBIM reorpaduueckuM U STHUYECKUM pacipo-
crpanenuem [163, 183]. B Poccuu pacnpoctpanennocts 3aboneBanus 0,3 - 1,8:100
000 macenenwus [23, 24, 34, 53,113]. 3asBiaeHHas 4acTOTa, KaK MPaBHJIO, MEHBIIIE pe-
aJIbHO CYIIECTBYIONICH, TaK Kak 00Je3Hb B OOJIBIIMHCTBE CIy4yaeB HE IMarHOCTUPY-
ercs [19, 51].

3aboneBaHue 00YyCIOBJICHO MyTallUsMU B reHe ATP7B, NoKaJIn30BaHHOM Ha
amiHHOM iede 13 xpomocomsr [36, 113, 117, 152]. B Hacrosiiee BpeMsi U3BECTHO
oostee 800 myrtanuii B reae ATP7B [13, 25, 37]. B Poccun Hanbosee pactipocTpaHeH-
Hoii myTarueii rena ATP7B sBnsiercs muccenc-myTanust His1069GIn [33]. Tpu ompe-
JeJICHUU TPUOPUTETHBIX JJI1 CKPUHUHTA MyTallMil B KOHKPETHOM PETMOHE HEO00XO-
MO MPUHUMATh BO BHUMaHUE UX YaCTOTY, XapaKTEPHYIO IJIsl JaHHOM IMOIYJISIUH,
TaK KakK CIeKTp MyTaruii B rene ATP7B xapakTepu3yeTcsi BBIPAKECHHON MEKITOMYJIs-
IIMOHHOM TeTePOreHHOCTHIO, UTO MO3BOJUT co3/aTh 3P dexkTuubie JJHK-cucremsr nu-

ArHOCTHUKHU 3200JI€BaHUS.
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PaHHee BbIsIBIIEHHE TaHHOTO 3a00JI€BaHUsI 3aTPYJHEHO UMEHHO M3-3a €ro MoJiu-
MOp(HOH KIMHUYECKOH KapTUHBI U HeCTICITU(HUIHOCTH BBISIBISEMBIX CHUMIITOMOB. bo-
ne3us Bunbscona — KoHnoBanoBa — peiIkuii mpuMep HacJIeICTBEHHOTO HapyIECHUS, [
KOTOPOTO pa3padboTaHbl BLICOKO3(h()EKTUBHBIE METO/IbI JICUCHUS, CUCTEMATUIECKOE MPHU-
MEHEHHUE KOTOPHIX JaKe MPH MOSBICHUU THKEION HEBPOJIOTUUECKOM CUMITTOMATUKA
OKa3bIBACT «IpaMaTU4eCcKuin» 3(hPeKT, BIUIOTH JO UCUE3HOBEHHUS BCEX CUMITTOMOB MU
PE3KOr0 X YMEHBIIICHUS.

Tem He MeHee, el psiJi KTMHUYECKUX U MOJIEKYJISIPHO-TEHETUYECKUX OCO-
o6ennocrei ['JI]] uzyuen negocratouno. [loaToMy neranbHOE KIMHUYECKOE U MOJIEKY-
JSIPHO-TEHETHUYECKOe M3yueHHe 3a00JI€BaHUs, €r0 KIMHUYECKON TpaHCcpopMaIii Ha
MPOTSHKEHUHU MHOTHX JIET MIPH OIIEHKE pa3HbIX BAPUAHTOB MaHU(ECTAIMH TTO3BOJIIT T10-
BBICUTH 3()(PEKTUBHOCTh PaHHEW MTUArHOCTUKH (TP HEOOXOIUMOCTH, TPEBEHTUBHOU
JIHK-nuarnoctrkn). B cBoto ouepenn, paHHsSA U JOCUMITTOMAaTHYeCKast MACHTU(PUKAITHS
00J1€3H1, CBOEBPEMEHHOE TEPATICBTUUECKOE BMEIIATETHCTBO MOKET TPEIOTBPATUTH Pa3-
BUTHUE HEMONPABUMOTO MOBPEKICHUS MEYECHU, TOJIOBHOTO MO3Ta M JIPYyTUX OPraHoOB,
YIYUYIIUTh Ka4€CTBO KM3HU OOTBHBIX M POTHO3 3a00JI€BAHUS, YTO ONPENETACT AKTY ATh-
HOCTb HampaBJICHUs JaHHOW paOOTHI.

eab ucciaenoBanusi

Ouenka pacpoCTpaHEHHOCTH, T€HETHYECKON CTPYKTYpPbl, BAPUAHTOB KIIMHUYE-
CKOM MaHU(eCTalMU U KIIMHUYECKOrO MOTMMOp(PU3Ma reraToIeHTUKYIISIPHOM IereHepa-
UM JJ1 ONTUMU3ALM U JUATHOCTUKU U JIEYEOHO-TTPODUITAK TAYECKON MTOMOIITH.

3agauu uccJjea0 BaHus

1. Ouenuts BapuaHThl KInHUYeckor Manudecrarmu [JIJ[ u pacmpocrpanen-
HOCTb 3a00JIEBaHUS B TIPOIECCE CPAaBHEHUS IEPBUYHON U OKOHYATEIILHOM €ro TNarHo-
CTHUKH.

2. OI1eHUTh 3HAYMMOCTh UCIOJIb3YyEeMbIX U] (epeH I aTbHO-TUarHOCTHYECKUX
KPUTEPUEB U POJIb MOJIEKYJISIPHO-TEHETUIECKOTO HcciaenoBanus B quarnoctuke ['JI/1.

3. Omnpenenuthb 4acToTy U Xapaktep mytanuiirena ATP7By 6onpabix [ JI]1, yka-

34B HAa BO3MOKHOCTD UCITOJIb30BAHMA ITOJTYYCHHBIX JAHHBIX B JTUAI'HOCTHKC 3a00JIeBaHMs.
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4, W3yunTh 0COOCHHOCTH BbI3BaHHBIX MOTeHIMaI0B (BII) pa3nuinbix MoaIbHO-
ctet y 6onpHBIX [ JIJ] 1 ux n3mMeHeHus Ha (hOHE MEABITMMUHHUPYIOUICH Teparuy B Kade-
CTBE BO3MOXHBIX IOMTOJHUTEIBHBIX TUATHOCTUYECKUX U TPOTHOCTUYECKUX KPUTEPUEB.

5. Ha ocHoBe mosiy4eHHbIX JaHHBIX pa3padoTaTh anroput™ quarHoctuku ['J1]] ¢
y4E€TOM PETUOHATBHOM CIIE U UK.

Hay4nasi HOBU3HA

[IpoBeneHO KOMIUIEKCHOE MU AECMHUOJIOTMUECKOE, KIIMHUYECKOE U TEHETUYECKOE
n3ydyenue ['JI/ B otaensHOM pernone Poccuiickont @enepanuu. [IpoBeaeHa npsimas
JIHK-nnarnoctuka, n3y4eHbl 4aCcTOTa U CIEKTP MyTalmii Brene A TP7B, onpeesieHa Ma-
xopHas myTtauus p.His1069GIn. IIpoBenena onenka napaMeTpoB KOMILJIEKCHOTO MYJIb-
TUMOJAANILHOTO HccienoBanus BII ronoBHoro Mmo3ra Ha sTarne 1MarHoCTUKN 3a00JIeBaHUS
Y WX TWHAMUKHU Ha (OHE JTMTEIBHOM MaTOreHeTUIeCKoM Tepanun. PaccMoTpena Bo3-
MOYHOCTb HCITOJIb30BaHU S IaPaMETPOB aKYCTUUECKUX CTBOJIOBBIX BII ¢ 11€71610 MOHUTO-
puHra 3¢ eKTUBHOCTH TPOBOIMMOM Teparnuu. BriepBrie J0Kka3aHO BOBJICUYEHHUE B IATO-
noruueckuii mporecc mpu ['JI /] mepud eprdecknx oOpazoBaHU CITyXOBOT0 aHAIA3aTOPA,
YTO MOATBEPKAACTCA CHU)KEHUEM aMILTUTYbI | KA Mpy perucTpaiuy akyCTHUECKHX
CTBOJIOBBIX BhI3BaHHBIX MOTCHIMATOB (ACBII). BIsSIBIIEHO OTCYTCTBHUE MOJIOKHUTEIHHOM
muHamuku mokazateneit 3BI1 u KBIT (P300) y 6onpubix ['JI]] ¢ ymydimenuem HeBpoIio-
TMYECKON CHMIITOMATHUKY Ha (DOHE MHOTOJICTHEN MEIBITMMHUHUPYIOIIECH TEPATuU, YTO
MOXET CIIY’KUThb JOIOJHHUTEIIBHBIM MAPKEPOM COXPAHHOCTH HAPYLIEHUU 3PUTEIIBHON
adpepeHTalu B KOPY FOJOBHOTO MO3Ta M KOCBEHHBIM ITPU3HAKOM COXPAHSIOIIETOCS KO-
THUTUBHOrO AeUIUTA.

Teopernueckas M IPaKTHYECKAS 3HAYMMO CTh

Pe3ynbraThl 1pOBEIESHHOTO UCCIIEIOBAHUSA ITIO3BOISAIOT IPOBOAUTH PAHHIOK MOJIE-
KYJSIPHO-TEHETHYECKYI0 THarHocTuky [JIJ[, mcnons3ys Iyt MOJIEKYJISIPHO-T€HETUYE-
CKOTO CKpMHUHTa MouCcK MaxkopHoit myTaruu p.His1069Gln, uro B cBotO ouepenp, co-
KpalllaeT ’KOHOMHYECKHUE 3aTpaThl, 00ECIIEUNBAET CBOCBPEMEHHYIO MATOT€HETUYECKYIO
TEpaIuio, yJIy4IiaeT Ka4eCTBO KU3HU OOJIbHBIX M CITOCOOCTBYET UX COMAaTHUECKOM U CO-

[IHAJIbHOU peabuIMTaIIM .
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Pe3ynbpTarhel paboThl MOKA3aJM, YTO KOMIIJIEKCHOE MYJIbTUMOJATBLHOE UCCIIE10Ba-
Hue BII saBisieTcs BaXHBIM JAOMOTHUTEIBHBIM HEMHBA3UBHBIM METOJIOM OObEKTHBHOU
OLIEHKH COCTOSIHUSI HEUPOPHU3UOIOTMUECKUX MPOIECCOB, BHIPAXKEHHOCTH MOPAXKEHUS
HepBHOI cuctembl y anieHToB ¢ ['JI/]. McciaegoBanue BII MoxkeT ObITH MCTIOJIB30BAHO
HE TOJIBKO Ha 3Tare auarHocTuku ['JI/1, Ho U ¢ 1enbro KOHTPOISA U ONITUMU3ALIUHU TEPa-
MHHU.

MeTo0/10,10THsI M METOIbI HCCJIe/10 BAHUSI

MeTtono0ruueckoil OCHOBOM HACTOSIIETO JIMCCEPTALMOHHOTO HMCCIIETOBAHUS
SBUJIMCh HAy4YHbIE pa0OTHI OT€UECTBEHHBIX U 3apyOEKHBIX aBTOPOB, KIMHUUYECKUE PEKO-
MEHJAIMU B 00J1aCTH U3YUYEeHHUS FenaTOJICHTUKYIISIpHOM nereHepaimu. PaboTa siBisiercs
OTKPBITHIM KJIMHUYECKUM HccliefoBaHuEM. OObEKTOM HCCIIeIOBAHUS SBUIUCH 74 manu-
€HTa ¢ TToJI03peHreM Ha OoJie3Hb Buibcona-KonoBanoBa, y 20 u3 KoTopsIx 3a00J1€BaHNe
MOATBEPKIECHO MOJIEKYJISIPHO-TEHETUUECKUM HcclieoBaHueM. Bee OoJbHBIE SBIISITUCH
xuTensiMu XabapoBckoro kpas. O6cie1oBaHiE MAIMEHTOB BKITI0YAJIO HEBPOIOTHYECKHIA
OCMOTD, JIa0OpaTOPHBIC U HHCTPYMEHTATbHBIE METO/IbI MCCIIEA0BaHMS. bhITH HCTIONMB30-
BaHbI PETPOCIEKTUBHBII U MPOCIEKTUBHBIN MOAXObI K U3yUEHHIO MaTepuaia. B pabore
MPUMEH ST Ch OOIIIEHAY YHBIE METOAbI OLIEHKU JAHHBIX (HAOII0IeHHUE, OTIMCAaHUE, AHATH3,
cTaTUCTUUecKas 00paboTKa) M YaCTHO-HAYYHbIE (KIMHUYECKUN U HUHCTPYMEHTAJILHBIN).

OcHOBHBIE I10J107KCHUS], BBIHO CHMbIE HA 3a1IIUTY:

1. KnuHuyeckue CUMIITOMBI U PE3yJIbTaThl 1a00PATOPHBIX U HHCTPYMEHTAIIBHBIX
METOJIOB UCCJIEIOBAHMUS HE MOTYT CIIYKUTh YETKUMU U (P(epeHIINaTbHO-TMarHoCTHYE-
ckumu kputepusimu ['JI]], uTo quKkTyeT HEOOXOAMMOCTh MPOBEICHU S MOJIEKYJISIPHO-Te-
HETHUYECKOTO UCCIIEIOBAHUS B CIIOKHBIX AU (P epeHIIanbHO-IMarHOCTUYECKUX CITydasiX
C LIEJIBIO CBOEBPEMEHHOTO Ha3HAYCHUSI IATOT€HETUYECKOU TEPAIHK.

2. Hanuuune maxopuoit mytanuu p.His1069GIn B 14 sx30He, BIsiBICHHON Y 85%
001bHBIX (Y 65% B TOMO3UTOTHOM COCTOSIHUM ), TTIO3BOJISIET UCTIOJIb30BATh €€ MOUCK KaK
NPUOPHUTETHBIN JJIs1 MOJIEKYJIIPHO-TEHETHYECKOTO CKPUHHUHTA ITPU 00CIIe10BaHU U O0JTb-

Hbix ¢ [JI/I.
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3. Tlopaxenue HepBHOU cuctembl Ipu [JIJ] He orpaHHMYMBAETCS CTPYKTYypaMU
ITHC, vo npeamnosnaraet u HapyIiieHUe () YHKIIMOHUPOBAHUS ITepH (PepudecKux oopa3oBa-
HUM HEPBHOW CUCTEMBI, B YACTHOCTHU CIYXOBOTO aHAIM3aTOPa, O YEM CBUACTEIHCTBYET
cHUkeHue amMmuTyael I muka npu peructpanun ACBII. [To3uTrBHBIE U3MEHEHUS OC-
HOBHBIX TapameTpoB ACBII Ha ¢poHe maToreHeTHYeCKOi Tepanuu, CBUIETENLCTBYIOIINE
00 yJydIlIeHUHU CIIyX0BOH ad(hepeHTalu Kak Ha BHYTPUCTBOJIOBOM TaK U Ha nepu depu-
YECKOM YPOBHSIX, MOTYT CIIYKHTb JOTOJTHUTEIHHBIM KpUTeprueM 3¢ (PeKTHBHOCTH ITPOBO-
JMMOTO JICUCHUS.

4. Croilkue naToJIOrMuecKue N3MEHEHU S TapaMEeTPOB 3PUTEIbHBIX U KOTHUTHB-
HBIX BBI3BAHHBIX MOTEHIIUAIOB B MPOLECCE TUHAMUYECKOTO HAOIIOICHUS Ha/l Al EH-
TaMU CBUJETENIbCTBYIOT O IPyObIX HapyHICHUIX (PYHKIIMH 3pUTEIBHOTO aHAIU3aTOpa U
MOTYT ObITh KOCBEHHBIMU MTOKA3aTENISIMA COXPAHSIIOIIETOCS] KOTHUTUBHOTO AeduimTa
nake Ha oHE JUTUTEIHLHOU MeIb3IMMHAHUPYIOIIEH Teparnun. P e3ybTarsl nccienoBaHmi
BII M0HO HCTI0JIB30BaTh B KAYECTBE TUArHOCTUYECKUX U MPOTHOCTUYECKUX KPUTEPHUEB,
B TOM YU CJie Ha (OHE JITUTETHLHOTO MAaTOreHETUYESCKOTO JISUEHUS 3a00IEBaHMS.

CBs3b pad0ThI C HAYYHBIMH NIPOTPAMMaMU, IJIAHAMH

HuccepranronHasi paboTa BBIIIOIHEHA B pAMKaX KOMIUJIEKCHOW HAyYHOW TEMbI
kadenpsl HeBposioruu u Hepoxupyprun @I'bOY BO JIBI'MY Munszapasa Poccuu
«MeToapl TUAarHOCTUKH, JICYEHUS U MPOGUIAKTUKU HACIEACTBEHHBIX 3a00JI€BaHUI
HEPBHOM crcTeMbI B Xa0apOBCKOM Kpaey .

CooTBeTCTBHE AUCCEPTANNH MACTOPTY HAYYHO W CHIEHHAIBHOCTH

Juccepranusi COOTBETCTBYET MAcHOPTy HaydyHOW crenuainbHoctu 3.1.24 —

«HeBponorus» (MEIUUIMHCKNE HAYKH ).
JIMYHBIN BKJIA aBTOPA

ABTOp HEMOCPEACTBEHHO YYaCTBOBAJ B pa3pabOTKe 1€ U 3a]1a4 UCCIICI0BAHMS,
CTaTUCTUYECKOM aHAIU3E MOJIYYEHHBIX IaHHBIX, OPIaHU3allUH U IPOBEACHUN KJIMHIYE-
CKOT'O 3Tana uccliieZloBaHusi, 000CHOBAaHUH BBIBOJIOB M MPAKTHUUYECKUX PEKOMEHIAIUH.
ABTOpPOM JIMYHO MPOBEJAEH OCMOTP BCEX YYACTHUKOB HCCIIEIOBAH U], BKJIFOYA s ITALMEH-
ToB ¢ ['JIJI 1 uneHoB ux cemeit. OcmoTp 0obHBIX ¢ ['JIJ] mpoBOMIICS B TUHAMUKE Ha

IMPOTAKCHUUN BCETO HUCCIICAOBAHUA. ABTOp CaMOCTOATCIIBHO ITPOBOAXII PCTUCTPAINTO
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MyJibTUMO1albHBIX BI1 ronoBHOro Mo3ra ¢ nocneayoiieit 00padoTKoM 1 aHAIM30M O-
JTYYEHHBIX JAHHBIX. ABTOPOM JIETAJIbHO U3y4Y€Ha U MPOpadOTaHa OTEUECTBEHHAS U 3apy-
OexkHas IUTepaTypa 1o TeMe UCcCie1oBanus. P e3yabTaThl HCCIIe10BaHuUS Oy OJTMKOBAHBI
B PELICH3UPYEMBIX HAYYHbIX U3JaHUSX.
Anpo0anusi pe3yJIbTaToB pad 0ThbI

Matepuansl fuccepTaiy ObUTH PEACTaBIEHBI M 00CYKaeHbI Ha 70-i1 HTOTOBOM
Hay4YHOU KOH(EPEHIMU MOJIOJIBIX YYCHBIX U CTYJECHTOB JanbHEBOCTOYHOTO TroCyaap-
CTBEHHOI'O MEAUIIMHCKOTO YHUBEPCUTETA « AKTyalIbHbIE BOITPOCH COBPEMEHHOMN MEIH-
nuHbD (T. Xabaposck, 2013); pernoHanbHOM 3Tare BCEPOCCUNUCKOTO KOHKYpca « JcTa-
¢dera BY3o0Bckoit Hayku —2015» o JlaneHeBocTOUHOMY (heiepaibHOMY OKPYTY (Hayy-
Hag riatgopma — HeBponorus) (r. Xadaposck, 2015); 72-it U'TOroBoil Hay4HOU KoH(]e-
PEHIIMU MOJIOJBIX YYEHBIX U CTYyACHTOB J[aIbHEBOCTOUHOTO rOCYJaPCTBEHHOTO ME/IH-
LMHCKOTO YHUBEPCUTETA C MEKIYHAPOIHBIM YUaCTUEM « AKTyalIbHbIE BOIIPOCHI COBPE-
MEHHOW MeauIuHbD (T. Xabaposck, 2015); MexayHapoaHol HaydIHO-TTPaAKTHIECKOMN
koHpeperimn «NGS B Meauiiuackoi reaetuke» (T. Cysnans, 2017); X Beepoccuiickoi
Hay4YHO-TIPAKTUUECKON KOH(EPEHIIMN ¢ MEXAyHapOIHbIM yuyacTueM «MoekynspHas
muarHoctuka 2017» (r. Mocksa, 2017); peruoHanbHOM 3Tare 001epOCCUUCKOro KOH-
Kypca «Ictadera BY30Bckoit Hayku — 2018» no [anbHeBocTouHOMY (heneparibHOMy
okpyry (HayuHas miatgopma — HeBposorus) (r. Xabaposck, 2018).

BHeapeHue B IPaKTUKY

Pe3ynbpTarsl paboThl BKJIIOUYEHBI B yU€OHYIO TPOrpaMMy U HUCIIOJIb3YIOTCS B yuel-
HOM Ipo1iecce Ha kadeape HeBposioruu u Helpoxupypruu ®I'bOY BO JIBIMY Mun-
3npaBa Poccun; BHEAPEHBI B KIMHUYECKYIO TPAKTUKY HEBPOJIOTHYECKOTO OTACIICHUS
UV 3 «Knunanueckas 6onpaUIA « PYXK[-Menumnay, JlaapHEeBOCTOUHOrO MEHTpa KIMHU-
yeckoil HeBposoruu « HespoZlom», OO0 «LlenTp cemeitHoi MequunHbby. [1o pe3ynbpra-
TaM pabOThI U3/1aHO YYEOHO-METOAMYECKOE TOCOOUE ISl CTYA€HTOB, KIIMHUYECKUX Op-
nuHatopoB « HeBposorus. ['enatonenrukynspuas nereaepaiws. TpyaHoctu aud depes-

IMAJIbHOM IMarHOCTUKH U BEJICHU Sl AIIUEHTOBY, YTBEPKIAECHHOE 1IEHTPATLHBIM METOIU-

yeckuM coBeToM [IBIMY (Xabaposck, 2021).
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y6aukanumn

Marepuabl IMcCcepTalMOHHOTO UCCIIEI0OBAHUS OTpakeHbl B 14 meuaTHbBIX pabo-
Tax COUCKATEJIs, B TOM UYHCIIE / B BEAYIIUX PELEH3UPYEMBIX U3JaHUSIX, PEKOMEH/10BaH-
HbIX BrIiciiei aTTecTalilmoHHON KoMUccuer mpu MuHucTepcTBe 00pa3oBaHus U HAyKu
P® nns myOnukaiuy OCHOBHBIX HAYYHBIX PE3yJIbTaTOB COMCKATENEH YUEHOM CTeTeHn
KaHAu1aTa MEUIIUHCKUX HAYK, 2 U3 KOTOPBIX BXOJIUT B MEXKIYHAPOIHYIO 0a3y [IUTHUPO-
Bauusg qaHueix SCOPUS.

Crpykrypa u 00beM quccepTannu

Juccepranus nioxena Ha 143 cTpaHUIaX MAITMHOMTUCHOTO TEKCTa, coaepkuT 11
Tabnuil, 16 pruCyHKOB; COCTOUT U3 BBEACHUS, 0030pa JIUTEPaTypbl, IIECTH IT1aB COOCTBEH-
HBIX UCCIIEIOBAHUM, 3aKIIFOUEHUS], BBIBOJIOB, TPAKTHYECKUX PEKOMEHIALMH, CITUCKA CO-
KpaIlleHUu ! ¥ yCIOBHBIX 0003HAYCHHI, yKa3aTels JTuTepaTypsl (BKIrodaer 230 HauMeHo-

BaHUM, U3 HUX 57 0TeUeCTBEHHBIX U 173 3apyOeKHBIX HICTOYHUKOB), TPEX MPHUITOKEHHH.
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I''TABA 1. OB30OP JIMTEPATYPbI

['enatonenTuxysipHast nerenepanus (6one3Hr Buibcona - KonoBamoBa) —
HACJIEJICTBEHHOE ayTOCOMHO-PELIECCUBHOE 3a00JIEBaHNE, CBS3aHHOE C HAPYIICHUEM Me-
TaboIM3Ma MeIM, U30BITOYHBIM €€ HAKOTIJICHHEM B Pa3JIMUHBIX OPTaHax U TKAHAX, YTO
OPUBOJUT K TOPAXKEHUIO BHYTPEHHUX OPraHOB U IIEHTPAJIbHOW HEPBHOU CHCTEMbI
(ITHC).

HNcropuyeckuii ouepk

Bnepsrie cBeaenns o 3a0oneBannu mosBisitoTes B 1883 1. B padotax K. Westphal,
KOTOPBIW OMUCAJ Y MAIMEHTOB KPYITHOPA3MAaIMCThIA TPEMOP, XapaKTEPHBIN [ TO3/1-
HHX CTaJIUH paccesHHOTOo ckiepo3a. B 1898r. mocine mossienus padot A. Shtrumpell 3a-
OoneBaHue 0003HAUYCHO Kak TceBaockiepo3 Bectdang-IlTprommens, npu 3ToM HU y
Becrdains, au y Ll Tprommens sBHBIX YKa3aHUM Ha TOpakeHUE IiedeHn He ObLio [ 12, 29,
32,161, 211].

B mocnenyromem B. Kayser (1902) u B. Fleischer (1903) npeacraBuiu cBeneHus
0 HAJIMYHMHU y TaKUX OOJBHBIX KOJIbIIa 3€JICHOBATO-0yporo 1BeTa Ha nepudepuu poro-
BHIIBI 7123, B PE3YJIbTAaTE HAKOILJICHUS M OTI0XKeHU s Meau [12]. DToT cummnTom ObLT 000-
3HaYeH, Kak «koJiblo Kanzepa-denmepay.

B 1912 roxy Coamroas1b BuibCoH npuBes MONMHYIO0 KIMHUYECKY IO U TATOMOP( o1o-
TMYECKYI0 XapaKTepUCTUKY 3a00JI€BaHUs1, UMEIOIIETO CEMEUHBIA XapakTep, KOTOpoe
0003HaYUJI KaK «IIPOrpecCUBHAs JEHTUKYJISIpHAs JereHepanus». B cBoeil craTtbe aBTOp
aKIICHTUPOBAT BHUMaHKE Ha COYETaH e MTOPAKESHU ST YEUEBUIICOOPA3HBIX sIJIEP T'OJIOBHOTO
MO3ra ¢ JBYX CTOPOH M Iuppo3a neuenu [161, 208]. B atom ke roay Hall o0beaummn
«IPOTrPECCUBHYIO JICHTUKYJISIPHYIO IETeHEpaIio» BuiabcoHna u «rceBaockinepos» Becr-
dans-Ltprommens u Ha3Bai 3TO 3a00JIEBaHUE «TEMATOJICHTUKYJIIPHON JIETeHEpaIeiD»
[12, 208].

HecoMueHnHO, BakHBIM 3Taniom B uzyueHuu [ JI/] sBMinock OTKphITHE BO3ZMOKHOCTH
TepaIuy ¢ MOMOIIbIO xenatoB. Jumepkarpo (British anti-Lewisite - anTu-moun3ur), co-

3MaHHbIA B BenukoOpuTaHuu s TOMOIIY TPU OTPABICHUSIX UITPUTOM, CTAJl MIEPBbIM
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npenaparoM natoreHetrdeckoi repanuu ['JIJ] [207]. B 1956 rogy Walshe Obu1 cunTe-
supoBad Jl-nenunmiuiamuH (J{-ITAM), o6nagaronmii Me b3 TMMHUHUPYIOIIEH CITOCOOHO-
cthio. [losiBnenue 3¢ ek TMBHOTO Mperapara ijis JISUeHUsl TaHHOTO 3a00JIeBaHMs OKa3a-
JIOCh COOBITHEM, M3MEHUBIITUM KAa4ECTBO KU3HU OOJIbHBIX. 3a00JICBaHUE CTAJIO Kypa-
oenpHbIM [209]. [To3xe Yo yyacTBOBaJ B pa3pabOTKe allbTEPHATHBHBIX MEIbITHMMH-
HUPYIOIIKX [TPEapaToB — TPUCHTHHA U TeTpamoinomara [30].

B 1985 roay Frydman ynanocek ycTaHOBUTH TeHETHUECKYHO ITPUPO,TY 3200JICBAHNS,
KapTupoBaB reH ATP7B, oTBeTcTBeHHbIN 3a pa3suTue [ JI/1, Ha JIMHHOM MyIe4Ye Xpomo-
combl 13 (13914.3) [117]. B 1993r. uccnenosatenu u3 CILIA (R.E. Tanzietal.), Kanampt
(P.C.Bull etal.) u SImonuwu (Y. Yamaguchiet al.) onHoBpeMeHHO f0Ka3aJId, 4TO TPAHC-
MeMOpaHHbIHN 0enok A TP-a3a-P-muna, KoTopasi OCYIIECTBISICT TPAHCTIOPT MEJTU B Opra-
HU3Me, Konupyetcs reHoM ATP7B [64, 197, 120, 204, 229].

OrpomHa poib B uzyuenuu I'JI/] B Poccun Benmuaiiiiero 0Te4eCTBEHHOTO YYEHOIO
Huxkomnas BacunseBuua Konosanosa. OH yka3alil Ha MOPaKEHUE BCEX CTPYKTYP TOJIOB-
HOT'O MO3Ta, a HE TOJIHKO Y€UEBHII€00pa3HBIX S/I€P, ONMCATl aHTMOTOKCHUYECKOUE U ITUTO-
TOKCHUYECKHE U3MEHEHUS U BBEJ TEPMUH «TemnaTrolepeOpanbHas TucTpodus, SBIISIO-
miicsa Hanbosiee TOYHBIM 0003HaueHueM 3adoneBanus. Hukona BacuinseBud co3an
KJIacCU(pUKalMio OOJIE3HHU, KOTOpasi B IMOJHOM Mepe OTpasuiia CTENEeHb MOPaKEHUs
CTPYKTYP TOJIOBHOTO MO3T'a U IMaNa30H pa3IMYHbIX KIIMHUYECKUX MPOSIBICHUM 3a00J1e-
Banus [29]. Tpyast H.B. KonoBanoBa Ob111 M37105K€HBI B IBYX MOHOTPA(HSIX, TTOCTCIHSS
13 KOTOphIX B 1964 roay ynocroena Jlenunckoi mpemun [51].

NUAEMHOJI0T N 320 0J1eBaHUS

Pacnpoctpanennocts ['JI/] B monyisusax Mupa KojaedaeTcs B IIMPOKUX ITpejie-
nax - 0,4 - 6,8:100 000 nacenenusi c HepaBHOMEPHBIM reorpaduueCKUM U STHUYECKUM
pacnpoctpanenneM [163, 183]. I'eTepo3UroTHOE HOCHTEILCTBO IMATOJOIMYECKOIO
reda gocturaet 1% B momymsiiuu ¢ gactotor 1:90 — 1:100. T'en moaHOCTHIO IEHEH-
tpanTeH [163, 183]. U3BectHO, uTo ['JI/] yare BcTpeuaercs B SAnonuu (1,90 - 6,80:100
000), Kurae (5,87:100 000), Ha octpoBe Capaunus (3,36 ma 100 000), B KpOBHOM pOJi-
CTBE OKa3bIBaeTCs 54 % 3a00JIeBIINX, a CEMEHHBIE ciy4yau cocTaBisiior 47% [104, 189,

201]. Pexe 3a0oneBanue Bctpevaercs B Lllotmanmuu (0,40:100 000), ABctpamuu (1,0
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Ha 100 000) [13, 117]. ITo nanubm Olivarez u coast. (2001), yactora I'JI/] B CILIA B
cpenreM 1 ciygait Ha 55 000 HOBOpOoXAeHHBIX [106]. B monynsmuu Kopewn, roe BBK
SIBJISICTCST OJHOM M3 HamOoJIee pacpoCTpaHSHHBIX HACIEICTBECHHBIX O0JIe3HEel 0OMeHa
BelecTB, uccienoBareiem Lee T. u coast. (2017) BeIABIIEHA pacHpOCTPAaHEHHOCTH
1,00:37 000 HoBOpoxn&HHBIX [122]. B Benopyccuu, no nanubsiM Jlyoosuk C.B. u I'ycu-
noit H.b (2010), pacupoctpanennocts ['JI/] cocranster 1,00:18 000 [17]. B oTaensHBIX
pPErMOoHaX W ATHUYECKHUX TPYNIaxX UMEET MECTO IMOBBINICHHUE YaCTOThI 3a00JICBAHMS,
cBs3aHHOE ¢ 3 dexToM nHOpuauHTa [34]. B M301MpOBaHHBIX MOMYJISIIAIX UTAIbIH-
ckoro octpoa CapauHus 1 TpedecKkoro octpoa Kaimmaoc 3aboieBanne BCTpeyaeTes
¢ yactrotoii 1,00:22707 u 1,00:740 HOBOpOKAEHHBIX COOTBETCTBEHHO [ 162]. ExxeroaHas
3a0ojieBaeMocTh B cTpaHax EBpocoroza okono 12 000 cayuaes [1]. MccnemoBanus B
pernonax llenTpansHoro Kazaxcrana BBISIBUIIM 30HBI TYYKOBOCTH, TJIe paclpocTpa-
HeHHOCTH goxoawna A0 15,50:100 000 nacenenus. Takue moka3aTeau aBTOPHI CBS3bI-
BAIOT C HEOJIAroNpUATHONW IKOJIOTHYECKON CHUTyalneil, XpOHUYECKUM MYyTareHHBIM
BO3JICCTBUEM TSHKEIIBIX METAJUIOB M MajbIX 1103 paguanuu [10, 13]. B nameii ctpane
HMMEIOTCS 3TTUIEMHUOJIOTMYECKUE JAHHBIC TTO OTACIBHBIM PETHOHAM - pacIpOCTPaHEH-
HocTh cocTtaBiseT 0,30 - 1,86:100 000 nacenenus [23, 24, 34, 53]. bonee BrIcOKHE
uudpsl HaOIOAa0TCs B pecnybnuke bamkoprocran, Kemeposckoit u CapaToBCKOi
obnactax. Ilo manasiM MamkanoBoit A.P. (2007), B bamkopTocTane pacmpocTpaHeH-
nocth I'JIJ] - 0,83:100 000 nacenenus [113]. Boicokyro pacrpocTpaHEHHOCTh 3a00I1€e-
BaHUS aBTOPBI OOBSACHSIOT, KaK YJIydIIEeHUEM TUAarHOCTUKH, TaK U HAKOTUICHHEM 00JTh-
HBIX B MOMYJISIIINY 3@ CYET YBEIMYCHUSI IPOJAOIKUTEIIBHOCTH X *Ku3HU [33, 124]. 3a-
SIBJICHHAs YaCTOTa, KaK MPaBUJIO, MEHBIIIE PEAIbHO CYIIECTBYIOIIEH, TaK KaK 00JI€3Hb
B OOJIBIIIMHCTBE CITy4aeB HE TMarHOCTUPYETCA. PactpocTpaHeHHOCTH 3a00JIeBaHMsl, HA
MIEPBBIN B3TJISA, HE BHICOKA, HO a0COJIFOTHOE YHCIIO CITy4aeB TOCTATOYHO 3HAYMMO JIJIs
opdanHoro 3a601eBaHUS.

['emaTonepedpanpHas qucTpodus ooHapy)uBaeTcs kK 7 - 50 rogam y i 000ero

noja. Onucansl OT/ACNIbHBIC CiTy4an 3a00J1eBaHus B Bo3pacte 10 S5 et u crapiie /0 ier

[9,42, 102,101, 112, 187].
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I'eHeTHYecKHE 0 CHOBbI 3200J1€BAHNUS

B 1993 rony uccnenoarenbckue rpynnsl u3 CIIA u Kanage uaeHTHQUITPO-
Banu red ['J1J], kotopslii monyuninasBanue 4 TP7B: ATPase, Cu (2+)-Transporting Beta
Polypeptide, pacronoxenHblii Ha AMUHHOM 1eye 13-i xpomocomsl (Jtokyc 13q14) [36,
88, 117,127,176]. 'en ATP7B uMeeT 10CTaTOYHO CIIOXKHYIO OpPraHHU3aliI0, OXBaThIBAsk
oko0:10 80 Thicsu 11.H. reHoMHOM JIHK. B ero coctaB BxoasT 21 3k30H (q1uHOM OT 77 MLH.
1o 2355 n.H.) [58, 113, 152, 155, 204, 205]. I'en skcnpeccupyeTcs B KJISTKaX IMEUYCHH,
Mo3ra, moukax, tuMm@oysnax. Myrauuu B reHe A 7P7B npuBOJAT K HAPYIIEHHUIO CUHTE3A
u (QyHK1IMU TpancmeMOpanHoro oenka AT d-a3wl P-tuna qnuxoi 1411 amuHOKuUCIHOT,
UMCIOIIETO CIIOKHYIO MYJIBTUIIOMEHHYIO CTPYKTYpy [128]. AT ®d-a3a P-Tumna npunapie-
KHUT K CEMEUCTBY KaTuOH-TpaHcroprupytonmx AT d-a3. Kpome AT ®@-cBsi3bIBaroero
JIOMEHa B 3TOT 010K BXOIAT hocdartasneiii u hochopunupyrommuii fomeHsl. Dochopu-
JIMPOBaHHUE KOHCEPBATUBHOIO OCTATKa acraparuHoBoil aMuHOKUCIoTel AT ®-a3 P-tuna
npoucxoaut npu ydactuu ATD. AT d-aza, obecnieunBaroiias TpaHCIOPT MEIU, Y4acT-
BYET BO BHYTPHUKJIETOUHOM BCTPAUBAHUU €€ B aMOLEPYJIOIUIa3MHKH B annapare [ 'obpku
Y BBIBEICHUIO N30bITKA METAJIJIa B COCTABE MEIbCOIEPKALMX OEIKOB, BKIIOUYAs LIEPYIIO-
1a3MuH, kKiaetkamu neuenu [15, 58, 138]. ITpu I'JI/] 3ToT mporiecc HapyIiaeTcs, 4To
MPUBOJIUT K YBEITUYCHUIO KOHIIEHTPALIM U « CBOOOTHOM MET KPOBU U HAKOTIJICHHIO €€ B
Pa3TUYHBIX TKAHAX U OpraHax.

B Hacrosmee Bpems uzBectHo 6osiee 800 pasnuuHbix myTainuii B rene ATP7B
[13, 25, 37]. Yuenbie ynuBepcuteTa AnbOepThl (Kanana) co3nanu orpoMHYIO OTKPBI-
Tyto 0azy myTaiuii. B 6aze npeacTaBlieHbl CBEJICHUE O CTPAHE, TJIe ObliIa ONMCcaHa My-
Talus, TUM MyTalllH, OCIEI0BATEIbHOCTh HYKJICOTHAOB B TATOJIOTMYECKOM YYaCTKe
reHa, M3MEHEHHBIH OeJIKOBBIH poaykT [4, 135]. MyTtaruu, xapaktepHbie 115 Poccun,
OTpaXXeHbl B JaHHOW 0Oaze B O4YEHb HEOOJNIBIIOM KOJIMYecTBE. MucceHc-MyTaluu
HauOosiee yacTo BcTpeuatorcs B rene ATP7B. Pexe oOHapyKUBarOTCs Aelieln, HOH-
ceHC, (ppeMIIU(T MyTaIMK, HHCEPIMK U MyTaIlMu calToB cruiaiicunra [25, 37]. He
Bce myTtauuu 1pu I'JI/] ABAAIOTCA SK30HHBIMHU, XapaKTEPHbI TAK)KE UHTPOHHBIE U pe-

ryisropHbie myTtanuu [196, 217]. B ucciienoBaHusax cap IMHUAHCKUX U CPEIU3EMHO-
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MOPCKUX nonysinuil y 6oabHbIX ['JI/] Ha 55 % XpoMocoM MpH MOJHOM CEKBEHUPO-
BaHHUU SK30HOB He ObLIO BhIIBICHO MyTanuii [135, 217]. B cBs13u ¢ aTHM, 00CyKaaeTCs
BO3MOKHOCTH HHBIX MPUYHHHBIX TeHOB 1 [ JI/I. Tpancnopt Mmean HapyIaeTcs B pe-
3yJbpTaTe MyTaluu B TpancMeMOpanHoM jomeHe AT @-a3bl, a HapyllIeHHE CBSI3bIBAHUS
AT® —B AT ©-cBsspiBaromieM foMeHe. KinmHnueckre nposBiIEHNs BOZMOXHBI ITPU TO-
MO3UTOTHOM HJIM KOMHIAyHA-T€TEPO3UTOTHOM HOCHUTEIIbCTBE MyTaluii, B OOJbllIeM
MPOIICHTE CIIy4acB OOJBHBIC SBJISIOTCA KOMIIayHJ-rereposuroramu [23]. Muoxe-
CTBCHHBIC BapHaIlU{ MYTAIIMOHHBIX KOMOWHAIMK y KOMITAYHA-TETEPO3UTOT WMEIOT
3HAYEHHE IS BBIPAXXEHHOTO (peHOoTHIHUYecKoro nomumoppusma. «l'opsauMu TOU-
kamMn» rena ATP7B sBnsrorcs 2, 8, 14, 15, 16 u 18 3x30HbI. AHaIM3 MyTallHOHHOTO
CIIEKTpa B OTJICTBHBIX MOMYJISAIMIX BBIABUI, YTO PACIIPOCTPAHECHHOCTh TOW WMJIA WHON
MyTaluu B reie ATP7B 3aBUCUT OT TEPPUTOPUATIBHOTO apeania nmpoxuBaHus [204,
214]. YacToTy BCTpeUaeMOCTH MyTallUi W MX CIHEKTP HEOOXOAMMO NMPUHHMATH BO
BHUMaHUE MPHU OTNIPEICTCHUM MPUOPUTETHBIX JUIsI CKpUHUHTA MyTalliil B KOHKPETHOM
peruone. Tak 1997 r. SlnoHckue Uccle0BATENN ONUCATIN YETHIPE PErYIISATOPHBIE MY-
TalMU: IeJICHHs YeThIPEX Map OCHOBAHUM nepe] S'-KOHIIOM U TPU 3aMEHbI OJTHOTO HYK-
neotuna B reae ATP7B [201]. B Capauaun caMoii paciipoCTpaHEHHOW MyTaIlMeH sB-
asiercs del 1441-427 (66,5%) [201]. ¥V eponeiines B 10,0% ciayyaeB BCTpedaroTcs
myTanuu B 8 a3k30He (2299insC, G710S), 15 sx3one (3402delC), u 13 (R969Q). B I'pe-
1un Hanbosee yacThiMu okazanrch His1069GIn (35,0%) u Arg969GIn (12,0%) [121].
B VMcnanuu npeodianaet myrtanus Met645Arg (55,0% ciyuaer) [23]. B bpasunuu B
30,0 % cmyuaeB ['JI1]] onpenensiercs mytamus 3402delC [216]. B crpanax JlanbHero
Bocroka (Kopes, Kutaii, TaitBanb, Anonus) Hanbosee yacto (35,0 — 40,0%) BcTpeua-
eTCs 3aMeHa TyaHuHa Ha TUMUH B 2333 monoxenuun (P.Arg778Leu) B 8 sk30HE TeHa
ATP7B [150, 205]. B Unauu otMedaeTcs pa3indre CIeKTpa MyTalui B 3aBUCHMOCTH
OT peruoHa. B 10kHO# yacTu peo0IagaroT Te ke MyTaiuu, uto u B Kurtae [64]. s
ceBepHoii yactu Muauu xapakrepusl myTtaruu Q125R, A1003T, 11102T [110]. B Be-
aukoOpuTanuu 25,0% MyTaruii reHa pacroyiokeHbl B 8-oM 3k30He [113]. [Ipumepom
Takol MyTanuu siBisgercs MmucceHc-myTanus His1069GIn, npuBoasinas Kk TpaHcBep-

cuu C Ha A B 3207 oCHOBaHWHU U 3aMEHE TUCTUAMHA Ha TIIyTaMUH B TTosioxkeHuun 1069
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[113, 151]. BuepBsie qanHas Mmytanus Obuta omricana B 1993 r. y 22,0% G0bHBIX pyc-
ckoro u 31,0% amepukanckoro mpoucxoxacHus [51]. Hacrtora BcTpeyaeMocT MyTa-
run His1069GIn B eBponeiickux u ceBepoaMeprKaHCKUX momyssinusax gocturaet 50,0
— 80,0% cayuaer [151], B poccuiickoit MOMyJISAIMK JaHHAS MyTaIlksl BCTPEUASTCS HEe-
ckosbko pexe (30,0 — 40,0% cinyuaes) [24, 143]. HcTopuio BO3HUKHOBEHUS OOIIIEH
myTtauu (p.His1069GIn) mist eBponeiickoil mOMyIsaiuy MOKHO pacCMaTpuUBaTh Kak
OJMHOYHBIA U OYECHb JPEBHUM MyTAlIMOHHBIN CIIy4au, YU ThIBAs OJUHAKOBBIN Iarlio-
THII TIO CLIETUICHHBIM ¢ TeHOM noumopdabiM JJTHK-1okycam y mariueHToB U3 pa3HbIX
ctpan EBporsl ¢ mannoit mytamueit [202]. [Tpu nuccnenoanuu 80 manueHToB Oosrap-
CKOW ATHWYECKOW mpuHamiexkHocTn dvacrora mytamuu p.HISIO69GIn cocraBmiia
58,8% [190]. Haubonee yacto nmaHHaAs MyTalusi BCTPEYACTCS B COCEICTBYFOIIMX
MEXIy cOo0Oi cTpaHax BOCTOYHO- U IIEHTpalibHOeBpomenckux crpaHax: llonbiie
(72,0%), Yexuu (65,8%), Jlutee (69,2%), JlatBuwm (52,5%), benapycu (61,0 %), Bo-
crounoi ['epmanuu (63,0 %) [38]. Ilo pe3ynbpraram ucciaeAOBaHUS B PECITyOJIHKE
bamikopTocTan BBISIBIEHO BOCEMb Pa3IMUYHBIX MyTalui B rene ATP7B. MaxopHoil
ssuniach mytanus p.HiSIO69GIn, BrisBnennas wa 55,5% amnener pycckoro, 38,9%
Tatapckoro, 44,4% Oamkupckoro u 83,3% uysamickoro npoucxoxaenus [38]. Tlo
nanHbiM OBunHHUKOBa A.B. (2017), B [IpuMopckom kpae gaHHasi MyTallusi BCTpeya-
etcs B 18,1% ciyyaeB TOJIbKO B KOMITayHA-reTepo3uroTHoM coctosuuu [40]. Jannas
MyTaius He OblUla HalijieHa B IBYX eBponeickux u3onsarax — Capaunuu u Cunuimmy,
He BcTpeuaercs B Slnonun, Kurae, bpasunuu u Muauu [190]. BeisgBieHne MaxopHbIX
MyTallMii MMEET 3HAuY€HHE ISl MEIUKO-TEeHETUYECKOro KOHCYJIbTHUpOBaHUs. Bo3-
MO’KHa pa3pabOTKa CKPUHUHTOBBIX TPOTPAMM JIJIsl ONIPEACIIEHHBIX THUYECKUX TPy,
KOTOPBIE MO3BOJIAT OCYIIECTBIATE Npsimyro JIHK - auarnoctuky, HECMOTPS Ha CIOXK-
HYIO OpraHu3aIluo TeHa.

I[ToMrMO dYacTBIX MyTalMi, XapaKTEPHBIX I OIPENCICHHOM ITHUYECKOU
TPYIIITBI, CYIIECTBYET CIICKTP MyTaIuii « 0e NOVO», KOTOPBIN MOCTOSIHHO PACIIUPSACTCSL
WX poab B MyTallHOHHOM CKPUHUHTE HE TAK BBICOKA.

MHorvumu aBTOpamu ObUTH BBIIEJIEHBI T€HO-()EHOTUITMYECKHE KOPPEISALNU pU

oose3san Bunbcona [33, 147]. Mmeromuecs B IUTepaType NaHHBIE O KOPPEISIIAH
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MEXTy OINpECIICHHBIMUA MYTAIUSMHU M KIMHUYECKOW KapTHHOM M MPOTHO30M 3a0oJ1e-
BaHMS JIOCTATOYHO MTPOTUBOPEUUBBL. MaHudecTarus 00JIE3HH C TEUYSHOYHOM CUMIITO-
MaTHUKOW cBsi3aHa ¢ mytanued R778L nmo manubeim T. Okada u Y. Shiono [87, 130].
Jlpyrue KuTaiickue ucciaeoBaTeNd Onucaid B3auMOCBs3b HU3KOTO YPOBHS LIEPYII0-
IIa3MUHA U paHHel MaHudecranuu 00ye3HU ¢ 3TOM ke mytanued [189]. Myrarus
His1069GIn B roMO3UIOTHOM COCTOSIHUM KOPPEIUPYET ¢ 00JIee MO3THUM IeOI0TOM 3a-
OoJyieBaHUS M MCHEE BBIPAKCHHBIM HapyIieHueM oOMeHa Meau [33], a Hanuaue qpyroit
myTtanuu 3402delC cBszano ¢ sBieHueM aucharun y 6oapHbIX [128]. ITpu HOCHTEIb-
ctBe myTtanuu His1069GIn nHaGmromaercss Tspbkesoe TedeHHe OOJIe3HW W Pa3BUTHE
OCJIO)KHEHHUH B OTBET Ha MpoBeAcHUE JieueHUs D-neHunuimaMuHoM B BUAE TPOMOO-
uuronennu [39]. JaHHblil QakT He MOATBEPKIACTCA PE3YJIbTaTaAMU HCCIEIOBAHUM
Bull P. u Thomas G. [203]. Vrbelova et. al, uccnemys nomynsiuu Yexuu u CrioBakuw,
TaK)Ke HE BBISIBUJIA KOPPEISAIHIO Mex Ty Tomo3uroTHocTeio His1069GIn, Bo3pacTHOM
MaHU(ecTauu, KIMHUYECKUMH U OUOXMMUYECKUMHU MPOSBICHUSMHU 3a00JI€BaHUS
[146, 151]. Cuuraercs, 94T0 (HEHOTUITUUECKHE MPOSIBIICHUSI JAHHOW MYTaIlUH 3aBUCST
OT B3aUMO/ICUCTBUSI TEHETUYECKUX (PAKTOPOB U (DAKTOPOB BHEIIHEH CpeJIbl, XapakTep-
HBIX JIJ151 KOHKPETHON MOMYJIALMH: IPUPOJIHO-CPEIOBbIE (PAKTOPBI, HHOPEIHOCTD, Xa-
pakTep MUTaHUsL, IPUCYTCTBHE FTEHOB-MOIU(PUKATOPOB.

B unaniickoit monynsuuu yCTaHOBJIEHO, YTO OCOOEHHOCTH KIMHUYECKON Kap-
THUHBI 3aBUCAT HE TOJBKO OT aJUIeNIbHON IreTePOreHHOCTH, TaK KaK pa3IMYHbIA BO3PACT
MaHU(eCTaIuU, 3HAUUTEIIbHBIC OTINYHUS KIMHUYECKUX CHMIITOMOB OTMEUaJIUCh B Ce-
MbSIX Y OOJIBHBIX, MMEBIIINX JIBA OJJMHAKOBBIX MyTaHTHBIX ajuteis rena ATP7B [87].

ConocTaBiieHHE CIEKTpa MyTallui, XapaKTEPHBIX ISl OMPEEICHHON YTHUYE-
CKOM MOMYJISIIIUU, C PACIPOCTPAHEHHOCTHIO 3a00JIeBaHU S, OCOOCHHOCTSIMU KIIMHHUYE-
CKOro TeueHus, 3(h(HEeKTHBHOCTHIO TPOBOANMOM BCe O0sIee pacIUPsIOT HHTEPEC K U3Y-
YEHUIO MOJIEKYJISIPHO-TeHeTHUeCKUX acneKToB [ JIJI. JIocTymHOCTh reHETUYECKHUX Me-
TOJIOB UCCJIEOBAHUS TOMOKET PEIIUTH BOITPOCH CBOEBPEMEHHOM JUAarHOCTUKH 3a00-
JIEBaHUsI B CJIOXKHBIX ClIy4asiX, MPOBEACHUS MPOPUIAKTUYECKUX HUCCICTOBAHUN U

Ha3HAaYCHUS MPEBCHTUBHOM TEPAIMK y WICHOB ceMbH podana [13, 33, 128, 147].
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ITatorenes I'JI/1

Menp sIBISETCS BAXKHBIM MUKPO3JIEMEHTOM B opranu3Me. OHa BXOJUT B COCTaB
(bEepMEHTOB: ITUTOXPOMOKCH/Ia3bl, TUPO3UHA3BI, CYNEPOKCUIAUCMYTA3bl, JTOMaMUH-P-
TUAPOKCHIIA3bl, JTU3UIOKCUIA3bl, TPUHUMAIOIINX YYACTHE B PA3JIMYHBIX MPOLECCAX
OKUCIIMTENHHOTO MeTabon3Ma (IpIXaHHue, CUHTE3 HEUPOTPAHCMUTTEPOB, aHTHOKCH-
JTaHTHBIC TIPOIIECChl, 0OMEH JKene3a). Baxxen 6amanc MeXay MOCTYIUICHHEM MEJI B Op-
raHu3M u ee skckpenueii [20, 53, 199]. V yenoBeka W3BECTHBI YETHIPE TCHETUUCCKUX
3a00JICBaHUs, CBA3aHHBIC C HAPYIIICHUEM rOMEoCcTa3a MeId B opranusme. M30pTouHoe
€€ HaKOIJICHUE IPUBOJIUT K Pa3BUTHIO UIMONATUIECKOTO MEIHOIO TOKCHKO03a (MH IU -
cKoro jerckoro mupposa) u I['JIJI, a HemocTaToK Meau SBISCTCS MPUUMHON OOJIC3HU
MeHkeca 1 3aTbUIOYHO-pOroBoro cuuapoma [20, 53].

Menpb, mocTynuBIas ¢ MUIIEH, TPAHCTIOPTUPYETCA B HAYAJIbHBIE OTAEIbI TOH-
KOT0 KulleuyHuka, rae 40-75% mean CBA3bIBACTCS C MEJIKOMOJICKYJISIPHBIM O€JTKOM Me-
TaJUIOTHOHEHHOM U dKCKpeTupyercs co cryjom. Ocrapmuecs 25-60 % menu, cBs3aB-
IIMCh ¢ KPYIMHOMOJCKYJISIPHBIMU O€IKaMH, TOCTYHaeT B CHCTEMY BOPOTHOM BEHBI C
yuactueM ¢pepmenta AT d-a3bl 7A. VI3 mopTanbHOro KpOBOTOKA IIPU YYaCTHU aMUHO-
KHUCJIOT U OEJIKOB MEJIh TOMAaIaeT B II€UEHb, KOTOPAs SIBJSETCS IEHTPAIBHBIM PETYJIs-
TOPOM €€ romMeocTasa. Peryisius BbIBEJECHHUS MEM B JKE€JIUYb B 3aBUCHUMOCTH OT €€
KOHIIEHTpAaIuu B renaronute ocymectsisiercss AT ®-azoit 7B, koTopas oGecnieunBaer
TPAHCIIOPT MOHOB MEJIU U3 KPOBU B K€4b, U3 TOJIOBHOTO MO3Ta B KPOBb M YYaCTBYET
B 00pa30BaHMU U3 allollepyJI0IIa3MUHa royiolepyiaomiazMuna [ /8]. Ilpu noBbieHun
KOHIIEHTpauu meau B nutoriazme renarouuta AT @-a3za 7B nepemMenaercs u3 Kom-
rekca ['onbpku B IM30COMBI BO3JIE KaHAIbIIEBOM MeMOpaHbl. Menb HakarimBaeTcs
BHYTPH JIN30COM, CHUKAETCS €€ KOHIIEHTpalus B [iuTorasme, u AT d-aza Bo3Bpalia-
eTcs B KOMIUIeKC [oJbkH, a MeIb SKCKPETUPYETCS U3 JIN30COM B JKeT4b; TaK o0ec-
MEYMBACTCS MOCTOSIHCTBO BHYTPUKIICTOUHOM KOHIIEHTpauu Meau [134].

BoisiBiieH erie oauH 0€I10K, Y4aCTBYIOIMIMM B TPAHCIOPTE MEAM U HAXOISIIUHACS
B T€NaTOLMTAaX, PACIOJ0KEHHBIX BOKPYT LEHTPAIbHBIX BEH — aHUTHOKCHIAHTHBIA
nporerH (ATOX1). DToT O6e0K CIyKUT JOHOPOM aTroMoB Meau st AT ®@-a3bl u BiIM-

SIeT Ha €€ aKTUBHOCTH [ 26].
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AT®d-aza 7B pacnonoxkeHa He HEOCPEACTBEHHO Ha KaHAJIbI[EBOM MeMOpaHe, a
Bo3J1e Hee. [IpennosokeHo HaTuuue APYTruX TPAHCIIOPTHBIX OCIKOB, yYaCTBYIOIIHX B
nepeHoce MeAM M3 JIN30COMbBI B JkeMuHbId KaHaiaen Murrl u MRP2 [78, 145]. Tpanc-

MOPT MEAW BHYTPH I'eaTOLMTA IPEICTABICH HA PUCYHKE 1.
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Pucynok 1 — TpaHcnopT Meau BHYTpHU renaTouuTa

Menp nna3mel B 95 % HaxXoauTCs B CBA3aHHOM C LIEPYJIOMIa3MUHOM COCTOSIHU Y.
epynonua3sMuH — 3TO MEb3aBUCUMBIN IIIMKONPOTENH, OTHOCAILUICS K CEMEUCTBY
deppokcuaaz. Onucano yyacTue 1epyionia3MuHa B HEUTpaIu3aiuu CBOOOHBIX pa-
nuKanoB. OH CUHTE3UPYETCS B IIEUEHHU U MOXKET CBS3bIBATH JI0 IIECTH aTOMOB MEJH,
IIPEBPAILASCH IPU 3TOM B FOJIOLEPYJIOIIa3MUH. beJoK, He CBA3aHHBIN C ME/IbIO, HA3bl-
Baercs anouepyJsioruiasmMud. [pu ['JIJ] HapymaeTcs npouecce CBA3bIBaHUS MEAU C 11€-
PYJIOIUIa3MUHOM B Ie4eHH. B pe3ynbrare 4ero yBennMunBaeTcs ypoBeHb Oelka anole-
PYJIOILIa3MUHA, BPEMS HUPKYJISILIUKA KOTOPOTO B IIJIa3ME PE3KO CHUKEHO. JlnarnocTu-
YEeCKHE METO/IbI BBISBIIIOT HU3KUM ypOBEHbB Liepysioruiazmuna mpu [J1]] [78,134].

[Tatorennsie 3(pdhekThl U30BITKA MEJIU B KJIETKE CBSI3aHbI C aKTHBAIUEH CBOOOTHO-
PaAMKaJIbHOTO OKUCIIEHUS, TOBPEKACHUEM MEMOPaHbI KJIETOYHBIX OPTaHeIl, MUKPOTpY-
6ouek, monekysbl JJHK. B matonorudeckuii mpornecc BOBJIEKaOTCs ONKU U (hepMEHTbI

KJICTKH. To4yHas KiaeTouHas MHIICHb, HA KOTOPYIO BOBHGﬁCTBy@T N30BITOK MEau, 10
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HACTOSIIETO BpeMEHH He omnpeneneHa. Ha mepBbIx cTaausx maToIorHdeckoro mporecca
MOBPEXKIAETCS YHIOTIIIA3MATUIECKUIA PETUKYITYM, MUTOXOHIPUH, SIPBIIIKU, TEPOKCH-
COMBI. B MUTOXOHApUSIX yrHETaeTCs epMEeHTATUBHAS AaKTUBHOCTh, BCJICICTBUE YETO aK-
TUBUPYETCS MPOIIECC TEPEKUCHOIO OKUCIICHUS TUTTUI0B. [Ipy mporpeccupoBaHuy 1aTo-
JIOTUYECKUX U3MEHEHU I MPOUCXOAUT THOeNb TenaToluTOB, pa3BUBACTCS BOCHIAJICHHE,
¢bubpo3, mpoaudepairus )KETIHBIX TPOTOKOB, YTO B KOHEYHOM UTOTE IPUBOIUT K pa3BH-
TUIO Hppo3a. [loBpexkieHune neperpyKeHHbIX MEJIbI0 TeMaTOIMTOB BEAET K MOBBIIICHUIO
YPOBHS CBOOOTHOM MM B CHIBOPOTKE KPOBU. COOTBETCTBEHHO MOBBIIIACTCS IKCKPEIHS
MeTaJlJIa C MOYOM M MIPOUCXOIUT €€ HAKOTUICHHE B TKAHSIX M OpraHax: MeueHU, TOJIOBHOM
MO3Te, CeJIe3CHKE, POTOBHIIC U XPYCTaJIMKE I1a3a, MovKax U JPyrux opranax [26, 78,
145].
Kinununyeckasi kKapTuHa

Knunnueckas kapruna [JIJ[ xapaktepusyeTcss OOJBIIMM MOJIUMOPPU3IMOM
CUMIITOMOB U T€TEPOr€HHOCThIO KIIMHUYECKUX TPOSIBJICHU . 3HaUUMble ()EHOTUTINYE-
CKHE pa3Iudus MPOsIBICHUS 3a00JIeBaHUS ONKMCAHbl y POJHBIX CHOCOB, B TOM YHUCIE Y
MOHO3UTOTHBIX Or3HeroB [92, 135]. Hapymenust oOMeHa Meu, 00yCIIOBICHHBIE I'e-
HETUYECKUM JAePEKTOM, UMEIOT MECTO YXKe C pOXIeHUs. B JeTckoM U paHHEM Mo/I-
POCTKOBOM BO3pacTe 3a00J1eBaHKE MPOTEKAET, KaK MPABUII0, ACUMIITOMHO, CYOKIMHU-
YEeCKU, HO B OpraHax yxke ¢GOpMHUPYIOTCS U3MEHEHUS, KOTOPbIe MOKHO BBISIBUTH MPU
neTanpHOM obcnenoBanuu. Yare Bcero 3a00ieBaHus 1e0I0TUPYET B BO3pacTe OT 5-7
aet o 35 net [187]. B nmuteparype BcTpeuaeTcs ONUCAHKE ClTydas Jae0rora 3a00ieBa-
HUsl y peOeHKa B BO3PAacTe BOCBMH MECSIICB B pe3yJIbTaTe BBISBICHUS BBICOKOTO
YpPOBHsI TpaHCaMHHa3 B CBIBOPOTKE KpoBH [215]. Taxxe ciydyan panHero aeodrora I'J1]]
OMHCaHbl y peOeHKa B 3-X JIETHEM BO3pAcTe C MCXOAOM B I[UPPO3 MEUYECHHU U CIyyai
(GyIbMHUHAHTHOM IMEYEHOYHON HEA0CTAaTOYHOCTH Y pebeHka msru jet [102, 62, 101,
67]. Camprit no3nuuit ne6rot I'JI]] onucan B BO3pacTHOM Juamna3oHe ot 55 g0 72 aer
[2,9, 42,47, 93, 95, 113, 112, 175, 213, 222, 225].

B nauvarne pa3Butus 3a001€BaHUs HAKOTUICHUE ME/IA ITPOUCXOIUT B TICUCHH, UTO

SBJISICTCS MPUYMHON Pa3BUTHS IeMaTUTa, HUPPO3a MeUeHH uiau GyIbMUHAHTHOMN Teye-
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HOYHOM HelocTaTouHOCTH [57]. KinmHUYecKue mposBIICHUS TOPAKCHUS ITCUCHU SBJIS-
IOTCSI CaMbIM YacThIM JIe0I0TOM 3a0osieBaHus U otmedarorcss B 40-50% ciydaeB. B
JanbHENIlIeM HAKOTUICHUE MEAM 3aTparuBaeT U Apyrue opra"sl. bombiie Bcero cTpa-
Jal0T TOJOBHOW MO3T, MOYKM M poroBulia ria3. Heeponorunueckas Manudecranus
BcTpeuaercs B 35%, a ncuxudeckas B 10% ciydaes. Y 12-15% 6o1e3np HaumHaeTCs
C TeMaTOJIOTMYECKUX CHUHAPOMOB WJIM YHJOKPUHHBIX pACCTPOUCTB, B 1% c mouedHoit
cumnromatuku [53, 59, 74,96, 111, 157, 172, 198, 200, 210].

IlopaxeHue rneueHu

[Topaxkenuu neuenu nipu ['JIJ] 6110 ONTMCaHO OJTHUM U3 TIEPBBIX POSBIICHUI B
X0Jie U3y4yeHus 3Toro 3adosieBanus. [1o mpuumHe OTCYTCTBUS MAaTOr€HETUUECKON TEpa-
MUU B TOT EPHO/I U BBICOKOM JIETATBHOCTH ATUX 00IBHBIX pakTudecku B 100 % cimydae
Ha ayTOICUH ObLT JMarHOCTUPOBaH 1Uppo3 neuenu [29, 32]. B mocnemyroiiem ycTaHoB-
JICHO, YTO KJIMHUYECKHE MPOSBIICHUS MopaxeHus rneueHu y 6onbpHbix [JIJ] pasHoos-
pa3Hbl: 0ECCUMITTOMHOE TEYEHHUE C HEOOMBIITMMH OMOXUMHYECKUMU OTKIOHEHUSMHU JIOO
C TeraTo- 1/Uiu CILNIEHOMETaINe, OCTPBIN HITH XPOHUYECKHU MPOTEKAIOIIM A «BHIJILCOHOB-
CKHIl» renatut ¢ BapuadeIbHbIMU OMOXMMUYECKUMH TTOKa3aTeNI MU, IIUPPO3 CO BCEMU
BO3MOKHBIMU OCJIOKHEHUSIMH, pyTTbMUHAHTHAs popma rematuta [47, 51, 56, 59, 114,
219]. TTo pesynbraTam uccienosanus A.T. Eroposoiic coasT. (2014) y 7 % manueHToB
renaToJornueckux cranuonapo auaraocrupyercs I'JI/1 [11]. Mauudecrarms 60e3nu
BO3MOYHA KIIMHUYECKUMU MTPOSIBIICHUSIMU MTOPTAIBHON TUTIEPTEH3UH (OTEKH, ACIIUT, Ba-
PUKO3HO-pacCUIMpEHHbIE BEHbI TUIIEBOAA). J{aHHBIN TUIT MaHU ()ECTALMY XapaKTEPEH s
nalreHToB MoJjI010r0 Bo3pacTa [20, 21, 183, 219].

B cnydae Manugecranmm 3a601€BaHNs C OCTPO pPa3BUBIIECHCS KENTYXU, ACTCHUYE-
CKOT'O CHHJIPOMA, aHOPEKCH U IMPU N3MEHEHHbIX TEYEHOYHBIX TECTAX HEPEIKO MPEATONa-
raetcst UHG eKIMOHHBIN reHe3 6os1e3uu. OcTpsiii renatut npu [JIJ] mpoTrekaeT, kak u apy-
rue (POpPMbI OCTPBIX TENATUTOB; MMOCIIE TEPHUOAa 000CTPEHHS MOKET HACTYTUTh BPEMEH-
HOE KJIMHUYECKOE U OMOoXuMUUecKoe yiydiienue. [Tocie MHUMOro BI3IOPOBIICHUS T1e-
YEHOUHBbIE TPOOBL, KK MPABUIIO, OCTAIOTCSI U3MEHEHHBIMU. BhIlieonvcanHas KapTrHa 3a-

0oJIeBaHMs OTMEUACTCA Yallle B IeTCKOM Bo3pacTe [88, 176].
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JlnarnocTtuka 3a00JieBaHus TAK)KE 3aTPYyAHEHA, €CIIU 00JIe3Hb HAUMHAETCS C TTPH-
3HAKOB XPOHUYECKOrO rernaTuTa; Mpu 3TOM CTAaBUTCS JUArHO3 XPOHUYECKOTO BUPYCHOIO
UJIM ayTOMMMYyHHOT0 renatuTa. Ha HauanbHbIX 3Tanax 0071€3H1 HEBPOJIOTMYECKUE CUMII-
TOMBI M KoJibla Kalizepa-Dreiiiepa MOTYT €I11€ HE BBISIBIATHCS. Y POBEHb LIEPYJIOILIIa3-
MHHA KPOBU MOXET OBITh HOPMAJIbHBIM, YYUTHIBAsI aKTUBHOE BOCIIAJICHUE B TKAHU T1€-
yeHu. [lopaskeHue neyeHu B Hauase 3a00J1eBaHMs MOKET ObITh JTATEHTHBIM. bruoxumuye-
CKHE MOKa3aTeNu (yHKIMU IEYCHU B TEUECHUE JUTUTEIILHOIO BPEMEHU MOTYT OCTaBaThC
B MpeJiesax HOPMBI, JIMOO BBISIBIISIETCS YMEPEHHAs TUIIepaMUHOTpaHcdepazemus. Mop-
(donornyeckue U3MEHEHUsS B IEUCHU XapaKTEePHbI IS LIUPPO3a, )KUPOBOM AUCTPODHH,
¢Gubpo3a neyenu, xponnueckoro remarura [197, 204, 120]. [Tpu mporpeccHpoBaHUH MPO-
1ecca BaXXKHBIM IIPU3HAKOM XpOHUYECKOTo renaruta npu [ JI] sBisercs oTHOCUTENBHO
YMEPEHHOE (HE MPEeBbIIAIoIIEee 2-X KPaTHBIN YPOBEHb ) MOBBIIICHUE aKTUBHOCTH OMOXU-
MUYECKUX MAPKEPOB IIUTOJIN3a, OUITUPYOrHA, COUETAIOIIEECs C HAIMYMEM BhIPaKEHHBIX
renaToleUTIOSIPHBIX HEKPO30B TPU MOPGOJIOTMYECKOM HCCIIeI0BAHMN OMOTITATOB T1e-
yeHu [123]. Y 50% nporieHToB MaiueHTOB HEBPOJIOrMYSCKUE TTPOSBIICHHS 1 KOJTbIla Kaii-
3epa-dreiinepa MOTyT OTCYTCTBOBATh, YTO 3HAYMTEIIBHO 3aTPYAHICT TUArHOCTHKY [ 82].
Kaptuna xponnyeckoro renaruta npu 1 'JIJl MokeT coueTaTbesi ¢ MOBBIIIEHUEM HECTIE-
HU(PUYECKUX ayTOAHTUTET U MUMMYHOTJIO0YJIMHOB, YTO MOXET HAIOMHHATh KapTUHY
ayToMMMyHHOTO renatura[176, 182, 224].

OynpMuHaHTHAS nieueHouHas HegoctarouHocTh (PITH) - camblit Hebmaronpusr-
HBII BapraHT MaHu(ecTaimu 6oe3un Buiibcona. CMEpTHOCTb MPU 3TOM COCTOSIHUN MO-
ket gocturath 95% [19, 48, 193]. TpurrepasiM pakropom mist pazsutus OITH moxer
CITy’)KUTh HHTOKCHKAIWs, HHpeKInoHHoe 3adosesanue. Sallie R. ¢ coaBTopamu omvicam
ciydai pyTbMHUHAHTHON TE€YEHOUYHON HEeIOCTAaTOYHOCTH Y 6-1teTHel neBouku ¢ [JI/] Ha
¢one octporo BupycHoro renaruta [49]. [Ipu ®ITH nporcxoaut paspyiieHue u 6€3 Toro
Meperpy>KeHHbIX ME/IbI0 TEMaTOLMTOB U BhIIEJICHUE OOJBIIOr0 KOJIMYECTBA MEIU B
KpoBb. [Ipu 1abopaTopHOM Hccie1I0BaHUM 0OHAPYKHUBAETCS BBICOKUIN YPOBEHB MEU Chl-
BOPOTKH KPOBU U MOYM. Menp pa3pymiaeT MeMOpaHbl SPUTPOLIUTOB, YTO IPUBOJIUT K

BHYTPHCOCYAMCTOMY I'€MOJIU3Y CO CHIIKEHHUEM YpOBHs remorioduna [84, 192, 224].
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Huddpepentmanshas nuarnoctuka OITH npu V1] oT apyrux npuyurMH HEMPOCTA, OCO-
OCHHO NPU OTCYTCTBMM aHAMHECTUYECKHUX cBeleHUl o mopaxkenuu [IHC u neuenu.
VY cTraHoBIEHBI AMArHOCTUYECKU 3HAYUMBbIE JTa0OparoOpHbIE KPUTEPUH, YKA3bIBAIOIIME HA
byIpMUHAHTHBIA BUIIBCOHOBCKUI T€NaTUT SIBJISIOTCS . HU3Kast aKTUBHOCTh ChIBOPOTOU-
HBIX TPaHCAMHHA3 U 1IeI0UHON (hocdaTtaspl, HexapakTepHas 1js O yJIbMUHAHTHOTO TeTia-
TUTA TIPU IPYTUX IPUUMHAX; TUTIEPOUTIMPYOMHEMHUST; HApyLIEHHe MeTab0IM3Ma MEIH C
BBICOKOM AKCKPEIMEN MEJIM C MOYOW ; KAPTHHA OCTPOTO BHYTPHUCOCYAUCTOTO FEMOJIN3A C
KymOc-HeraTuBHOM reMOTUTUYECKOM aHEMUEH ; KOaryJIoNaTHs; IPOrpeCcCUpyroIas rme-
YEHOYHOKJIETOUHAasT W TMouyeyHas HenoctaTouHocTh. Koadduument Jle Putnca
(ACT/AJIT) mpu ®IIH coctaBnset 6ombliie 4, a oTHOIICHUE IeTo9Has GpocdaTtaza/ou-
aupyoun menee 2 [19, 48, 84, 19803]. [1o nanubM psiia uccieaoBaTeneii ata popma IJ1J]
XapaKTepHa JUIs )KSHIIIMH M BCTPEYACTCs Y HUX B UETBIPE pa3a yaiiie, 4eM y MyxuuH [97].

[Ipu GpynbMUHAHTHOM TE€UEHUH TUCTOJIOTUYECKH Yallle BCETO BBISBIIAECTCS IUPPO3
neueHu. B MeHbIIeM mporieHTe ciydaeB Ha (GoHe hopMupyromierocs Guopo3a MOKeT
OBITh BBISIBIIEHA MOP(OJIOTHIECKasi KAPTUHA OCTPOTO (yJIBMUHAHTHOTO TeTIaTUTA B BUJIE
MacCHBHOTO Hekpo3a remaroruTtos [50, 105, 173, 182, 192].

ITpu ®ITH Tepanusa Menb-3JIMMUHUAPYIOLMMU ITpErapaTaMu He TOKa3aHa, TaK Kak
3TO MOKET YBEJIMYUTH U O€3 TOr0 OFPOMHYIO KOHIIEHTPALIUIO MeIU B KpOBH. B HacTos-
niee BpeMs ISl JIEYEHUS 3TOTO COCTOSHUS UCIIOJIB3YIOT METO/IBI 3KCTPAKOPIIOPATIBHON
reMoKoppekiuu (1miasmodepes, reMouIIbTpalus, epuToHeaNbHbI auanui). [lpu He-
3(pdheKTUBHOCTH TEpaNy €IMHCTBEHHBIM alIbTEPHATUBHBIM METOAO0M JICUCHUS SIBIISIETCS
opToTOnMYecKas TpaHcIlaHTamus nevyenu [ 79, 89, 94, 116, 118, 136, 137].

Eme oqaum BapuanToM nopaxkenus neyenu npu ['JI/] asaserca nuppos. Knunu-
YyecKas KapTHHa U OMOXUMHYECKHUE U3MEHEHUS [IPU 3TOM HE OTJIMYAIOTCA B L[ETIOM OT
LHUPPO30B APYTOH 3THONOrMU. HEKOTOpBIE XapaKTepHbIE KPUTEPUH LUPPO3a IEYEHU TIPU
['JIJ Bce xe cymiecTBYI0T. Ha hoHe cHUKEeHHOI 0€TTKOBO-CUHTETUYECKON (PYHKIUH TTe-
YEHU pa3BUBAETCS 3HAUUTEIILHO BHIPAXKEHHBIN OTEUHO-ACIIUTUUECKUMA CUHIpOM. [pyrue

MPU3HAKU MOPTATBHON TMIIEPTEH3UH, TAKME KaK CIJICHOMETaIu s, BAPUKO3HO pacIlIvpe-
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HbIE BEHBI MUIIEBO/Ia UMEIOT MEHEE BBIPAXKEHHOE KIIMHUYEeCcKoe rposiBieHue. [1pu ooce-
JIOBAHUU OOJIBHBIX B BO3pACTE 10 35 JIET C KPUIITOIr€HHBIM IUPPO30M B 5% CITydaeB BbI-
seinena ['JIJ] [183, 219].

ITpu I'JIJ] Ha hOHE YaCTHIX SMTU30/10B T€MOJIMN3a BO3MOYKHO 00pa30BaHKE KOHKpPe-
MEHTOB B JKETYHOM My3bIpe. KOHKpeMeHThI 00pa30BaHbI CONSIMHU OMIMPYOHHA U XOJIe-
crepuna [184].

Mopdonornueckue n3mMeHeHus TkaHu redenu npu ['JIJ] He marornHomonnuHbL B
Havaje 3a00JeBaHUs TOSBIISIOTCS MTPU3HAKH KUPOBOK WH(MHIBTPAIIUN TCIAaTOIIMTOB,
TJIMKOTCHOBOM JIereHepallum sAep U (poKaIbHbIHN IelnaToneUIosIpHbIi Hekpo3 [98]. XKu-
poBasi UHGUIBTPAIKS U BOCTIAJTUTEIHHBIC MTPOSIBIICHUS CBS3aHbI C aKTHBAIIMEH ITPOoIIec-
COB MEPEKUCHOTO OKUCIICHHUS JIMITAIOB U OKCUJIAHTHOI'O CTpecca BCIEACTBUE HAKOILIE-
Hus Meau B rematonutax [105]. ITo mepe mporpeccupoBanus mpoiiecca GopMupyeTcs
¢bubpo3s, a 3aTeM IUppo3 reueHu. B 60IbITMHCTBE CITydaeB OMMUCaH KPYIHOY3JI0BOU ITUp-
PO3; MEIIKOY3JI0BOM IHppo3 BcTpeuaetcs pexe [50, 105, 176, 182, 192].

Ha nepBbix cTaausix 3a00yieBaHus MPY OKpAIIMBaHUK TKaHU MTEUYEHH pyOeaHOBOM
KUCJIOTOM U PaJOMUHOM KaK MPaBUIO HE YJIA€TCS BHIABUTH XapaKTEPHOE OKpaIlIMBAHUE
n3-3a quddy3Horo pacnpeaeneHus Meau B rernaronuTax. [[o10XuTenpHbI TECT MOKHO
MOJTYYUTh TOJIBKO TIPU OKPALTUBAHUH OPCEHHOM B MTOJIOBUHE ciiy4aes [125].

Y IbTpacTpyKTypHbIE U3MEHEHUSI B MUTOXOHIPUSIX MOTYT ONEPEkKaTh U3MEHEHUS,
BBISBIISIEMBIE B CBETOBOM MUKPOCKOIE. MUTOXOHIpUAJIbHBIC U3MEHEHUS BKJIIOUAIOT B
ce0s: HaJIuyue BaKyOJIM3UPOBAHHBIX U KPUCTAJUNIMYECKUX BKIIOUEHHH, paclIMpeHue
MEXTPEOEIIKOBOTO MPOCTPAHCTBA, YBEIUYEHUE TJIOTHOCTH MaTpUKCa, MPHUIIUIIAHKUE
HapyXKHOW ¥ BHYTPEHHEH MeMOpaHbl, U3MEHEHHE Pa3MepOB U (POPMBI 3TUX OPraHEL
[Ipy nuTEenbHON MEIBITUMUHAPYIOIICH TEPATTUY BBIIICTIEPEUNCIICHHBIC N3MEHEHUS B
MHUTOXOHAPHUSX ucue3aroT [133].

HCBDOJ’IOFI/ILICCKI/IC POABJICHUA

Manudecrans 3a00J1eBaHusI ¢ HEBPOJIOTHIECKOW CUMITOMATUKH XapaKTEePHA st
Oostee crapiiei Bo3pactHou rpymibl [46, 47, 50]. Oanako, psa uccieaoBaresieh yKasbl-
BAIOT Ha [pe00dIIalaHie HEBPOJIOrMIECKUX POPM MPOSBIICHUS OOJIE3HHU Y JIUIL B BO3PACT-

Hoit rpymie 10-20 et Ha medeHOUHBIMU TposiBiacHusMU [19, 139]. Pannue nposiBrieHns
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KJIIMHUKH TTOPAYKSHUSI HEPBHOW CUCTEMBI CBUJIETEIILCTBYIOT O 0OJIEE TSHKEIIOM IMTPOTHO3E
TedyeHus 3aboeBanus [186, 188].

Hesponoruueckyro cumnromMatuky ['JIJ] moapoO6HO omucan oTeuecTBEHHBIN yUe-
Hbeiii H. B. KonoBanioB. OH pa3zpadorai kiaaccudukaiuio 00JIe€3HH, B KOTOPOM 0003HAUMIT
5 xmuHuueckux ¢popm. K HeBponorumyeckuM popmMam OTHOCSTCS: PUTHAHO-aPUTMOTH-
MEepKUHETUYECKAs! (paHHsIs), OpoKaTeabHas (MO3AHSA), SKCTPAIINPAMUIHO -KOPKOBas,
npoxarensHo-purnanas. Ogna gopma - abroMuHaIbHa, 711 KOTOPOU XapaKTEPHO To-
paskeHU e BUCIICPATHLHBIX OpraHoB [29].

Hesponorudeckre cumntomsl y 60mpHBIX [JI/] npeacTaBieHsl aKcTpanupamul-
HBIMH M MO3XEUYKOBBIMH HapylleHusMu. [lepBbie mposiBiaeHus: 6071€3HU BO3ZMOXKHBI B
BHJI€ MUKpOTrpad U HEBO3MOXHOCTH BBIMOJIHATH TOYHBIE KOOPIMHATOPHBIE MPOOBI C
MOCJEAYIOMINM Pa3BUTHEM TpeEMOpa. T peMop, BOHUKHYB KaK MEJIKOAMILIUATYIHBIN, 110
Mepe MporpeccupoBaHus 3a007I€BaHUsI MOKET YCUIIMBATHCS U CTAHOBUTHCS KPYITHOPA3-
MAIIUCTHIM C BBIPAXKEHHBIM HHTEHIIMOHHBIM KOMIIOHEHTOM, 110 00pa3HOMY CpaBHEHHUIO
H. B. KonoBaoga, B BUJIe « TpereTanus Kpbuibe nTumy [29, 32]. B muteparype onucan
Clly4ail 3CCeHIIUAIBbHOTO TPEMOPA Y POACTBEHHUKOB 0016HOTO [ JI/], KOTOpBIE ABISIUCH
retepo3uroramu 1o mytanuu reda ATP 7B [219]. XapakrepHbl pUriIHOCTD MBI, TH-
MEePTOHYC IKCTEH30POB HOT, MIPUBOAIINN K U3MEHEHHUIO TOXOJKHU, AUcharus u qu3apr-
pHsl, TUCYMIT CIIa3M, THITOMUMMS, TUITOKMHE3us, atakcus [ 29, 32, 70, 116, 123]. [Ipuuwu-
HOU HapyIICHUS PEYU U TJIOTAaHUS MOKET CITY>KUTb HE TOJIBKO TICEBI00YIH0apHOr0 CHH-
IpOM, HO U TUCTOHUSI B COOTBETCTBYIOLMX IPpyInax MbIml. HeueTkocTh U MOHOTOH-
HOCTb P€Yd MPU OTCYTCTBUU MATOTEHETUUECKON TePAIuU MOKET IPOTPECCUPOBATH JI0
noJiHok anaptpuu [29, 32, 53, 63, 70]. V 6% 00JIbHBIX OTMEUAIOTCS F'eHEPATU30BaHHbIC
U TapiuaibHble dnuienTauueckue npumnaaku. Onucan ciyyait nedrora ['JI/] y moapocrka
17 net ¢ TpaH3UTOPHOro remMuIapesa u suiedanonarun [56]. ['mnepcanuBaiwst oTmMeya-
€TCsl IOCTATOYHO YacTO 3a CUET AUCTOHUYECKOr0 HAMPsHKeHHs OPOMAHIMOYIIIPHON My-
CKyJnaTypsl. [ puMacHUUaHbE, OTKPHITASI HUKHSISI YEITIOCTh, CITFOHOTEYCHUE U PETPAKIIHS
ry0 SIBJISIFOTCSI XapaKTEPHBIMU MTPOSIBICHUAMH 00JI€3HU. J{CTOHUSA MOXKET OBbITh JIOKAJIb-

HO¥ MJIM BOBJICKATh BCE YaCTH TeJia ¢ popMUpOBaHMEM KOHTpakTyp [63, 70].
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BereraruBHas HepBHas cUCTEMA B OT/ACJIbHBIX CTy4dasx O0JIE3HU TaK>KE BOBJICKA-
€TCsl B MAaTOJOTUYECKUI Mponecc. KIMHUYIECKH 3TO MOXKET MPOABIATHCS AUCEHYHKIMEH
KHUIIIEYHHUKA, MOYEBOTO TY3bIPsl, TUTIOTJIMKEMHUEH 0e3 MaToJ0TuH MOKETYI0UHON Ke-
JI€3bl, OTEYHBIM CUHIPOMOM Ha HH>)KHUX KOHEYHOCTSIX, N3MEHEHHUAMHU B Macce Tela, Ko-
JaeOaHusIMHU apTepuaIbHOro aaBieHus [57].

[Ipu orcyTcTBUM crienr(UUecKOl MaTOreHETUUECKOM Tepanuu U HaJTu4dusi HEBPo-
JIOTUYECKUX CUMITTOMOB JIETAJIbHBIN KCXO]T MOKET HACTYIIUTh uepe3 5-15 et oT Havana
KJIIMHUYECKUI TIPOsIBICHUM 3a00sieBaHus. [I[puunHONi CMEPTH MOTYT CIIYXKHUTh KEy-
JIOYHO-KUIIEYHbIE KPOBOTEUEHHM 1, KAK ITPOSIBJICHHE MOPTAILHOM TUIIEPTEH3UH, OCIIOKHSI-
IOL[MECS TPOMOOLIMTONIEHUEH, TMO0 MPUCOEUHEHIE NHTEPKYPPEHTHBIX MH (peximii. Bo-
BpeMs HauaTas MeJIETOHHAs Tepanus M03BOJIET KyITUPOBAaTh HEBPOIOTHYECKYIO CHMII-
ToMaTHKy npaktudecku B 100 % cimyqaes [53, 163].

IIcuxuueckue IIPOABICHU A

[Tpy HaTMYNMK ICUXUYECKUX OTKJIOHEHUH B 1e0r0Te 3a001€BaHMs CBOCBpEMEHHAS
muarnoctuka ['JI]] He mpocta [163, 167]. [Icuxudeckue CHMITTOMBI IOCTATOYHO Pa3HO-
o0Opa3Hbl, BIPAXKEHHOCTh UX ITPOSBIICHUH 3aBUCUT OT BO3pacTa Je0r0Ta U CTENEHH Mpo-
rpeccupoBanus 3a06oneBanus [170, 171]. ITpu manudectaimu 601€3HU B IETCKOM BO3-
pacTe MPOUCXOIUT 3aJEP>KKA UJIM OCTAHOBKA IICUXUYECKOTO pa3BUTHsL. Y 0OoJiee 4eM Io-
JIOBUHBI OOJIbHBIX OTMEYAIOTCS TPYAHOCTH IPY KOHIIEHTPALU U YJep>KaHU U BHUMAHUSL
Lin u coaBTOpHI OMKCaNN ciaydaii 3a00J1eBaHus Y peOCHKA, KOTOPBIH MOJIyYall TEPAIIHIO
0 MOBOAY « CHHpOMA TMIIEPAKTUBHOCTH C IE€PUIIMTOM BHUMAHUS, IEYCHOYHBIE TTPO-
SIBJICHUSI 00JIC3HU TP 3TOM 0TCyTcTBOBaM [169, 185]. [1pu Oostee mo3aHeM Havase 3a-
0oseBaHMs pa3BUBAETCA clladoyMue, BhIpaxkarolieecst 00eJTHEHUEeM IICUXUYECKHUX MTPO-
IIECCOB U MOTepel mpruodpeT€HHbIX 3HaHn. OcobeHnocTu aemerIwu mpu [ JI /] ormicans
PSIOM HCClIeIOBATeNIel U XapaKTePU3YIOTCs MPOSBICHU MU Opaiu(ppeHUH U MO KOPKO-
BOI JIEMEHIIMH Ha ePBBIX dTanax 3adoseBanus [ 168, 218]. Passutue ciraboymus y 3THX
OOJIBHBIX XapaKTEPU3yeTCss 00CTHEHUEM TICUXUYECKUX MPOIECCOB, PE3KUM CHUKEHUEM
aKTUBHOTO BHUMAaHUs, BBIPAXKEHHBIMU TPYJIHOCTSAMU B YCBOCHUHU HOBOTO MaTepHaa,

CKYJIHBIM CJIOBapHBIM 3a1acOM, Y3KUM KPyro30pom, mpodiemMamMu B PEIICHUH JIOTHYe-
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ckux3ana4 [171]. Huzkas ncuxuyeckast ak THBHOCTD, 3aMEIICHHOCTh IICUXUYECKHX ITPO-
IIECCOB COYETAIOTCS C COXPAHHBIMHA BO3MOKHOCTSIMU K 3aIlIOMUHAHUIO M TTaMATHIO HA
npornuibie coobrTus [12, 209]. Pa3apaxuTenbHOCTh M arpeCcCUBHOCTD, TPHUCYIIHEC HAYATy
00J1€3HU C TEYEHNEM BPEMEHH 3AMEHSIFOTCS pa3BUTUEM JIEMEHIINU, COPOBOKIAIOMIEHCS
AMOIIMOHANBHOM TYyNOCThIO U diidopueil. g stoit craguu ['JI]] xapakTepHbl HACHIIb-
CTBEHHBIH IJ1a4 M CMEX, OpajibHbIC M XBaTaTelbHbIc aBToMaTu3Mbl [32, 100, 171]. I1cu-
XOMaTOMO/I00HBIE TPOSBIICHHU S, OTICAHHBIE PSIIOM aBTOPOB, MPOSBISIOTCS KOHPIUKTHO-
CTBIO, PACTOPMOKEHHOCThIO HU3IIMX BJICYCHU I, THEBJIMBOCTHIO, XBACTOBCTBOM, ITATOJIO-
rMYecKuM (paHTa3UPOBAHUEM, UMITYJIHCUBHOCTHIO, CKIIOHHOCTh K aHTHCOIIUATHHBIM T10-
crynkam [ 71, 171]. ApdexruBHbIe paccTpolicTBa XapaKTEPHbI 1715 3Tana MaHUpecTalu
3aboneBanus. K. Wilson (1912) onucany Habmr0JaBIIMXCSt UM AIIUEHTOB [1JIAKCUBOCTH,
AMOIIMOHANBHYO0 TAOMIBHOCTh, CKIIOHHOCTD K Jienpeccuu. B paboTtax Apyrux aBTopoB
YKa3bIBAETCs Ha CKIIOHHOCTH K CyHIuaibHOMY ToBeieHuto [ 20, 85]. C Teuenuem 3abo-
JIEBaHMS HAUMHAET ITPeo0II1aiaTh YMOIIMOHATBHAS TYTIOCTh, S (OPH S, OTICAHBI CITyYau C
BBIpaXKeHHOU adPeKTUBHOM JTaOUIIBHOCTHIO, (Pa3HBIMH PacCTPOHMCTBAMHM HACTPOCHHUS,
KOTOPbIE MOTYT OBITh NPOSIBIIEHUEM MaHHAKATIBLHOTO WX JENPECCUBHOIO CUMITTOMOKOM-
miekca [66, 72].

[Tpu ['JI]] onuckIBaroTCS TakKe ICUXOTUUECKUE POPMBL: TPAaH3UTOPHBIE U TOI0CT-
pbI€ MapaHOUIHbIE TICUXO03bI, FAJUTIOLMHAIIMY, TapadpeHu s, Ope1oBbIe U JEIPECCUBHO-
MapaHOUIHbIE COCTOSIHUS, JNIUTENbHBIE N30 PEHONOA00HbBIE COCTOSHUS, UMUTUPYIO-
mue muzodpennto. Hepeako TakuM OOJIbHBIM B IICUXUATPUIECKUX KIIMHUKAX CTABUTCS
IMarHo3 Mu30(peHnun, yTo BICUYET 3a cOO0M JUIUTENbHbBIE KyPChl TEPANlUU IICUXOTPOI-
HBIMH IIperapaTamu, KOTOPBIE IBJISIOTCS MOTEHIIMAbHO TOKCUYHBIMHU, HE I CTBYIOT Ha
OCHOBHYIO TPUYMHY Pa3BUTHS 3a00JIEBaHUS U BBI3BIBAIOT HAPACTAHUE CUMITTOMATUKH
[66, 100].

[TaTonoroanaromMuyeckasi OCHOBa HEBPOJIOTHYECKHUX M TICUXUYECKUX CUMIITOMOB
CBOJMTCS K aKTUBAIIMH MTPOIIECCOB MEPUKUCHOTO OKUCICHUSI C TIOCIIE Y FOIIIM JIU3UCOM
HEHUPOHOB.

OCHOBHOE 3HaY€HHNE B TOBPEKIEHUM MO3TOBOM TKAHU UMEIOT IUTOTOKCUYECKUIN

1 @aHTHOTOKCUYECKHUN MEXaHU3MBI. [ [HTOTOKCHYECKNIM MEXaHU3M CBSI3aH C HAKOIIJICHUEM
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MeIM B KJIeTKax 0a3albHbIX TAHIJIMEB U, KaK CJIEICTBUE, PA3BUBAIOLICHCS IeTeHepalei
MO3TrOBOU TKaHU B BUJIE €€ CMOPILKMBaHMs, 00pa30BaHUsI MUKPOIIOJIOCTEN, KUCT. B pe-
3yJIbTAT€ AHTMOTOKCUYECKOr0 MEXaHM3Ma pa3BuBaeTcs xapakTepHbii 1ist ['JI/] «status
SpONQIoSuUSy», XapaKTepHU3YIOIIMICS aTOHUEH MEJIKMX COCYIOB U KallUJUIIPOB, TIPUBOIS-
1Ied K IEPUBACKYJIPHOMY OTEKY, CTa3aM M MEJIKUM KPOBOM3JIHMAHUSM C TIOCJIE LY FOLLICH
ru0enpio Mo3roBoii Tkauu [ 12]. OnucaHHbIe K3MEHEHHSI B TKAHU MO3Ta JIETTIH B OCHOBY
Ha3BaHMs 00JIe3HU - «renarouepedpanbHas auctpodusy, nranHoro Konosanossmm H. B.
(1960) [29].

B nacrosiiee BpeMs KpoMe TOKCUYECKOTO BIUSIHUS ME/IU B IMaTOTEHE3€ Mopake-
HUSI TOJIOBHOTO MO3ra OoJibllIasi pojib OTBOJUTCS ayTOAHTHUTENIaM K Helpocnenuduye-
ckuM auturenam [{THC. Bniepssie 06 3ToM roBopuTtcs B padote ['annymkunoi 1. B., nc-
ClIeZIOBaBIIICH MMMYHHBIC ToKazaTenH y 00s1bHbIX [ JI]] [28]. ['pynnie apyrux ucciesosa-
TEJICH YAaJI0Ch BBIIBUTH OCJIKH, K KOTOPBIM MPOUCXOUT BhIpadboTka anTuTen: Hhompl u
Hbmp2 [52, 55]. C yueToM noBsIlIeHHON IPOHUIIAEMOCTH FeMaTOHITeP aTMIeCKOro 0a-
pbepa U HApYLICHUM aHTUOKCHUAAHTHOM 3allIUThl ayTOAHTUTENIa MOTYT aKTUBHO IPOHHU-
KaTh B TKAHb MO3ra ¥ CTUMYJINPOBATh JaIbHEMUIIIEE PA3BUTHE IPOLIECCOB AETEHEPALIN U
MPOTPECCUPOBAHUE 3a00JICBAHUSL.

ITopaxxenue Apyrux opraHos npu 00J1e3H1 Buiiscona

OnHOM U3 MAacOK « BLIIbCOHOBCKOI'0» FeNaTUTa ABISETCA TEMOJIUTUYECKAN KPU3.
Bbone3nb MoxeT Ae00TUPOBATH B BUIE TEMOJIMTUYECKOTr0 KPH3a, YTO BO MHOTHX CITyHasix
3aTPYIHSET TUATHOCTUKY M3-32 OTCYTCTBUS HACTOPOKEHHOCTH Bpayeid OTHOCHUTEIBHO
I'JI. Taxxe reMOTuTHYECKUIA KPHU3 MOKET OCJIOKHSITh Te€UEHUE (PyIbMUHAHTHOIO rema-
tuta [135, 200].

ITopakeHU 0 EYEHN MOXKET MPEAIIECTBOBATH PA3BUTHE MOHO- MJIU ITAHLIATOIICHH-
YECKOro CUHApoMa (JIEMKOMEHHs, TPOMOOIIMTONECHUs], aHeMHs) Ha (OHE TUIIEepCILe-
Hu3Ma. CHUKAeTCs CHHTE3 TPOTpoMOuMHa, pruOpruHOTEHa, IPYTUX (PaKTOPOB CBEPTHIBA-
HUSI, YTO IPUBOJIUT K PA3BUTHIO reMOpparnueckoro cuaapoma [54, 176].

Bormpocs! xapakrepa nopaxkenus rmouek mpu I JIJ1 mpo1omkaroT [uCKyTUpOBATHCA.

[To MHEHMIO HEKOTOPBIX ABTOPOB, TUIIEPKYTIPYPHUS HE SIBIISAECTCS TPOSBICHUEM I10-

yeyHo auchynkimu npu ['J1]] [44]. Ongrako, o Mepe HaKOTUICHUS MEI B OpTaHU3Me
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BKJTFOYAETCSI MEXaHH3M €€ DIIMMUHAIIUN Yepe3 ITOUKH, YTO MOXKET MPUBOIUTH K HApyIIIe-
Huto pyHKIuK opraHa [43, 83]. JlabopaTopHbIe ¥ KIMHUYESCKUE CHMITTOMBI TTOPKCSHUS
nouek rpu [ JIJ] qoctarouno pazHOOOpa3HbI OT JITKUX HAPYIIICHUH () YHKIIMHM KaHAJIBIICB
B BU/IE INIIOKO3YpuH, hochaTypuu, TpOTEUHYpUH, HE TPEBbIIAIONIEH 1 I/71, ypuKo3ypuu
710 TSDKEJBIX TyOOoJIonaTuii ¢ pa3BuTHEM cuHApoMa GaHKOHU , TPOSBIISIFOILIETOCS BBIpPa-
KEHHOU MPOTEUHYpUEH, TTIFOKO3ypH ell, aHEMHEH, DIIEKTPOIUTHBIMU HapyeHUsIMU. O0-
pa3oBaHNE KOHKPEMEHTOB B MOYKaX BCJIEJICTBHE MPOKCUMAILHON KaHAIIBLIEBOM JIHC-
byHkIuu sBisiercss oqHuM 3 npossiacHuii ['JI/] [154]. Hapymenue oomena docdopa u
KaJIBIIHsI B OPraHU3ME BIICUET 3a COOO0M pa3BUTHE OCTEONIOPO3a, Aeh OPMUPYIOIIETO apT-
pO3a KPYIHBIX CyCTaBOB, HAPYILIEHUE MUHEPAIIBHOTO 0OMEHa KOCTHOM TKaHU, TaTOJIOT-
YEeCKHUE MePeTIOMbI KOCTEH. APTPaJITHU U OCCAITUU MOTYT SIBJISIThCS HECTICIU (PUIECKUMU
NposIBICHUSIMU 00JIe3HU 0€3 XapaKTEePHBIX HAPYIICHUM B MUHEPaIbHOM 0OOMEHE opra-
Hu3Ma [43, 83].

Ha n3menenue kaapIieBOro oOMeHa B OpraHu3Me OKa3bIBACT BIUSHUE HAPYILICHUE
(G yHKIIUY TapaMTOBUIHBIX U IIIUTOBUTHOM JKEJI€3, YTO MOXKET TAKKE IPUBOAUTH K KJTH-
HUYECKUM IIPOSBIIEHUSAM THIIOTUPE03a. B HEKOTOPBIX ciTydasix 3HAOKPHUHOMIATHN TPOSIB-
JISIFOTCSL O’KUPEHUEM, CONPOBOKAAIOITUMCS MOSBICHUEM Ha KOXKE CTPHIL, 04aroB 3K3EMbl,
cebopen. AkpoMeranus, yBeJIMUeHHE PocTa JIMOO ero OTCTaBaHKWE PA3BUBAIOTCS B CIIEI-
CTBUE HAPYIICHUS BBIPAOOTKH COMATOTPOITHOTO ropMoHa runodusa [7, 8, 122]. Onucan
ciyuaii couetanus ['JI]] ¢ nedumuToM coMaToTpOITHOTO TOPMOHA B IETCKOM BO3pacre
[103, 221]. HakormuieHre MeT1 B SMYHUKAX Y )KSHIITUH MTPUBOINT K HAPYIICHHIO WX () YHK-
MU B BUJIE IMC-, TUTIO-, aMEHOPEH, BCIIEACTBUE YETO pa3BUBaeTcs Oecrutonue. Hapyia-
eTcsi TeueHre oepeMeHHOCTH. OnMCcaHbI Cllydau CIIOHTaHHBIX aD0PTOB, MEPTBOPOKICHUS
[51]. TIpu ajmexkBaTHON MATOTCHETUUECKON TEpAIIUH, CTAOWIIH3AIMU COCTOSIHHSI, OTCYT-
CTBHUH MPU3HAKOB JCKOMIIEHCAIIUU IUPPO3a IEUYEHU MOKHO paccMaTpUBaTh BOIPOC O
NJIaHUpoBaHUM OepeMeHHOCTU. Pa3BuBatomuiics minoj 3adbupaet 00IblI0e KOJTUYECTBO
MEJIM U3 OpraHu3Ma MaTepH, YTO MO3BOJISIET CHUZHUTD JO3UPOBKY MEIbITUMUH UPYIOITHAX
npemnapaToB. B HacTosIee Bpems peKOMEHJ0BaHa Teparnus OepeMeHHbIX, 001bHbBIX [ JI]]
npenapaTaMy [MHKA, 9YTOOBI M30€KaTh TOKCHYECKOro BiusHus J[-nennnmiamuna (/1-

[TAM) Ha o [11, 22, 141]. V My>XK4MH ONTMCaHbl TMHHEKOMacTHs, Oecrtomue [11, 23].



30

[Ipy HakoIIeHHHM MEIU B CEPJICYHOM MBIIIIE PA3BUBACTCS KapAXOMHUOMATHSL
Hapytienus cepieqHOM AeITeTbHOCTA MOTYT ITPOSIBIISTHCS B BUE KEITyT0YKOBOM (Prb-
PUIUISLINH, TUCHYHKIIUA CUHYCOBOTO y3/1a, CHHOATPUATBHOMN, aTPUOBEHTPUKYJISPHON
0JI0Kazie, apuTMHU, BHE3aMHOU cepaeunoi cmeptu. [1o pesynbraram DKI' MOXKHO BbI-
SIBUTB KeJIy0YKOBYO THIIepTpoduIo, nenpeccuro cermenra ST, naBepcuro 3yora T [65].

JlocTaTo4HO MOAMMOP(HBIE KITMHUYECKUE MPOSBICHNS 3a00I€BaHU Y PA3IMIHBIX
0OJIPHBIX, BOBJICYCHHE B TTATOJIOTMYECKHIA MTPOIIECC MHOTMX OPTaHOB U CHUCTEM Opra-
HU3Ma 3aTPYIHSIOT CBOEBPEMEHHYIO TUArHOCTHKY OOJIC3HHU.

C menpto onpeneseHus TsHKeCTH cocTossHus 60mbHBIX ¢ ['JI] mpeuioxkena mikana
H. I1. l'onpamreitna B Mmogudukaimu B.B. [Tonemyka. B coorBeTcTBUM CO 1IKaIOH CTe-
MEHU MMOPaKeHHS B 3aBUCUMOCTH OT KOJInuecTBa 0ayuioB, cneayromue: gerkas (10 10
0amioB), cpenneii TsokectH (11-24 6amna), Tsokenas (ot 25 6amnos). (Ipuoxenue A).

JAnarnocruxa I'J1/]

Jlnarnoctuka 601e3uu Buiibcona mpoBoIMTCS HA OCHOBAHU U JTJAHHBIX KIIMHUYE-
CKOro o0cyeI0BaHusl, CEMEMHOro aHaMHe3a, pe3yJIbTaTOB JIA00PaTOPHOro 00 CIIE/IOBAHNS
Y MOJIEKYJIIPHO-TEHETUYECKOr0 aHaJn3a.

BaxHbIMM TMarHOCTUUECKMMHU KPUTEPUSMU SIBIISIOTCS . Hanmuuue kosner Kaiizepa-
Orneiiiiepa; MokazaTead MEIHOro OOMEHA B OpraHU3Me: CyTOYHAs SKCKPELHs MEAU C MO-
4o, 1iepyaomiazmMut ceiBopoTku (LIIT), Mennb chiBopoTkH (001mast u CBOOOHAs), KOHIICH-
Tpalus MeI1 B TKAaHU NI€YCHU; BbISIBIICHUE MyTaluii B rene A TP 7B npu MOJIEKyJIsIpHO-Te-
HETHUYECKOM HccienoBanun [174].

Iepyiormmia3MiH CEIBOPOTKHA

Jlns Oone3Hu BuiibcoHa XapakTepHBIM SBJISIETCS CHUYKEHUE YPOBHS LIEPyJI0IIa3-
MUHA.

Cy1iecTBYIOT pa3in4HbIe 1a00paTOPHBIE METO bl K3MEPEHUS LIEPYJIOTIa3MUHA Chl-
BOPOTKHU: (DEpMEHTHbBIE, paJTUOMMMYHHbBIN aHAIN3, paauaibHast UMMYyHOAUGD Y3, TMMY-
HOTYpOOonumerpusi). [Ipu mpuMeHeHnn paiOMMMYyHHBIX METO/I0B YPOBEHB 11€PYJIOTIIa3-
MHHA MOYKET OBITh 3aBBIIICH, TAK KAK 3TH METO bl HE Pa3JIMYAOT TOJIOEPYIIONIIA3MUH 1
arorepyJoIUia3MUH 1 BBIIBIISIEOT OOIIWI ypOBeHb Iepyrtoriiamuna [31, 35]. DH3umMarnye-

ckui ((hepMEHTHBII METO/T) OCHOBBIBACTCS HA ME/Ib-3aBUCHUMOM OKCUIA3HOM aKTUBHOCTH U
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OmpeAesieT TOJABKO TOJI0LEPYJIONIa3MUH (CBsI3aHHBIN ¢ aToMamMu Menu). B HacTosiee
BpEMs Yallle UCTIOJb3yeTcsl epMEHTHBIN MeTo, KoHIeHTparus L1, nusmepennas stum
METOJI0OM, cocTaBiisgeT B HopMe 150-480 mr/mn (15-40 mr/a) [53].

Onnoro noxazarens cHkeHHOro ypoBHs LIIT HemocTaTtouHo A1 AMarHOCTUKY, TakK
KaK BO3MOKHBI «JIOKHOTIONIOKUTENBHBIE) U «JI0’KHOOTPUIIATENLHBIE» pe3yibTaThl. Y 15-
30% 6ompHbIX ['JI/] ypoBeHb 1iepyItonia3MruHa HaxOAUTCS B TIpeeiiax HOpMaTbHBIX 3HAYE-
Huil. [[puunHON CHIKEHUS YPOBHS ATOTO MOKA3aTeIst MOXKET OBbITh TshKETast IEUCHOUHAs He-
JIOCTaTOYHOCTh, CEMEITHAS allepyJIorUIa3MUHEMHsL, OCIKOBAasi HEIOCTATOYHOCTh B OpraHmsMe. B
10-20% crmy4aeB rereposurorHoro HocurernbcTBa [JIJ] ypoBeHb 1iepyoriasMiuHa Takxke CHU-
eH. [ unepuepysioriasMruHeMysT MOXKET BBISIBJIATHCS TIPU MATOJIOTUH MEYeHH MH(PEKIMOHHOTO
Y BOCIAJIUTEIIBHOIO TeHe3a, MpreMe SCTPoreHoB, Ha (oune [60, 191].

B uccnenoBannu no u3y4eHUI0 CKPUHUHTOBOTO OMPEIETICHNUS TUIOIEPYJIONJa3-
MHHEMUH B 11eJIsX quarHocTuku ['JI]] u3 2867 G0JIbHBIX ¢ ICYEHOYHOM ITaTOIOTMEH CHU-
KEHHUE ITOTO MOKAa3aTeNs BbISABJIEHO JINIb B 17 cinydasx. Cpenu stux nauueHToB ['JI/]
ObL1a BBISBJIEHA TOJIBKO Y OJJHOTO, TPOE MAIMEHTOB OKA3aJIUCh T€TEPO3UTOTHHIMU HOCH-
tensamu reda A TP7B, ocTanpHbIe MAUEHTHI CTPaAAIM XPOHUUECKOW TaTOJIOrMEN IIEUEHM.
Pe3ynbrarsl ucciaeaoBaHus JOKa3bIBAIOT MATOMH(POPMATUBHOCTH CKPUHUHTOBOTO OITpe-
JeNICHUs yPOBHS LiepyJIoiuia3mMuna i auaraoctuku [JI [47].

Menb CEIBOPOTKH

OO6m1as Mmeb CBIBOPOTKH, OTIpeieisieMast pu JIJA0OPaTOPHON TUAarHOCTUKE, BKITIO-
yaeT menb, cBs3annyto ¢ LIT. [Tpu ['JI]] mokazarens LI1 cHuxkeH, 1 KOHIIEHTpalws 00-
el Meau MpOMOPIIMOHATIBFHO CHUYKEHa (MeHee 15 mkr/mi). VckiroueHue cocTaBisier
b yIpMUHAHTHAS IEUCHOYHAS HEJIOCTATOYHOCTD, ITPU KOTOPOM MPOMCXOUT THOEIIH rera-
TOLIMTOB M BRICBOOOXKICHHE METAIA U3 JICTIO ITEYEHOYH O TKAHH C IOBBIIIICHUEM OOIIIei
Meu ChIBOpOoTKU. [Tokazarens cBoOoHOM Menu (He cBsi3anHoM ¢ L{IT) paccunTeiBaeTcs
MyTEM pa3HULIBI MEXKTY 001Iel Meabto U Mebto, cBsi3aHHoM ¢ L{IT (1 mr LII1 cBs3biBaeT
3,15 mxr Menn). Konnentparws csodboanoi meau mpu I'JI]] Beime 1,6 MxM/n. Ona Mo-
YKET MOBBILIATHCS TPU OCTPOH MEUEHOUYHON HEJIOCTATOYHOCTH, XPOHUUECKOM XOJIECTas3e,
otpaBiiennu coismu meau [83, 93, 105, 176]. Iloka3arenas cBOOOAHOM MeIU, KaK Ipa-

BUJIO, MCTIOJIb3YETCA HE JJI AUATHOCTUKH 3a00IeBaHus, a J1Jisg OlleHKHU 3()(EeKTUBHOCTU
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TEpanuu U PELICHUs BOIIPOCca O MEPEXOE Ha MOAJICPKUBAIOIIYO Teparuio. K cmois3o-
BaHUE ITOTO MoKazaTess 111 auarnoctuku 1]l 3aTpy AHUTENBHO, TaK KaK HEOOX0IMMO
YUHUTBIBATh IOCTOBEPHOCTh METOa oripeeiienus yposas LIT [194].

IToka3zarens CYTOUHOM IKCKPELIMY MEJIU C MOYOU U CTIOJIb3YETCS HE TOJIBKO JIIS 11a-

rHoCTUKH [ JI]1, Tak ¥ 111 MOHUTOPUHTA MPOBOAUMON TEPAITUHL.

CyTo4Hast 3KCKpeLy MEAN OTPAKAET YPOBEHb METAILIA, HE CBSI3aHHOI'O C LIEPYJIO-
MIJIa3MUHOM, TIpH 00J1e3HM Busnbcona o Boie 1,6 MkM/cyT unu 100 mkr/cyr. J1iist OBbI-
IICHUSI TOYHOCTH 3TOr0 JUATHOCTUYECKOTO TECTA JIOJKHBI COOJTIONATHCS HEKOTOPHIE TEX-
HUYECKHE MPaBUiIa: MOYa JI0J>KHA COOMPATHCS B TEUEHUE CYTOK, CTEHKHU COCy/Ia JiIsi coopa
MOYH HE JOJIKHBI COAEPKATH MEIb.

Lu Y. etal. (2007r.) npu o6cinenoBanuu Aereii ¢ I'JI/] ycTaHOBHIH, YTO UCXOMHBIHA
MOKa3aTelib CyTOYHOU SKCKPEITMH MEIN C MOYOM MOKeT ObITh HUKe 100 MKT/cyT. B Kaue-
cTBe 00Jiee TOYHOTO JUATHOCTUYECKOr0 KPUTEPHsl aBTOPaMU ObLIT MPEIOKEH YPOBEHb
ATOTO MOKazarelis paBHbIA 50 MKI/CyT (BepXHsis rpaHuIia HOpMBI) [56, 228]. «JloxkHormomo-
KU TEIILHOE) MOBBIIICHUE YTOr0 TTOKa3aTelsl BO3MOKHO Ha (hOHE ITpreMa MpenaparToB THOK-
TOBOM KUCIIOTBL, IIPU OCTPOU IIEYEHOYHON HEAOCTATOYHOCTH, XPOHUYECKOM XOJIECTA3E, Y
reTepPO3MIOTHBIX HOCUTeNTel myTalwu B rene ATP 7B [162, 212].

B KIMHUYECKOU MPAKTUKE C LETBI0 KOPPEKLMN MEABIJIMMHAHUP YIOLIEN TEPAITUU UC-
nojb3yercs mpoda ¢ D-nenunmmiamuaoM. [pemapat mpuaumaetcs B 1o3e S00 mMr B Tede-
HHE CYTOK (ITOJIOBHHY J103bl B HaYaJjie UCCIEI0BAHUS U BTOPYIO ITOJIOBUHY Yepe3 12 yacoB).
[Ipu ypoBHE SKCKpEIMU MEU ¢ MOYOIl Ha poHE Mpuema TeCTOBOU 03kl OombIie S00
MKT/CyT X 1,73 M? mpo0a siBIisieTCs IOJI0KUTENBHOM [53, 91,226].

KOHHCHI'D&HI/IH MCIM B TKaHHU I1CYCHHU

[TyHKIMoHHAast OM OTICHSI TT€YEHU MOKET U CTI0JIb30BATbCS JJ151 T1OJITBEPIKIACHUS
JUATrHO3a TOJIbKO B HESICHBIX CIy4asx, KOrja KIIMHUYECKasi KAPTUHA U HEWHBA3UBHBIC
TECThI HE TO3BOJISIFOT TOCTAaBUTH Muardo3. [ Ipu ['JI/] BeIsSBIsIETCSA 3HAUUTENBLHOE YBEIIMYE-
HUe conepikanus Meau (6ostee 250 MKI/T Ha Ir Cyxoro BelecTBa TKaHU edeHH). [t
YBEJIMYEHHU I TOUYHOCTH UCCIIEIOBAHU I OMOMTAT JOJDKEH COIEPKATh IOCTATOYHOE KOJINYe-
CTBO MaTepuaiia (JyinHa ononrtara He MeHee 1 cM). ConiepkaHue MeId B IEUCHN MEHBIIIE

40-50 MKT/T cyXOro BellecTBa UCKIII0YaeT 1uar 03 6oae3nu Buiscona. Ho u 3ToT meton
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He sBisercs Ha 100 % nocToBepHbIM, Tak KaK pacpeielICHUe MEIU B TKAHU [IEYEHU He-
pPaBHOMEPHO, OCOOCHHO Ha CTAIMH IIUPPO3a; MOATOMY PEKOMEHIYIOT OpaTh HECKOJIBKO
po6 u3 pa3HbIx MecT [176]. KoHIeHTpaus Meiu B TIeYeHH MOYKET OBITh 3aBBIIICHA TIPH
EPBUYHOM OVITHAPHOM ITUPPO3€E, XPOHUIECKOM XO0JIECTa3e, MHIUHCKOM JIETCKOM ITUPPO3e,
WIOTIATHYECKOM METHOM TOKCHKO3€ (Y JIUII, MOJIb3YIONMXCS 1151 00paO0TKH BUHOTpaIa
MEIHBIMH COJISIMH), OJIHAKO OHA HE BBIXOAUT 3a IIpeieibl 250 MKI/T CyXoro BerecTsa [83,
228].

KOHHCHTDa]_[I/IH MCAHU JIMKBOPA

[ToxazaTtenb KOHLEHTPAIMK MEM JIMKBOPA SIBJIIETCS OTPasKeHUEM COZIEPKaHHS MeIi
B F'OJIOBHOM MO3T'€ U MOKET OBITh HCIIOJIb30BaH JIsI MOHUTOPUHI A TEPANIMK TPH LiepeOpab-
HbIX (popMax 3a00seBaHus. B HOpMe KOHILIEHTpaIMs MeIu JTUKBOpa MeHbIe 0,4 MKMOJB/JT
[53].

Kounbia Kaiizepa-dieiinepa

BaxxHbIM AMarHOCTUYECKUM KPUTEPUEM I JUArHOCTHKU 0ose3nu KoHoanoBa-
Buibscona sisieTcst o0HapyskeHue kojier] Kaiizepa-®retiepa Ha porosutie ritasza. uddy-
3UsI MM B POTOBUILY ITPOUCXOIUT U3 CIE3HOM JKUIKOCTH MTPU €€ UCTIAPEHUN ¢ KOHBIOHK-
TUBBL. AKTHBHEE TPOLIECC UCITAPEHHA TPOTEKAET HAa BEPXHEM U HH>KHEM IOJII0CaX poro-
BUIIbI, I7I€ B MEPBYIO OUEpE/Ib MOSIBIISIOTCS 3€JIEHOBATO-Oyphle NaATHA. B nanpHelem
MUTMEHT OTKJIa/IbIBA€TCs 10 OOKOBOM MOBEPXHOCTU POroBHiibl. C TeUeHHEM BPEMEHH 3TU
OTJIOXKEHHMS MEJIU OOBEIMHAIOTCS B KOJIbI10. KoJbI1a BRIABIISAIOTCS MpU 00CIeIOBAHKH Ta-
[[MEHTA C TOMOIILIIO IIEJIEBOM JTIaMIIbl, HA TTO3THUX CTAMSX O0JIE3HU Y HEJICUCHBIX MallieH-
TOB OHU BUJIHBI HEBOOPYKEHHBIM I1a3oM. [Ipu niepedpaiibHOM popme 3a001eBaHK ST ITOT
cUMIITOM OOHapyxuBaercs B 95 % cinydaes, mpu aOIoMHUHAIBLHON — B 44 - 62 %, Tipu acumIl-
tomarrueckom Teuenun — B 10 % [83,93, 97, 112,115, 174, 176, 179, 214]. Koasa Kaii-
3epa-direniepa BBIABIAIOTCA U IIPU IPYTOU IEUYEHOYHOM ITATOJIOTHM: TSHKEIIOM X0JIeCTa-
TUYECKOM CUHAPOME, TOPAKEHUU TIEYSHHU MPU ATKOTOJIM3ME, LIUPPO3€ NEUEHH, YaCTUY-
HOU OMJIMapHOM aTpe3nH, aKTUBHOM XpOHUYECKOM renatute. OnucaHbl crydar 00OHapy-
YKEHHS KOJIeI[ IIPH JIETOYHOM KapIImHOME, MHOKeCTBeHHOM Mmuenome [29, 32, 83, 223].

Kpome konbia Kalizepa-®@neiiepa rpu [ JIJ] onmucanbl 13MEHEHHS CETYATKH, KaTapakTa
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THna «mojconHeunnka» [107]. OHa He BIUsSeT Ha OCTPOTY 3PEHUS M HCUE3aET ITPH aJIeK-
BAaTHOM MeIbAIMMHUHUpPYIOIICH Tepanuu [ 75, 126, 176, 223].

MGTOI[BI BU3VaAJINU3ali1

Ha xommbrorepnoii Tomorpamme (KT') onricanbl ciie Iyrolye n3aMEHEHHS : pPacImpe-
HHE JINKBOPHBIX TPOCTPAHCTB, aTpO(usi KOPBI, CTBOIAa MO3Ta, 33 IHEH YepEITHON IMKH | TH-
MOJCHCUBHBIEC OYary B MPOEKINK 0a3aIbHBIX TAHTIIMEB. ATPO(PUUECKHE TPOIIECCHI BCTPe-
YaJIUCh B OOJBIIIEM MPOLIEHTE CITY4aeB, YeM JIOKATHHBIC M3MEHEHU I B 0a3aJIbHBIX TaH VUK,
4TO elle pa3 noarsepxaaet ¢paxt aud dy3Horo nopaxkeHus roxoBHoro mosra mpu ['JI/],
Koppensimu Mex ity BhpakeHHOCTHIO n3MeHeH it Ha KT 1 TsbkecThio TeueHus 3a001eBa-
HUs He oTMeueHo [81, 182]. BrimeonycanHbIe N3MEHEHH T Yallle BCTPEUAIOTCs TP HAH-
YUY HEBPOJIOTMYECKOW CHMITTOMATHKH Y TTAIMEHTOB, HO MOTYT OBIThH TP a0 TOMUHATBHOM
(opme 3a001eBaHNS U Y OECCUMITTOMHBIX 00JIbHBIX [182].

MarauTHo-pe30HaHCHas TOMOrpadus BBIIBIISIET 00IACTH TTOBBITIICHHOW MHTEHCHB-
HOCTH CHTHAJIa B TPOEKIWHN 0a3abHbIX raHTIHEB B T2 pexkrMe (TMIOMHTEHCHBHBIC OYary
B T'1 pexume) 6e3 siByieHHI TepU(OKaTLHOTO OTEKA E1IIE 10 TPOSBICHI I HEBPOJIOTMUYECKUX
CHUMITTOMOB 3a00J1eBaHus1. Yailie BCero maToioruyecKre N3MEHEHMS BBIIBISIFOTCS B CKOP-
JyTme, pexke - B APYTUX MOJAKOPKOBBIX CTPYKTYpax: OJICTHOM IIIape, 3pUTeIbHOM OyTpe,
XBOCTATOM sape. B peakux ciaydasix ogarn U3MEHEHHOTO CUTHAJA BU3YaTM3UPYIOTCS B
MO3KEUKe U Kope J00Ho# moiu [68, 149, 178, 186]. ¥ 12% manuentoB Ha MP T onpene-
JIA€TCA MAaTOrHOMOHWYHBINA 1 ['JI/] «CHMITTOM TPUIMCTHUKA» WM « CUMIITOM JIMIIA
nauae» [57, 160]. Takas kapTuHA, HAITOMHHAIOIIAS OCTYIO TOJIOBY ME/IBE/IS C YUSPHBIMH
yIIaMU 1 OBajJiaMH BOKPYT r71a3, OopMHUpYETCs B TPOSKIMH CPETHETO MO3Ta B PE3YJIbTaTe
MOBBIIICHUSI MHTEHCUBHOCTH CUTHAJA Ha T2 - B3BEIICHHBIX U300PaKEHUSIX U CHUKEHUS
WHTEHCUBHOCTH CUTHAJIA B TPOEKIINHY KpacHBIX saep. [laTomornaeckre nu3MeHeHus B Oe-
JIOM BEIIIECTBE TOJIOBHOTO MO3Ta BU3YaJIM3HPYIOTCs He Oostee, yem y 10 % GonbHbIX [68].

Kaptuna HelipoBU3yamm3aIyy JOMOTHAETCS pacIuPEeHUEeM KeTy 109K0B, Tud dys-
HOM 1epeOpasibHOI 1 MO3KeuKkoBo# arpodueii. S. Sinha (2006) npu o6ciemoBannu 50
00JbHBIX ¢ HEBpoJornueckumu Gpopmamu I'JI/] Bo Bcex ciydasix onucal npu3Haku qud-

¢dy3Hoi arpodun Mosra [186]. Ha Takue ske maToornieckue i3MEHEeHH S YKa3bIBatoT T .J.
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Kim c coaBropamu (2006) ipu o6cietoBarny 1pyrux SO O0JIBHBIX C HEBPOIOTHYECKUMH
IpOSIBIICHUSIMU 3a00JI€BaHUs ¥ Ipyrue ucciaeaosareu [14, 18, 61, 148, 149, 186].

N3menenuns Ha MPT koppeapyroT ¢ BBIPa)KE€HHOCTbIO KIIMHUYECKUX MPOSIBICHUIA
[80]. Kaptuna MPT wmoxer ynydmatbcs Ha (OHE NATOTCHETHYSCKOW Teparmiu
10 Mepe KyIUPOBAHUS KJIMHUYECKUX CUMIITOMOB 3a0ojeBanvs [132, 148]. Onucansl ru-
MEePUHTEHCUBHBIC 04Yaru U Ha T 1-B3BEIIEHHBIX TOMOTpaMMax B 00J1acTu 0a3aibHbIX TaH-
TJIMEB, KOTOPBIE MOTYT OBITH 00YCIIOBIIEHBI HAKOIUICHUEM MEJIU U HaJTu4dreM dH1edarno-
NaTUU B pe3yJIbTaTe MOPTATHHON TUTIEPTEH3UH. B X OCHOBE JIGKHUT OTJIOKEHUE TIapa-
MarHeTUYeCKUX BEMIECTB (MEH ), TPOHUKAIOIINX MO KOJUIaTepaIbHBIM COCYAaM TOp-
TaJbHOM cucTeMbl [57].

MarauTHO-pe30HaHCHasI CIIEKTPOCKOTHM St MOXKET OBITh MCIIOJIb30BaHa C I1EJIbIO BbI-
SIBJICHUSI HAKOTJICHUS Meu B 0a3aibHBIX raHrnusax. HexkoTopele uccienoBarenu pac-
CMaTpUBAIOT CHUKeHUE nHAekcoB N-areTunacnapra/KpeaTuHIH U XOJUH/KPEaTUHNH B
OneTHBIX Mapax Kak nmaroraoMoHnaHbid mpusHak [JI [53, 206, 220]. Apyrum aBropam
HE yIaJI0Ch JI0Ka3aTh HATHYUE M3MEHEHHI METa00IM3Ma 10 TaKoMYy TUITy y 001bHbIX [ J1]]
1 0OHAPY’KUTh 3HAUUMBbIE KOPPEJSILIMU MEX Ty n3MeHeHnssMu Ha MP T B 0a3anbHbIX raH-
TJIMSIX ¥ IOKA3aTeNsIMU PETHOHATTBHOTO ypoBHsI MeTabomm3ma [140].

[Ipu no3utponHo-3muccuonHou Tomorpadpun (I19T) u oaHODOTOHHOI SMHUCCHOH-
Hol KT (O®OKT) ynaercs BBIIBUTh IPU3HAKU ITOPAKEHUSI HUTPOCTPHUAPHOTO IyTH. C
MOMEHTA MOSBJICHHS HEBPOJIOTUYECKU X MTPOSIBJICHUN OOJIE3HU OMPEIEISIeTCS] CHUKEHHE
YpOBHS MeTa00JIM3Ma [IIOKO3bI B I1OJI0CATOM TEJIE, MO3KEUKE, TaJaMyCce U KOpE IroJIoB-
HOTro Mo3ra. OnucaHa Koppemsiuys MeXy CHIPKEHHEM MeTa00JIM3Ma [IFOKO3bI B FOJIOBKE
XBOCTATOTO sJ[pa ¥ BBIPAXKEHHOCTBIO dKCTpanupamMmuaHon cumiromatuku [20, 51, 57].
[Ipu ynydiieHuu COCTOSIHUA MAllMeHTOB Ha poHe afekBaTHON Tepanuu pu [I1DT coxpa-
HSIIOTCS TATOJIOIMYECKUE H3MEHEHHS — TaK Ha3bIBaeMblii MeTabommueckuii mpam [20,
51]. lpu nposenennrt ODIKT 00HapyKUBatOTCs 0Yary rurnonepdy3un. ITOT METOJT CUH-
TaeTCsl Han0O0JIee YyBCTBUTEIIBHBIM, TTO3BOJISIONIMM BBIIBUTH MO3TOBYIO TUC(HYHKIIUIO Y
NAlMEHTOB C MUHUMAJIbHBIMU HaPY ILIEHUSIMHL.

BrI3BaHHBIE TIOTEHLM ATl TOJJOBHOTO MO3ra
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PaboTsl1, mocesienHbie uccienoBanuto BII ronosuoro mo3sra npu I'JI1, HemHorO-
yucaeHHbl. OHU yatie kacarotcst perucrpaunu BI1 oTnenbHbIX MOJaIBHOCTEN U, KaK Tpa-
BHJIO, HOCSIT JIOCTATOYHO IMPOTUBOPEUNBBIH XapakTep [3, 69, 181]. [Ipu sToM cBeeHw s O
MYJIbTUMO/IaJIbHOM, KOMITJIEKCHOM ucciienoBannu BII ¢ onienkoit addepenraimu mo pas-
auyHbIM yTaM (akyctuueckue — ACBII, 3putensubie — 3BII, comaToceHCOpHBIE — B
CCBII, xorautuBHbie — KBII) y nauuenTos ¢ I'JIJ] B 1oCTynHO#M HaMm JIUTEpaType HE
BCTpeTuiinch. Butinar u coaBT. mpu uccnenoannu ACBIly 8 u3 12 nmanmeHToB onvcamm
yasmHeHue MexnukoBoro narepsana (MIIN) [11-V u koppensntio 3Toro napamerpa co
CTETICHBIO BHIPAKCHHOCTH HEBPOJIOTHUECKOM cuMIToMaTikK [69]. CXoqHbIe pe3yJIbraThl
noyty4yeHsl pu oocnenoBanuu 18 6onpHbIx ['JI/] T'HE3MULIKKUM U COABT., KOTOpPbIE OIH-
caJv 3HaunMoe yBenuueHue nateHTHoctd V nuka, MIIN |-V u [11-V (B menbLuek cre-
nenn) [3]. D1u xe aBTopsl npu peructparuu KBIT (P300) B rpymimie u3 8 narueHToBY 6
HAIILJIM CHUKEHUE aMIIJIUTYIbl M YBEJIMUYECHHUE TATEHTHOCTH KOTHUTUBHOTO KOMILJIEKCA U
O CAJIH MOJOKUTEIbHYIO TMHAMUKY mapameTpoB nuka P300 y 4 manmenToB Ha (oHe
MeIb-yMMuHEpYomiel Tepanun [3]. B nccnenoBanmsx Satishchandra u Sathyanarayana
yBenuueHue aateHTHocTH uka P 100 npu peructpauvu 3BII n ynnmunenne MIIA [11-V
u |-V npu uccnegopannu ACBIT y 8 mariuenToB u3 15 o0cneayemMpIx paccMaTpUBatOTCs
KaK CyOKJIMHUYECKHE MHIUKATOPBI TIOpaXKeH s CCHCOPHBIX cucTeM [181]. Roachu coapr.
npu peructpanuu ACBII Tonbpko y onHoro u3 10 o6cneryeMbIx OnuCchIBatOT M3MEHEHHUS
napamerpoB ACBII [173]. UranesHcKHe UCCIIeIOBATENN B TpyIIe U3 12 malieHToB Ha
JI0 HEBPOJIOTMYECKOU cTainu 3a00s1eBanus Mpu uccieaoBaduu 3BI1 oOHapyxunm yum-
Henue areHTHocT! P 100 y 4 mannenToB, a uamenenuns napametpo ACBII u CCBII -
muik y 1 6omprOTO [109]. Topcu M. u coart. npu peructpamu ACBITu 3BIly 13 nereit
c I'JIZI u 7 cubcoB B JOKIMHUYECKOM CTAU OOJIE3HH OMUCAJIA U3MEHEHH I TapaMEeTpoB
BBI3BAHHBIX OTBETOB B BUJE YBEINYCHUS JATEHTHOCTH KOpKOBOro nuka P 100 u y inune-
Hust MIIU 1-V He TonbKO y 1eTelt ¢ KIIMHUYECKH BhIPAKEHHON KapTUHOI 3a00J1eBaHus,
HO U y UX cuOCOB B jocumnToMHoM ctaguu I'JI/1, Ha ocHoBaHum 4yero metoa BIT Obun

IPEUTOKEH aBTOPaMH JJIs 11eJIel CKpUHHMHTAa Ha paHHUX cTajusx 3aboseBanus [108].



37

KomriutekcHoe MyapTUMO1aIbHOE UccaenoBanue BII sBiisieTcss BaXKHBIM JTOTIOHH-
TeJIbHBIM HEHHBA3UBHBIM METOJIOM B OOBEKTUBHOM OI[E€HKE COCTOSHHUS HEeHPpOo(H3HOIIO-
TMYECKHUX MPOIIECCOB B HEPBHOM cucteMe y nairentos ¢ I'JIJ] [69]. Y cranosneHa kop-
PESIMOHHAS CBS3b MEX]Ty MI3MEHEHHUSIMU ITOKa3aTeliel BhI3BaHHBIX TOTEHIUAIOB U CTe-
MEHBIO HAPYIIEHUI OOMEHAa MeJIH, BBIPAXKCHHOCTH KIIMHUYECKUX MMPOSBIICHUI. DTOT Me-
TOJI MOKET HCITOJIH30BAaThCSI B MOHUTOPHHIE KOHTPOJIA 32 3((PEeKTHBHOCTHIO JicueHus [69,
173].

JIHK-mnargoctuka ['JIJ]

[Tpsmas [IHK-nuarnoctrka Bo3MoKHa C TOMOILBIO METO/1a ITPSIMOTO aBTOMAaTHYe-
CKOT'0 CEKBEHHPOBaHMS BCEH KOAMPYIOIIEH MOCIEA0BaTEIbHOCTH YK30H-UHTPOHHBIX 00-
nacteii rena ATP7B. Otot meton Obu1 nipeioxed @. Canrepom B 1977 1. 11 1a1 BO3MOXK-
HOCTB nipouTeHus nocienoBareabHocTr JIHK munoi no 1000 mykieotumos [203], B
HACTOSILEE BPEMSI 3TOT METO/I ABJISIETCS 30JI0THIM CTAHIAPTOM JJUarHOCTUKH MOHOTEHHBIX
3a0oneBanuii. Hemoctatkamu sIBISIFOTCS: HEOOMbIIas MPOMYCKHAs CTOCOOHOCTb, HU3KAsA
CKOPOCTB IIPOBEICHUS aHAIIW3A. JJaHHBIN METO/I IBJISETCS AOCTATOUYHO IOPOTOCTOSIIM U
HE MOJKET ObITh UCIOJIb30BaH KaK CKPUHUHIOBas JMAarHOCTHKA.

ITpu I'JI/] cymiecTByeT ONpe ACIEHHBIN I1EPEYEHb MAKOPHBIX My TALIUM JISI KOKIOU
nonyJisiuy. [l COKpaleHrst BpEMEHHBIX M 9KOHOMUUYECKUX 3aTpat JJHK-mnarsoctuxy
HEO0OXOIMMO HaYMHAThL UMEHHO ¢ HUX. [Ipu Hanu4um MaxopHO# MyTaluid Ha OJTHON U3
TOMOJIOTUYHBIX XPOMOCOM U HaJTMYM U COOTBETCTBYIONIMX KIIMHUYECKUX U JJa00paTOpHO-
UHCTPYMEHTATBHBIX JaHHBIX TuarHo3 ['JI/] moxeT ObITh ycTanoBIeH. [Ipy Haxox1eHnn
MyTalHi Ha IBYX TOMOJIOTUYHBIX XpPOMOCOMAX JIMarHo3 HE OCTaBJISIET COMHEHUM.

[Ipu moaTBepKIEHUN AUATHO3a MOKET ObITh MPOBEICHA MPsSIMast MJIM KOCBEHHAS
JIHK-auarsHoctukay poJHbIX CHOCOB MPOOaH/Ia C 1EIbIO BBISBJICHUS TMarHo3a Ha JI0-
KJIMHHYECKOM CTa M1 M Havuasa npeBeHTuBHou tepanuu [120, 131, 165].

JIHK-nnaraoctrka MO>keT ObITh MCIOJIb30BaHa B JIF0OOM BO3PACTe C 11EJbI0 Mpodu-
JAKTUKW HACIIEICTBEHHOM MATOJIOTUH B CEMbSIX C TTOBBIIIIEHHBIM prckoM pa3Butust [JIJ] ¢
L[€JIBIO IOCTAHOBKY INArHO3a U BBISIBJIEHUSI T€TEPO3UTOTHBIX HOCHUTEIIEH.

B 2005 r. 6b11 pa3paboTaH apyroil aabTepHATUBHBIA METOJ] CEKBEHUPOBAHUS —

cekBeHUpoBaHue cieaytomiero mokonenus (Next Generation Sequensing, NGS) [142].
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BaxxHolt 0cOOEHHOCTBIO TOTO METO/A SIBJSETCS OTHOMOMEHTHOE MPOTEKAHUE PEAKIIN
Ha MuJutHoHax pparmenToB JJHK, 4To mo3BoIsSET yBETUUUTH CKOPOCTh CEKBEHUPOBA-
HUS BO MHOTO Pa3, 0XBaThIBas 11eJIbie TeHOMBI. CTOMMOCTb HCCIISIOBAHMS TOPA3/I0 HIDKS
cekBeHUpoBaHus 1o Canrepy. Panee MeTos HCI0JIb30BaJICS TOIBKO B HAYYHBIX LIEJISIX,
B HACTOsIIIIEe BpeMsI OH BHEJPEH B KIIMHUYECKYIO MpakTuky. Poon et al. mposenu Tap-
retHoe NGS uccnenoBanue nauuentam ¢ ['JIJI, Bce oOHapy eHHbIE MyTalli METOOM
NGS ObuH TOATBEPIKACHBI METOAOM CeKBeHHUpOBaHus 110 Canrepy [164]. ABTOpPHI 10Ka-
3anu 3¢ (PeKTUBHOCTH U SKOHOMUYHOCTH MeToa. Henoctatkamu NGS meTona siBnsieTcst
HEBO3MOKHOCTh BBISIBUTH TEHOMHBIE M XPOMOCOMHBIC My TaIlUH, IPOTSHKCHHBIEC JIETICIUH,
AYTUTMKALMA K HHBEPCHH, CITydan Mo3auim3ma [27].

Taxkum 00pa3zom, HU OIUH U3 OMOXUMUYECKUX M KITMHUYECKUX MapKEPOB HE SBIIS-
etcs ctporo crnenuduaHbM it nuarnoctuku [JI/1. Tonbko coueranne ocobeHHOCTEN
KIIMHUYECKOW KapTUHBI O0JIE3HH, PE3YJIbTATOB JIA0OPATOPHBIX, HHCTPYMEHTAJIbHBIX M-
TOJIOB UCCIIEIOBAHM S, JAHHBIX MOJIEKYJISIPHO-TEHETUUECKOTO aHATTN3a TTO3BOJISIOT OCTa-
BHUTh 1uarno3 [120].

B 2001r. B Jlelinimre Ha 8 Mex1yHapoaHOM KOH(pepeH 1 1o 0ose3HsM BubcoHa
u Menkeca ObL1a npe/yiokKeHa OallbHas JUarHocTUYecKast IKana s JMarHOCTUKY 00-
ne3nu Bunbcona [120, 208]. OcHOBHBIM KpHUTEpHsM Tuardo3a (Myrarun B rene ATP7B,
HEBPOJIOTUYECKHUE MPOSIBIICHUSA, XapaKTepHble n3MeHenus Ha MPT rosmoBHOrO Mo3ra,
YPOBEHB IIEPYJIOTIa3MUHA ¥ DKCKPEIIUHA MEJIU C MOUYOM, HATMYUE TEMOJIMTHYECKOM aHe-
MHH ) TPUCBOEHBI 0aJITbI, CyMMa KOTOPBIX OIIPEAETSAET « MAJIOBEPOSATHBIN», « COMHUTEIb-
HBII» WK «omnpeaeneHHbli» auarnos ['JI /] (ITpunoxenue b). BoisBienue MmyTatuii B ro-
MO3UTOTHOM HJIM KOMIAyH/I-T€T€PO3UTOTHOM COCTOSIHUM COOTBETCTBYET 4 OaJijiaM U siB-
JISI€TCS JOCTATOUHBIM JIJIsl TOATBEPKIACHUS T1arHo3a.

Jleuenme I'J1J]

Tepanust BKmouaeT coOI0ICHNE ONPEIETICHHOM AUEThI, yMEHBIIAIOIEH MOCTYII-
JICHWE MEJIM B OPTraHu3M U MPHEM IpernapaToB, MPEMSTCTBYIONIMX BCACHIBAHUIO MEU B
KHILIEYHUKE (COJIM IMHKA, IIUHKTEPAIT), U MEJIbATMMUHUPYIOUIUX ITperapaTos. JleueHne

JOJKHO MPOBOAMTCS moku3HeHHo [99, 129].
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Jluera ABsieTCs BAXKHBIM, HO €JMHCTBEHHBIM KOMIIOHEHTOM Tepanuu. B pannone
OrpaHUYMBAIOT TPOAYKTHI, 0OraThlie MeIbIO (IT€UEHb, OPEXH, TOYKH, KPEBETKH, KaKa0CO-
JepKalue mpoayKThl, TpuObl, 6000BkIe). [laruenTam npeaaaraeTcsi MOJIOYHO-PACTH-
TenpHas quera. Ha HayanpHOM dTare Tepanvy CyTOYHBIN PALIMOH HE JIOJKEH COJIEpPKaTh
6onee 1 mr menu. He pexomeHayeTcs NCIONIb30BaTh MEHYIO MMOCYAY C IEIbI0 IPUTO-
TOBJICHUS U XPaHEHUSI MUIIH. 3aMpelacTCs IPUEM OJTMBUTAMUHHBIX TPENAPATOB, CO-
JEpIKalliX MeJlb, TAK KaK CyTOYHas 1032 MEJIU B HUX MOXKET ObITh TOKCUYHOM J1J15 MalH-
enToB ¢ ['JI]I. PexomeHnmoBaHO MCIOIb30BaTh (DHIIbTPOBAHHYIO BOTY C IIEITBIO0 YMEHbIIIES-
HUS COJICPKaHUs MU B BOJIOMPOBOIHOM BoJie [53, 99]. BaxkHOCTh qUETHI MOATBEP-
xnarot HabmogeHus Brewer G.J. u Yuzbasiyan-Gurcan V., KoTopble onucaiy IByX Ia-
uueHToB ¢ ['JI/1, npuaepKuBarommxcs BEreTapuad CKOW AUETHI M OTKA3bIBAKOLIMXCS OT
MEAMKAMEHTO3HOTO JICUCHHS Ha JOKIMHUYECKOM cTaauu pa3BuTuA 3a0oneBaHus. Ha
MPOTSHKEHUH HECKOJIBKUX JIET HAOJIO/ICHUSI TTIOSBJICHUS KITHHUYECKUX CHMITTOMOB OTMe-
4yeHo He Obuto [47].

C 1enbo MeIBIIMMUHUPYIOIIEH MeTUKaMEHTO3HOM Tepanuu i jieueHust ['JI]]
UCIONB3yIoTCs cneaytomue npenapatsl: I-ITAM, Tpuentun, Terpatuomonudaar. B
Poccun 3apeructpupoBansl npenapatsl D-nennnuinnamuia. TpueHTHH TOTOBUTCS K
peructparuu [53].

[Mpuem kynpenuna (npousBoanoe [1-ITAM) npHBOIUT K BBIBEICHUIO U30BITOY-
HOTO COJIEp>KaHUs MEJIU 13 TKaHel u opranoB. [Ipenapar oOpazyeT xenaTHbIe KOMIUIEKCHI
C Me/Ibl0, UHTUOUPYET CUHTE3 MEPEKPECTHBIX 1eNel KOJUIareHa, HOBIIaeT BHYTPHUKJIE-
TOYHBIN YPOBEHb PEAYLIUPOBAHHOIO IIyTATHOHA, YMEHBIIAET BOCIIAIIMTEIIbHYIO PEAK-
ruto [129]. JI-TTAM oGiagaer Takke HEKOTOPOH MMMYHOCYIIPECCHBHOMN aK THBHOCTBIO.
C 1enbio nmpenoTBpalleHus TOOOYHBIX PEaKINi JeUeHNE HAYNHAIOT ¢ MUHUMAJIBHOM
10361 — 250 mr/cyT. Jo3y mpenapara nMocTeNeHHO YBEIHMYMBAIOT, JeueOHas 103a Kynpe-
Huita 1500 Mr B cyTku. B 1eTCkol paKkTHKe TepaneBTUYECKas 103 paCCUNTHIBACTCA HA
KI Macchl Tesia— 20 mr/kr/cyT. s ynyumenus abcopOium mpenapara B KUILIEYHUKE €10
IPUMEHSIOT 3a 1 "ac 10 uiu yepes 2 yaca rocJe npuema nunm [53]. TepaneBrrdeckas
71032 MCIOJIB3YETCS JI0 MOJYYEHHUsI CTOMKOMN MOJ0XKUTENHHON AMHAMUKU (He MeHee 1

rojia). 3a 3T0 BpeMsi MPOUCXOIUT MOOMIIM3AIHSI OCHOBHBIX JICTIO MEAHN U3 opraHu3mMa. B
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10-50% cmydaeB Hadajao TEpalMu COMPOBOXKAACTCS YXyAIIECHUEM HEBPOIOTHYECKOU
CUMITTOMATHKH, YTO CBSI3BIBAIOT C MOBBIIIEHHOM MPOHUIIAEMOCTBIO TeMaTOdHIIe( aye-
ckoro 6aprepa. ITo TpedyeT CHIKESHHUS I03bI ITpernapara Uik €ro BpeMEHHOUM OTMEHBI ¢
MIOCJIe Ty FOIITIM OCTOPOKHBIM THTPOBAaHUEM JI03bI [227]. B HacTosIIee BpeMst ToKa3aHa
BO3MOXHOCTbH yXY/IIICHUS HEBPOJIOTUYECKHUX ITPOSIBICHUM HE TOJBKO MPHU UCIIOIH30Ba-
Huu JI-T1TAM (13,80 %), HO ¥ TpreHTHHA U ITMHKA [53, 227]. KOHTpOoib ypOBHS CyTOYHOM
AKCKPEIMU MEJTU C MOYOU SIBJISIETCS HHIMKATOPOM aJIeKBATHOCTH Tepanuu. Jluamason
3HaueHui sToro mokasatens ot 500 g0 1000 mxr/cyT x 1,73 M? nim 8-16 MKMOJIB/CYT X
1,73 m? curraeTcs 1omycTHMbIM. IToKa3aresb ypOBHS CyTOYHOM SKCKPEIUH METH C MO-
yoii Beitze 1000 Mr/cyT x 1,73 M2 (8-16 MkMoIb/cyT X 1,73 M?) TpeGyeT CHIIKEHHUS O35
npenapara.

CBoeBpemenHas u aaekBartHas Tepanus I-IIAM npuBOIUT K KIIMHUYECKOH pe-
MUCCHHU 3a00JI€BaHUS: HOpMaTu3yeTcs (DYHKIMS TIeYSHU, KCUe3aeT HEBPOJIOTHYECKAs U
MICUXUYECKast CAMIITOMATHKA, BOCCTaHAaBJIMBACTCS MCHCTPYTBHBIN ITUKIT Y )KEHIITUH [53,
227].

Onmucan ciry4daii BelpaxeHHoro nuppo3anedenu y 10-nernero pedenka c ['JI/1. Tlo-
cie 27-mecsayHoro npuema J[-[IAM npu KOHTPOIBHOM OMOINICHH Y JAHHOTO OOJIHOTO
onucana Mop¢ooruieckasi KapTuHa Ne4eHu OJau3Kas K HopMainbHOH. Matepuan s
UCCIe0BaHNS BO BpEMs JlallapaTOMHUU Opalid U3 pa3HbIX YYaCTKOB, UTO 3HAYUTEIHHO
yYMEHBIIIAeT MpoIeHT ooy [158].

Ha srane noanep>xuBarolei Tepanuy BO3MOKHO CHUKEHHE JJ03bI ITpernapara Jio
750-1000 mr/cyT. IIpu 3TOM 00513aTE€IBHBIM SIBJISIETCSI KOHTPOJIb JIA0OPAaTOPHBIX MOKa3a-
TeJe: KIIMHUYECKOro 1 OMOXUMHYECKOT0 aHAIM30B KPOBH, MOYH, CYyTOYHOM SKCKPELIUU
MEJIH ¢ MOYOH, KoTopas JoJbKHa cocTaBysTh oT 200 1o 500 mxr/cyT x 1,73 m? [57, 88].

Bosmoxubl modounsie neiicteus JA-I1TAM B 20-30 % cnydaeB. OHu aensitcs Ha
paHHUE, BO3HUKAIONIME Ha HAYaJIbHOM dTarne JeueHus (10 1 rona), u no3aHue, pa3BuBa-
foruecs Ha (oHe moAepKuBatoliel Tepanun. K paHHUM OCJI0KHEHHUS OTHOCST JINXO-
paaKy, ChIlb, JIEUKONEHUIO, TPOMOOIIMTONIEHHIO, aHEMUIO, arpaHyJyionuTo3. I[lo3aHue

OCJIOKHCHU A Pa3BUBAKOTCA OOBIYHO ITOCIIC roga JICYCHU A, K HUM OTHOCAT IICHU TN JIJIaMK-
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HOBYIO JIEPMaTONATHIO, YEPHBIN aKaHTO3, He(HPOTUIECKHIA CUHIPOM, BOTIaHOYHOTIO 100~
HBI, MUACTEHIUYECKHI CHHIIPOMBI, TOJTUMHUO3UT, JICKapCTBEHHBIN renatut. Bmecte ¢ me-
JIbI0 KYTIPEHUIT MOYKET CBSI3bIBATh M BEIBOIUTH JPYTHE BaXKHBIC MUKPOAJICMCHTHI, TaKHe
kak Zn, Ca, Se, Mg, Ni, 4To mpuBOIUT K pa3BUTHIO CHMIITOMOB HEIOCTaTKa MHKPOAJIe-
MeHTOB B opranu3Me [53]. He uckimoueHo caMocTosTeIbHOE TOBPEKAAOIIEe ICHCTBHC
J-ITAM Ha TKaHb IEYEHU, YTO MOXKET YCYTyOJIATh KIMHAYECKUE MTPOSBIICHUS OOJIE3HM.
[To6ounbIe 3 PEKTH MEABITUMUHUPYIOIIEH TEPAMTUU TUKTYIOT HEOOX0AMMOCTH MTOCTO-
STHHOTO KOHTPOJIS 32 COCTOSIHMEM TTAIMeHTAa, BKJII0Yast J1a00paTOpHbIe U MHCTPYMEHTAITb-
HbIE METOJbl JIMarHOCTHKHU C IIEJIBbI0 MPEJOTBPAICHUS U CBOSBPEMEHHOM Tepanuu
ocnoxkHeHui. Omnucanbl TepatoreHHsie cBoiicrea JI-ITAM [7].

[Tockonbky mpenapatsl J{-ITAM sBistroTCs criennu4ecKuMHU aHTarOHUCTaMH TTH-
pUIOKCHHA, BUTaMUH B6 HazHauaror OonbHOMY exenHeBHO. [loka3zaHbl BUTaMUHBI
rpynmbl B, C, antrnokcumaantsl -BuTamud E [53, 129].

[TpemapaTel iUHKA (IIMHKTEPAJ, alleTaT ITUHKA WK CYJIb(aT IIMHKA) aKTUBHO CTH-
MYJIMUPYIOT METAITIOTHOHEUHBI SHTEPOIIUTOB CIIM3UCTON TOHKOW KUIIKH, TEM CaMbIM UH-
ruOUpys BcachblBaHUE MUILEBON U HIAOTEHHO HHAyIUpyemMon Mmeau. OOpa3oBaBImecs
KOMILIEKCHI 9KCKPETUPYIOTCS CO CTYJIOM. [[MHK MOXET MHyIIMPOBAaTh BHY TPUTICUCHOY-
HBI€ METAJTIOTHOHEHHBI, UTO SIBJISIETCS TEMaTONPOTEKTOPHBIM AeiicTBueM. [Ipu gerkom
TeUeHUH 3a00JIeBaHNs, a TAK)KE y aCHMIITOMHBIX 00J1bHBIX [ JI/] BO3MOXKHO MCITOIB30Ba-
HUE B TepaIluy TOJIbKO ITpenapatoB uHka [47, 184]. [Iporpeccupyroliee yrHeTCHIE KPo-
BETBOPEHUS, TOKCUUECKHE peakiiui Ha poHe npuema J[-ITAM sBisroTCst Tak»Ke mokas3a-
HHUEM K MOHOTEpaNuu HMHKOM. JJTUTENbHBIN TpUeM IpernapaToB IMHKA TPEOyeT KOH-
TPOJISt CYTOYHOM SKCKPELHH IIUHKA ¢ MOYOI (BbImIe 2 Mr/cyT X 1,73 M? (30 MKMOJIB/CYT X
1,73 m?)) [53]. Hopmanu3atus ypoBHS KOHIEHTPALMU CBOOOIHOM MEIN KPOBH M YMEHb-
LIEHUE YPOBHS DKCKPELMH M ¢ Mouoii (ae Beime 100 mMxr/cyT x 1,73 m? uim 1,6
MKMOJIB/CYT X 1,73 M?) sBistroTest ipu3Hakamu 3 (eKTHBHOCTH MOHOTEPAITH [IHHKOM
[53, 184].

AJbTepHAaTUBHBIM MeTO10M JieueHus1 [ JI]] sIBIIsIeTCSI METOT SKCTPaKOPIIOPATHHOM
reMokoppekiun. [lokazaHnueM K ero ucroJib30BaHHIO SABJISIFOTCS: ()yTIbMUHAHTHAS TTeUe-

HOYHAaA HCAOCTATOYHOCTD, ITIOAI'OTOBKA K TPAHCIINIAHTAIITUN IICUYCHU ITPHU JICKOMITICHCAIUN
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UPPO3a, TEMOJTUTUYECKUN KPU3. DKCTPAKOPHOPaTIbHAS TEMOKOPPEKIIUS TAKKE MOXKET
OBITh MCIIOJB30BaHa MPU PAa3BUBIIMUXCS OCIOXHEHUIX Ha (OHE MpHUeMa MEJECTOHHBIX
npenapatoB. [Ipy uCnoab30BaHUM 3TOTO METOJIa YCKOPAETCS MOOMIU3AIMSI MEIHBIX
JETI0 M3 OpraHu3Ma U CIIIaKuBaloTCs moOouHble 3¢ (eKThl XeIaTHoi Tepanuu [16, 51,
136].

HoBsie Bo3moxkHOCTH B Tepanuu 00abHBIX [ JIJ], 0cOOeHHO NMpu HATMIUH TPOTH-
BONOKa3aHuM K jieueHuro J[-I1IAM, OTKpBIBa€T XUPYPrUYECKUNA METO/ - OPTOTOIUYECKAs
TpaHCIUIAHTALM s IeYeHU. BriepBbie OpTOTONMMYECKas TPAHCILJIAHTALUS TI€YEHU TTPOBe-
neHa B 1969r. [16, 159]. [Tocne npoBeaeHMs TpaHCILIAHTAIMN OOJIbHBIM C JCKOMIICHCA-
nuen nupposa, GyabMUHAHTHBIM TEUEHU €M renaTuTa, pu OTCYTCTBUM 3(pdekTa Ha PoHe
MEACTOHHOM Tepanuu Tu00 UMEIOIINXCS TPOTUBONOKA3AHUSIX U1 JICUCHUS XeIaTaMu
MIPOUCXOUT 3HAYMMOEC YITyUIlIeHUEe OMOXMMHUYECKHX IToKa3aTenei ¢ yHKIMH redeHu 51,
77, 137]. YMmeHblIeHUE BBIPAKEHHOCTH HEBPOJIOTUUECKUX CUMIITOMOB HaOIIOAaeTCs
yxe uepes 1-1,5 rona mocne onepanuu [ 7/]. Hepeako HeBpoaornyeckas CHMITOMATHKA,
MMEBIIAsA MECTO JI0 TPAHCIIAHTALIMU IEYEHH, COXPAHSETCS JIMOO MOSABIISIETCS BHOBb. B
Poccu B 1990 r. npuHsTa nporpaMma 1o TpaHCIUIaHTALIMU IEYEHH, OCYILECTBIIIEMAs HA
6aze PAMH. Nwmeromuecs: pe3yapTaThl J0Ka3biBatoT 3G (PEKTUBHOCTD U 11eTIeco00pas-
HOCTB 3TOr0 MeToja ieueHus I JI/I.

«HaHee cMOTpsT Kak Ha 00JIE3HB PEAKYIO U KYPbE3HYIO M CUMTAIOT ce0sl BIIPaBe
JIyMaThb O HEH B Majio MOHATHBIX citydasix. Ho Mbl yBEpEHHBI, UTO €CJIM MOXKHO ObLIO ObI
MPOBEPUTH IUATHO3bI KAKON-HUOY/Ib KIMHUKHU, HE BUECBILICH HU OJIHOTO CJTy4asi renaTto-
JEHTUKYJISIPHOM JIETeHEpaIliuy, TO Mbl HAIIUIK Obl TUITUYHBIEC TPUMEPHI 00JIE3HU CPEIU
MOJTYYUBIINX JUATHO3BI  TAPKUHCOHU3MY, « PACCESIHHBIN CKIIEPO3» . | enmaToaeHTuKyJisip-
Has JereHepalysi BCTPEYaeTcs COBCEM He TaK YK PEIKO, KaK MHOTUMU IMPUHSATO JyMaTh»
(H.B. Konosaios, 1948).

Knuaunveckue npu3Haky MOpaxXeHus eueHu, 0COOEHHO COUETAIOIIMECS C HEBPO-
JIOTUYECKON CUMITTOMATUKON, YMOLIMOHAJIbHO-TUYHOCTHBIMU PACCTPONUCTBAMU JIOJDKHBI
OpHEHTHPOBATh Bpaua Ha nckimrouenue ['JI]1, ayist koTopoit pa3paboTaHo 10CTaTOYHO -
(¢ ekTUBHOE MaToreHeTnyeckoe jJeueHre. CBOEBpeMEHHAs aIeKBaTHas MEAbJIMMUHUDY-

Iolasl Tepanus MPUBOJUT K «JIpaMaTudeckoMy» 3P (HeKTy B pa3BUTHU 3a00JI€BaHUS.
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[IpoucxoauT perpecc HEBPOIOTHYECKOW U BUCLIEPATTbHON CUMIITOMATUKH JaXXe Ha CTa-
MY [uppo3a nedeHu. [[poaoKuTenbHOCTb 5KM3HHU OOJIBHBIX TPU aIEKBATHOW MOMKU3-
HEHHOM Tepanuu He OTIINYAeTCs OT TAKOBOH B 0011IeH momyswiiun [51, 53].

Taxum 06pa3om, Ha ceroaHsIIHUN AeHb B pobieme ['JI]] Hanbosee n3yueHsl Bo-
MPOCHI BBIPAXKEHHOTO KIIMHUKO-J1abopaTtopHOro noiumopdusma. HeperenusimMu ocrta-
I0TCS MPOOJIEMbI CBOEBPEMEHHOM TMarHOCTUKH, BBISIBJICHUSI OOJBHBIX HA JTOKJIMHUYE-
CKOW CTaJuu M Ha3HAYEHUs NPEBEHTUBHOM Tepanuu. CloKHasi OpraHu3alus reHa 3a-
TPYAHSET JOCTYITHOCTh MOJIEKYJISIPHO-TEHETHYECKOTO UCCIIEIOBaHU. DTO JETIAET aKTy-
aJbHBIM BBISIBJIEHHE MAaYKOPHBIX MyTallMi JIJIS1 OTJEIbHBIX NOIYJISALUN C UEJIbI0 pa3pa-
OOTKM CKPUHHUHIOBBIX MPOTrpaMM Te€HETHYECKOro TecTupoBanus. [Ipomomkator usy-
4aThCsl BOIIPOCHI KOPPEISALMHU ONTPEICITICHHON My TalluM C KIIMHUYECKON KAPTUHOM, TEYe-
HUEM U MPOTHO30M 3a00seBaHus. Pe3ynbpTaThl Mcciae10BaHui, TOCBSIICHHbBIE TeHO-(e-
HOoTUNM4YecKnM Koppeisinusm ripu [JI]1, nmeromuecss B tuTeparype Ha CErOqHSIIIHUAN
JI€Hb, JOCTATOYHO NPOTUBOpPEUnBbl. HecMoTps Ha jumnTenbHbIi nepuoa uzydenus, ['JI/1
MIPUBJICKAET BHUMAHUE BPayey U YUYEHBIX PA3JIMYHbIX CIIENUATBbHOCTEN U B HACTOSILEE

BpeMsi.
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I'/TABA 2. MATEPUAJIBI U METO/IbI UCCJIEAOBAHUA

2.1 Coop undgopmanum o 00JbHbIX. MaTepHuaJIbl HCCJIEI0BAHNS

C 11e1b10 aKTUBHOTO BBIABJICHHS 001bHBIX ¢ ['JI]] Ha HaYaILHOM dTalle UCCIIe0-
BaHUs MPOBEJICHA paboTa C apXuBaMU HEBPOJIOTHYECKOTO ¥ TaCTPOIHTEPOJIOTHUECKOTO
ornenennit KI' BY3 «Kpaepas knmuaundeckas 6onpHUIIA Nel» numeru npodeccopa C..
CepreeBa, HeBposiornyeckoro otaeyneHus KI'bY3 «KpaeBas kinuHuyeckas 00abHUIA
No2y, Y3 «loposkHast KTnHUYECKas 00bpHMIIA Ha cTaHIuu XabapoBck-1 OAO «PXK]Dy.
[Ipoananu3upoBaHbl METOAOM CILTOIMIHON BIOOpKHU ucTopuu 6one3nu 2008 - 2013 rr.
VYuuThIBaIUCh CIy4au T€MaTUTOB HESICHOW ATUOJIOTHH, SKCTPAIpaMuTHbIE 3a00J1eBa-
HUS, I10]1 KOTOPBIMU Moruia cKpbiBaThes ['JI/1. PernctpupoBanuch nacnopTHbIEC JTAHHBIE,
azapec, TenedoH, )Kano0bl, aHaMHE3 3a00J1€BaHMs, PE3yJIBTAThI HCCIICIOBAHUMI, HEBPOJIO-
TMYECKUi cTaTyc, nuarHo3. CBeieHus 0 OOJIbHBIX C paHee YCTAaHOBJICHHBIM IMAarHO30M
I'JI/1 v ciiygasix, TpeOyOMMX yTOUHEHUS JUAarH03a MOJIyYEHbI 110 JAHHBIM HEBPOJIOTOB U
MICUXUATPOB FOPOJICKMX U KPaeBbIX MONUKIUHUK. [[pon3BeieH «TOKBapTUPBIA 00XOm»
ATUX NALUEHTOB C MOCAEAYIOIUM JOOOCIIEIOBAHUEM JJIs1 yTOUHEHHUS AUArH03a.

C uenplo moucka OOJIbHBIX, C KOTOPBIMH yTpau€Ha CBsI3b, OCYIIECTBIISIIUCH BbI-
€3]IbI B COCEHUE Topoaa 1 pailoHbl XabapoBckoro kpas (T. KoMmcoMonbck-Ha-Amype, 1.
ConHeuHbI#, T. AMypcK, T. bukuH, paiton numenu Jlazo, XabapoBckuii paiioH). Ocmotp
ATUX MAIMEHTOB MPOU3BOJIMICS TaKkKe MyTEM «ITOKBAPTUPHOTO 00X0/1a» € MpeaBapH-
TEJIbHBIM YTOUHEHUEM aJIpeca Yepe3 perucTpaTypy NOJUKINHUK U apXUBBI JIeUeOHbBIX
YUPEKICHUMN.

OueHuBasncs o0 U reHeaJornYecKuil aHaMHe3, COMaTUYECKUN U HEBPOJIOTH-
YECKUU CTaTyC MalMEHTOB.

B paboTte ncnonb30BaH peTPOCTIEKTUBHBINA aHAIIW3 BBITUCOK U3 aMOYJIaTOPHBIX
KapT, UCTOPU1 00JIE3HU NAIEHTOB.

OcHOBHOM 3Tan paboThI BHIOJIHEH Ha 0a3e HEBPOJIOTHYecKoro otaeneHus YY3

«Jlopoxnas kmmHu4Yeckas 0oJbHHUIA HAa cTaHINH Xa0apoBck-1 OAO «PXK]y.
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Bcero o0cnenoBanbl 74 yenoBeka (Myx4uuH — 29, skeHIIHUH — 45), mpOoKMBaOIIIX
B XabapoBckoM Kpae ¢ mojgo3penrem Ha ['JI/].

g ouenku BepositHocTr auarno3a ['JI/] ucrionbs3oBanace JIeUmurckas Kojimye-
CTBEHHas IIKaJIa Ul JMarHoCTUKK Oosie3un Bunbcona — Konosasosa (8" International
Meeting on Wilson’s disease, Leipzig, 2001) (ITpuioxenue b).

B pesyinbrare aHanmnza aHaMHECTUYECKU X IAHHBIX, KITIMHUYECKUX ITPOSBIICHU I, pe-
3yJBTATOB JJAOOPATOPHBIX, HHCTPYMEHTAJIBHBIX M MOJICKYJISIPHO-TEHETHIECKOTO METO-
70B 00ciietoBaHus y 54 60bHBIX Auarao3 ['JIJ] ObuT1 ncKiTroUeH.

Kpurepuem BKIrOUEHUS B OCHOBHYIO TPYIITY UCCIIECIOBAHMS SIBJISIICS AMArHO3 «00-
JIe3Hb BUIBCOHAY», YCTAaHOBIICHHBIM HA OCHOBAHUM KJIMHHUKO-TEHEATOTHYECKOTO, HEBPO-
JIOTUYECKOTO, JIA0OPATOPHO-UHCTPYMEHTAIBHBIX U MOJIEKYJIIPHO-TEHETUIECKOrO METO-

TIOB HcclienoBanus. Kputepuem ajis mocTaHOBKY Auarno3a 6ose3nu Bunbcona-KoHoBa-

JIOBA CITYKUJIU:

o XapaKTEPHbIE HEBPOJIOTUUYECKUE CHUMIITOMBI, BKIIFOUAIOLINAE HKCTpaIrupa-
MHUJIHBIE PACCTPOMCTBA,

. xapakTepHsble nposisiieHnss Ha MP T rososHoro mosra,

o IICUXAYECKUE HAPYILICHU,

. naroranoMoHuuHble i ['JIJ] npusHaku HapyieHust 0OMeHa MeJiu,

. Hanuuue kosbla Kaizepa-dreiiiepa Ha pOroBHUIIE,

. pEe3yJIbTaThl MOJIEKYJISIPHO-TEHETUIECKOMN TMAarHOCTUKY (HAJIMYUE MY Talui
B rene ATP7B).

B ocHOBYy uccienoBaHus moJIOKEH aHaIN3 COOCTBEHHBIX HaOmoaeHuit 3a 20-10
o6oneubMU ¢ ['JI]] B Bo3pacte ot 15 10 52 net (cpemnuit Bo3pact - 36,35+1,72 net), y
KOTOPBIX IMArHO3 OB MOATBEPKACH MEMKO-TEHETHUECKUM HCCIICIOBAHAEM.

Bonpubie Haxoaunuck noa HabmogeHueM B nepuoa ¢ 1990 mo 2018 rr. Ilepuon
HaOIroaeHu s 3a 00JIBHBIMUA COCTABIII OT 2 10 27 J€ET.

['pynna 601bHBIX ¢ OATBEpkAEHHBIM nuarHo3om [JI/] Bxiatouaer 20 yenoBek
(My>xurH — 7, sxeHinuH — 13). Pacnpeaenenre 60IbHBIX I10 BO3PACTy OBLIO CJIETY FOLIHM:
0-9 et — 0 60abHEBIX, 10-19 net — 3 OonbHBIX, 20-291eT — 6 OONbHBIX, 30-39 neT - 6

oospHbIX, 40-49 51eT - 5 OONBHBIX.
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JIns onieHKH TspKecTH cocTossHus 00abHbIX ['JI/] ncnonb3oBanacek mkana H. IL
lNonpamreitna B Moguukaimu B.B. [Tonemnryka. B cooTBeTCTBHM CO MIKAION ONpeIeNs-
Jach CTENEeHb nopakeHusi: ierkas (1o 10 6amnoB), cpenueit TsoxectH (11-24 6anna), Ts-
xenas (ot 25 6amoB). ([Ipunoxenue A).

CremneHb BBIPaXEHHOCTH KOTHUTUBHBIX paccTpoicTB y 0onbHbIX ['JI/] onenuBa-
Jach ¢ MOMOIIBI0 MOHpPeaabCKOM Kbl OIICHKH KOTHUTUBHBIX QyHKIui (Montreal
Cognitive Assessment, MoCa). KonnuectBo 6amioB meree 26 u3 30 MakCUMaJIbHO BO3-
MOYHBIX PaCIIEHUBATOCH KaK KOTHUTHBHBIC HapyieHus ([Ipunoxenue B).

[Tokasarens pacnipoctpaneHHoctH [ JIJ] paccunteiBancs Ha 100 000 HaceneHus.

Jlnis mpoBeneHus cTaTucTUIecKo 00pabOTKHM coCcTaBJieHa KapTa 00cae0BaHus
6onpHoOTO C ['JI/], Kyaa 3aHOCHIINCEH Kano0bl, TaHHBIE aHAMHE3a 3a00JIeBaHMs U JKU3HH,
PE3YNBTATHI TPOBEJACHHOTO JIA0OPATOPHOTO, UHCTPYMEHTAIBHOTO, MOJICKYJISIPHO-TEHE-
TUYECKOTO MCCIIEIOBAHMS, a TAKXKe pe3yibTarhl Teparnuu 6onbHbIX ['JI1, Ha ocHOBaHMM

4ero co3aana 6a3a qanHbIx 00sbHBIX ['JI/] B XabapoBckoM kpae.

2.2 MeToabl HCCJIE€I0 BAHUSA

2.2.1 JIabopaTopHbIe H MHHCTPYMEHTAJIbHBbIE METOIbI 00C/1e10BAHUS

KinHunueckuil ananus KpoBHU € OIIPEACIICHUEM CTaH JaPTHBIX TOKa3aTeNeh, 00U
aHaJIM3 MOYM, OMOXUMHYECKUM pa3BEpHYThI aHAIN3 KPOBU UCCIIEI0BAIUCH Y BCEX Ma-
LUEHTOB.

HccnenoBanue oOMeHa Meli MTPOU3BOJMIIOCh Y BCeX ManueHToB. OnpeneneHue
ypoBHsi LII1 B cbIBOpOTKE KPOBU MPOBOANIN UMMYHHOTYPOUIUMETPUIECKUM METOIOM
Ha aBTOMAaTHYECKOM OroxuMuyeckoM anaimzarope Beckman Coulter AU — 680 (CILIA).
HopmansHbiME 3HaueHUSIMEU KOHLIEHTpaiu cbiBopoTodHoro LI cunranu 150-480 mr/n
(15-48 mr/mn).

Onpenensiiin ypoBeHb CyTOYHON IKCKPELMU MEIU C MOYOM IIPSIMBbIM KOJIOPUMET-

PHUYECKHM TECTOM I8 onpenencHus meau Ha criekrpodoromerpe APEL 303 C (MTamms).
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JIMarHOCTUYECKU 3HAYMMBIM SIBJIICTCS YPOBEHB CYyTOYHOM DKCKPEIUH MEAN C MOYOH
oonbie 1,6 MkMonw/cyT (100 MKT/CyT).

Onpenensiii KOHIICHTPAIMIO O0IIe MeN CHIBOPOTKU KPOBH MPSMBIM KOJIOPH-
METPHUUYECKUM METOIOM ACTTPOTOMHHU AN (OCAXKICHNS) Ha aBTOMATHUYECKOM OMOXH MH-
yeckoMm ananu3atope BS - 380 (Spinreact, Mcnanus).

Jliis pacueTa KOHIIEHTpaI i CBOOOHOM ME/TN U CIIOIb30BAIN (HOPMYITY:

Ccu) =Ccu (to- Ccu (1) = Ceu (t0-49,4xCun

Ccu() - KOHITEHTpaIUs CBOOOHON METH B MKMOJIB/JT

Ccu (to — KOHIICHTpALHS 0OIIIeH MEIM B MKMOJIB/JT

Cecu (1) — KOHIIEHTpAIUS LEPYJIOIUIa3MUHOBOM ME/TA B MKMOJIB/JT

Cun - konnenTparws LI B r/n

49,4 — xorpurment nepecyeTa

[Ipu odransMoOIOTHYECKOM OCMOTPE BBISBIISUIM Hanuuue kosner Kaiizepa-Dieit-
epa mpu oMoy mesneBoi sammst Inami L — 0187 ¢ 3-x maroBeiM yBenmaerueM (Smo-
HHUS1) BO BpeMst 0 TalIbMOJIOTHYECKOrO OCMOTpA.

VY apTpa3ByKoOBOE HCCIIEIOBAHUS OPTaHOB OPIOIIHOM MOJOCTH U 3a0PIOIIMHHOIO
MPOCTPAHCTBA MPOBOIMIIM C TOMOIIBIO YIBTPa3BYKOBOIO IMATHOCTHYECKOTO arapara
cpeaHero Kiacca ¢ moHbM Habopom gaTarkoB Mindray DC — 7 (Kurait) o oommenpu-
HSTOU METOJMKE. Y YA THIBAIIA PA3MEPHI IIPABOU U JIEBOM 10JICH IIE€YEHH, CEJIE3CHKU, J1aH-
HbIE BU3yaJIM3alli KOHTYpa [€UYEHU U CTPYKTYPbI MAPEHXUMbI OpraHa, pa3Mephl JAua-
METPOB BOPOTHOM U CEII€3€HOUYHOM BEH, pa3Mephl U MPOCBET KETYHOTO My 3bIPSI.

Dnacrorpadus me4yeHu MTPoBeieHa BOCBbMH MAllMEHTaM C 1EJIbI0 ONpEeIICHUS
ypoBHs (prOpo3a HeMHBa3MBHBIM MeTOI0M. VccnenoBane mpoBoaniy Ha amnmnapare Fi-
broSkan 502 TOUCH (®pannus). Ins onpeaenenus creneHu Gprudpo3a nCIoIb30BaId
MexayHapoaabie pekomeraariui mo METAVIR (1996 1.): FO —otcyTerBue gpudposa, F1
(MEHUMAITBHBINA (UOP03) — mopTanbHbIN GruOpo3 6e3 cent, F2 (ymepeHnHsIit pudpo3) —
NOpTaIbHBIN PUOPO3 C eAMHUUHBIMU cenTaMu, F3 (BbIpakeHHbINH (HHOPO3) — MOpTabHBINA
bubpo3 c centamu, F4 — 1iuppo3. [lomydeHHbIe moKa3aTe M 3JIaCTUIHOCTH IIEYEHH COMOo-
CTaBJISINCH co cTamauert huopoza mo METAVIR: FO cooTBeTCcTBOBaIM JaHHBIE 3J1aCTHY-

Hoctu ieuenu 1,5 — 5,8 klla (muarnoctudeckas TounocTsh 88,6%); F1 — 5,9 — 7,2kl1a
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(mrarHoctr4deckas To9HOCTh 87,2%), F2 — 7,3 — 9,5kxI1a (amarmocTuyeckasi TOYHOCTb
93,2%); F3 — 9,6-12,5 xIla (quarnoctuyeckas Tounocthb 90,9%); F4 — 6onee 12,5 klla
(IMarHocTuyeckas TOUHOCTh 95,5%).

[IpoBoaMIM MarHUTHO-PE30HAHCHYIO TOMOTPa(uI0 TOJIOBHOTO MO3ra Ha Mar-
HUTHO-pe3oHaHcHOM Tomorpade GE Brivo MR 355 inspire 1,5T 6e3 KOHTpacTHOTO yCH-
JIEHUS B TPEX B3AMMHO MEPHEHIUKYISIPHBIX INIOCKOCTSIX C TPUMEHEHUEM UMITYJIbCHBIX
nociiepoBarensHocter 11 Flair, T2, T2 Flair, DWI b=1000, 3DTOF FSSET, 2DTTOF.
Onpenensiy HaJTu4Khe 04aroBbIX M3MEHEHU I IMIIOTHOCTH B BEILIECTBE TOJIOBHOTO MO3Ta U
U X JIOKAJIU3AIMI0, COCTOSTHUE JIMKBOPHBIX Iy T€H TOJOBHOTO MO3Ta.

[IpoBOaMIN PETUCTPALINIO KOPOTKOJATEHTHBIX aKy CTUYECKHUX CTBOJIOBBIX BBI3BAH-
HbIX noTeHIranoB (ACBII), 3puTenbHBIX BRI3BAHHBIX MOTCHIIHAIOB Ha PEBEPCUBHBIIA
maxMatHbld natrepH (3BII PIIIT), coMaToCeHCOpPHBIX BBI3BAaHHBIX MOTEHIIUAIOB
(CCBII) ¢ BepxHUX 1 HUKHUX KOHEYHOCTEH ¥ KOTHUTHBHBIX BHI3BAHHBIX ITOTEHITAIOB
(KBIT) (P300). Y 17 60nbHBIX ¢ MOATBEPKACHHBIM quarao3om ['JIJ] mpoBomuiock uc-
cnenoBanue BII 1o neuenus, y 10 mamuenTo BII nccnenoBamch B AMHAMUKE TTOBTOPHO
Ha npoTsbkeHnu 3 — 10 et ¢ unTepBanom 6 — 12 Mec. Ha (poHE MeIBITUMUHUPYIOLIEH
TEparnuu.

['pynmy KOHTpossi cOCTaBWIM 17 MAalMEHTOB, COOTBETCTBYIOUIMX OCHOBHOMU
rpymme mo moiy, Bo3pacty, 0e3 KIMHHUYECKUX IPOSIBJICHUN MOpaKeHUs HEPBHO CH-
CTEMBI U 00OCTPEHH I XPOHUUECKUX COMAaTUUECKUX 3a001€BaHU .

Hccnenoranue BIT mpoBoaniIM ¢ MOMOIIBIO anmapaTHOro HeMpoQu3noaorude-
ckoro komiuiekca Hetipo-MBII « Hetipocodr» (Poccust). [Tpu peructpamuu HCoib30-
BaJIM CTaHIapTHBIE TPEOOBaHUAMM 110 pekoMeHAaiusM B.B. 'ne3auiikoro.

[Ipu perucrpaunu ACBII nomaBanuch 3ByKOBBIE HIETYKH MOHOAYPAIbHO YEPE3
HAYIIHUKHU JUIUTEIBHOCTHIO 0, 1 MC, ”HTEeHCUBHOCTHIO 70 1b HaJ OPOTrOM CIBIIIIMMOCTH,
c vacroroi 10 I'. YactotHas mosoca npomyckanusi —oT 100 I'u 1o 5 kI, Dmoxa aHa-
nu3a coctaBuia 10 mc, yucio yepemaenuit - 2000. AKTUBHBIE 31K TPOIbI PACIIOJIAT AHCH
Ha COCLEBUAHBIX OTPOCTKAX, peepeHTHbIH nekTpon - Cz, 3azemsitomnii - Fpz. Oue-

HHUBaJIUCh 3Ha4YeHM JJaTeHTHBIX TepuooB I, 11, 111, 1V, V u VI nukoB, MeXHUKOBBIE UH-
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tepBaiibl |-, 111-V u I-V u amnnutyasl komnonentos I, I, V. MccnenoBanue npoBo-
JIUJTA ¢ IBYX CTOpOH. [IpoBonuim conocraBieHue pe3yibTaToB IPU UIICH- U KOHTpaIa-
TepaJIbHOM PEruCcTpaIyuu JJIs JTydlier uaeHT (UK KOMITOHEHTOB.

3BII peructpupoBajii Ha pEBEPCUBHBIN IIaXMATHBIN TATTEPH CO CPETHUM pa3Me-
pom kieTkH. MccnenoBanue mpoBOIWIN JUTs IPABOTO U JIEBOro riasa. B toukax O2 u Ol
MeXTyHapoaHOM cxeMbl « 10 - 20» Hax 3aThUTOYHOM 00JaCThIO pa3MeIain aKTHBHBIC
AIEKTPOJIBI, peEpEeHTHBIN AIEKTPOI - B Touke FZ, 3a3emisromuii - CZ. [Tomoca gactor
0,5-60 I'r;; ycunenne 5 — 10 MmxB/nenenne, smoxa ananuza — 500 Mc, 9uCII0 yCpeTHEHHH
—100. M3mepsimrch TaTeHTHBIN ITepro ocHOBHOTO nrka P 100 u ero aMruimTyna, Takxke
oleHUBanach naTeHTHOCTH MUKOB P50, N 75 m N145.

KBII peructpuposaich OuHaypanbHO Ha 3HaunMble (yactota 2000 ') u He3Ha-
yumMmele (1000 [') akycTryeckne CTUMYIIbL, 10/IaBacMbIe B CIydyailHOM nopsake. Coor-
HOILICHUE YU CJIa 3HAYMMBIX 1 HE3HAYMMBIX CTUMYJIOB cocTaBuio 3:7. conb30Bammch
otBeaeHus C3 — M1, C4 — M2. IHTEeHCUBHOCTh 3HAUMMOTO CTUMYJIa cocTaBuiia 70 1b,
He3naunmoro — 90 nb, uyBcTBUTETEHOCTE —SMKB/nenenue, 1mmTeIbHOCTh cTuMyJ1a — 50
MC, TIEPUOJ MEXIy cTUMyJaMu — 1c, smoxa ananuza — 750 mc. OneHUBaINUCH JTaTEHT-
HocTh uka P300, ero aMrinuTya u Haau4ue AeQopMaliii KOTHUTUBHOTO KOMILIEKCa.

[Ipu perucrpaunu CCBII cTuMynsius CpeIMHHOTO HEpBa MPOBOAWIACH HA
YPOBHE 3aIICThsI, a 33 JHEeT0 00JIbIIIeOepIIOBOro HepBa — B 001acTH J0AbLKKHU. Mcceno-
BaHME MPOBOJIWIM C ABYX CTOPOH. NHTEHCUBHOCTh IPY CTUMYJISIIIMU BBIIIE IBUTATEITb-
HOTI'O MOopora nepBoro nanbia. ecnonb30Baiy CTUMYI JNIATEIBHOCTHIO 0,2 MC, 4aCTOTOM
3 I't, smoxa aHanusa - 50 Mc, 49yBCTBUTEIBHOCT — 5 MKB/nenenue, uncio ycpeaHeHui
paBHoe 500, aHOj pacroiaraiy AucTaibHee kaToaa. UneHTuduimpoBaan OCHOBHbIC
kommoHeHToB CCBII ansa Bepxaux koneunocteit BoiH N9, N13, N20; nst HUKHUX KO-
Heunoctet N22, N30, P38, onienuBanu 3Hauenue ammmatyd, MIIW, naTeHTHOCTEH TH-
KOB. Peructpaiiyio B Ka)KJ10M Ciiydae IpOBOIUIIN ABAXK/IbI B TOCIEI0BATEIHHBIX BPEMEH-
HBIX CEPHSIX, TOJYYCHHBIC IaHHBIE CYTIEPIIO3UPOBATHCH.

Jlnd oueHku OTKIIOHEHH M napaMeTpoB BII 0T HOpMBI MCTIOIB30BAIKCH JI0BEPU-
TEJIbHBIE TPAHULIBI HOPMBI U KPUTEPUH, COOTBETCTBYOIIME CTAHIAPTHBIM OTKJIOHCHUSIM:

0, 20, 3c. [IpeBblieHne 3HaUeHNs Ha 26 pacliEeHUBAIN KaK JIETKOE HApyIIEHUE, HA 3 U



50

0oJee 6 — ymepeHHoe, Ha 4 1 6oJiee 6 —3HaunTeapHOe. CHM)KEHHE aMILIMTY JIbI ITUKOB Ha
50% u 6oJiee paccMaTpUBaJIM KaK yMEpeHHOE, Ha 75% 1 00j1ee — BBIpaKeHHOE.

[TyHk1imoHHas OMomncHs IeUYeHH MPoBeJicHa B Tpex cirydasx. [Ipu mopdonorunye-
CKOM HCCJIEIOBaHMH OMOIITaTa ONpeASIsuIN CTeTIEHb BOCTIAJICHUsI M CTauIo rpolecca. B
Cllyyasx, Korja OMOTICHs MEeUYeHH He MPOBOAMIACH, JUATHOCTUUYECKUMU IMPU3HAKAMH
UPPO3a CITYKUIIU: PE3yIbTaThl (PUOPOINACTOMETPHM, TaHHBIE YIBTPA3BYKOBOM TUATHO-
CTUKH (ACIUT, pACIIMPEHUE BEH TOPTATIBLHOM CUCTEMBI), KIMHUYECKHUE TPU3HAKHU TTOP-
TaJbHOM TUIEPTEH3UH (CIIIIEHOMET AN, BAPUKO3HOE PACIIUPEHME BEH MUIIEBO/IA), J1a-
OopaTopHbIE MapKEPhI TEUCHOYHO-KJICTOUYHON HEAOCTATOYHOCTH (TUITOAIbOYMUHEMKS,

TUIONPOTPOMOUHEMUS ).

2.2.2 MoeKkyJasIpHO-TeHeTHYeCKUI aHAIN3

MonexynaspHO-TeHETHUSCKU I aHAIN3 TPOBOAMIICS Ha Oa3e mabopaTopum JJHK-
nuarHocTuku @I'bHY «Meauko-reHeTH4ecKHii HayqHbIN LIEHTP UMeHU akaaemuka H.I1.
BboukoBa» (r. MockBa) nocie nojgy4eHrst UH(QOPMHUPOBAHHOTO COTIacHs OOJIbHBIX U UX
POJCTBEHHUKOB.

B xone padoTtsl 29 nanuenTaMm rposeaeHo ucciienoBanue oopasnos JIHK c nemnsto
MOMCKa BOCbMH HanboJiee 4acTO BCTPEUAIOIIUXCS B POCCUMCKOM MOMYJISIIIUKA My Talliit
rena ATP7B (c.2532delA, ¢.3627-3630del4, ¢.3207C>A, c¢.3402delC, ¢.2304insC,
€.3649-3654del6, ¢.1707insC, ¢.1340-1343del4) ¢ momornisio MeTo/1a MyJIbTHUIIIICKCHON
Mpo0Oa-3aBUCUMON JTUTA3HOM PeaKIu C MOCIEAYIOMIeH aMIUTU PUKaImen 1 MyJIbTUTIpai-
MepHOI mosmmMepasHo-uenHou peaxuuei (I1LIP).

[TarmenTam, ABJIAOIKAMCA KOMIIAYHI-TETEPOZUTOTAMU 110 OJJTHOU HAWACHHOU MY-
Tanuu B reie ATP7B B ueThipéx cimyyasx u 11 nanueHTaM, y KOTOPBIX HE ObUTH OOHAPY-
’KEHBI My TaIlU1, BXOASIIUE B TPOTOKOJI JJIsl 00CIIETOBAHMU S| POCCUMCKOM MOITY IS, Me-
TOJOM MAaCCOBOTO IMapajlIeIbHOTO CEKBEHUPOBAHU S IIPOBEACHO UCCIIENOBAHUE BCEH KO-
JUPYIOIIEH TOCIIeI0OBAaTEeIbHOCTH M 00JaCTe AK30H-UHTPOHHBIX COCJIMHEHHUIN TeHa

ATP7B.
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2.3 CtaTucTHYCCKNH AaHAJIN3

O6paboTka MOJy4EeHHOTO MaTepuaia MPOBOJNIIACH C MCIOJIb30BAaHUEM IaKeTa
nporpamm MSOffice 2010 u Statistica 10.0.

[TpoBoauiocs BeuuciacHue oTHOCUTeIbHBIX (P) 1 cpentux (M) BeauunH U BX
omuO0K (M), OLIEHUBAJIOCh CPEAHEE KBAIpaTMIECKOE OTKJIOHEeHHE (G) M Pa3HOCTh IMOKa-
3ateneit (t). [lokazatenu cuutanuch JoctoBepHbIMU 1pH P<0,05. [[ns onpeneneHus J10-
CTOBEPHBIX PA3IMYUNA B IPyNIiaXx B 3aBUCUMOCTHU OT KOJIUYECTBA HAOIIOICHUN U HOP-
MaJbHOCTH paclpeesIeHUs HCTI0JIb30BAIMCH HellapaMeTpuueckue Kpurepun - ManHna-
YUTHU U Y UITKOKCOHA.

TOYHOCTH OLIEHKHU CPEIHETO 3HAUYCHU S NIpUBEIeHA B BUIE 95% NOBEPUTEIBHOIO
MHTEpBaJa. B ciyyae HOpMaJIbHOTO pacnpeAesieHus], TPaHUIIaMU TaKOTO JOBEPUTENb-
HOTO nHTEpBaJa ABsAtoTcsI M+1,96 m. CpeiHre 3HaueHUs BETUYUH C HOPMaJIbHBIM pac-
npeiesieHueM rnpezacTapieHbl B Bujie M+=SD. KoppensiinonHbiii aHamn3 JaHHBIX TPOBO-
JIUJICS: TP TOMOITH pacy€Ta ko3 duimeHTa koppessaiuu CnupMeHna.

Cratuctuueckas 00paboTKa pe3yabTaTOB BHITIOIHEHA B COOTBETCTBUM COBPEMEH-

HbIM Tp€6OBaHI/I${M MAaTECMaTHU4YCCKOro aHajimn3a.
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T'JIABA 3. TPYJTHOCTHU U PPEPEHIIUAJIBHOM IUATHOCTUKH
I'Ji1 U BOSMOKHBIE ITYTHU UX TPEOJOJIEHUSA

KonnuecTBo O0JIBHBIX C HEMOATBEPAKAEHHBIM B ITPOIECCE AETAITBHOTO 00CIIe10Ba-
Hus auardo3om [JIJ] coctaBumo 54 (72,97%) u3 74, u Tonbko y 20 (27,03%) nuarsos3
['JIJI 6bu1 moaHOCTHIO BepuduimpoBaH. Takum 00pa3oM, OTHOCUTEIBHBIN TOKA3aTelb
JNEMCTBUTENBHOU pacnpoctpaneHHocTu [ JI/] B uccnemyemom pernone Poccutickon Pe-
Jiepaliy OKa3aJcs B 3,7 pa3a HUXKe, YeM IMepBUYHO IpeanoaracMbiid. J(ud dhepenimans-
Has auarHoctuka ['JIJ] morpeboBasna 3HaYUTETLHOIO BpeMEHU TMHAMHUYECKOTO Ha0J0-
JICHUSI 32 COCTOSTHUEM OOJIbHBIX, IPUBJICUCHHUS TOTIOJTHUTEIBHBIX JUATHOCTHUECKUX M C-
cleIoBaHuil. ITO, B CBOIO OYEPE/Ib, MOTJIO YBEIUUYUTH IEPUOJ OTCYTCTBHUS II€JICHATIPAB-
JICHHOTO MaTOT€HETUYECKOTO JICUCHUS M YXyIIITUTh Mporuo3. [lorpedoBanock mposere-
HUE TIIATEILHOTO AaHAJIN3a TEX BO3MOXKHBIX (DAKTOPOB, KOTOPHIE, C OJTHOM CTOPOHBI, MO-
I'yT HEraTUBHO MOBJIUATH HA CBOEBPEMEHHYO ITOCTaHOBKY AuarHosa [ JI/1, ¢ npyrou, cno-
coOCTBOBATh OITMOOYHON TUATHOCTUKE JAHHOTO 3a00JI€BaHUS IIPU TEPBUYHOM Pa3BU-
THUH, Ka3aJIOCh Obl, XapaKTEPHBIX 11 HETO CUMIITOMOB 1 CHHJPOMOB.

Omnpenenennsie TpyaHOCTH B 1Ud pepeHnanbaoi nuarnoctake ['JI u kmuHnye-
CKH CXOJHBIX C 9THM 3a00JICBAHNEM COCTOSHUN BO3HHUKAIN Y MAIUEHTOB (n=54), UMEI0-
[IUX KCTpanupaMu IHbIE, ICUXUYECKUE HAPYIICHHS U CTPAIAIOIINX XPOHUYECKUMH T1a-
TOJIOTUYECKUMHU IpoLeccaMu neueHu. Oka3anoch BO3MOKHBIM BbIJIEIUTH 3 MOATPYIIIbI
HaOMoAeHUM U3 54, y KOTOPBIX ITPY MEPBUYHOM 00CIICJOBAaHUY OBLIT 3aT10/I03PEH ANarHo3
I'JI1, BriocneacTBUU HE MOATBEPKACHHBIN. |- moarpynna (n=31;57,41%) Obl1a npen-
CTaBJICHA MAIIMEHTaMHU C IEPBUYHO TPE0OIIaTAIONMU SKCTPAITU PAMUTHBIMU PACCTPO-
cTBaMu. 2-51 (n=4; 7,41%) - ¢ u3Ha4aIbHO XapaKTepHbIMU 111 Bo3moxkHoU [ JI/] meuxu-
4ecKUMH HapymeHusMH. 3-51 (n=19; 35,19%) ¢ npeobnamaronieil B KIMHHYECKON Kap-
THUHE NAaTOJIOTUEN CO CTOPOHBI ITEYEHH.

VY nauboJsiee MUPOKO MPeACTaBICHHOM MOATPYIINbI, COCTOsMIEH 13 31 marrenTa,
MEePBUYHBIC YKCTPANMPAMUIHBIE HAPYIICHHUS BKIIOYATIN TPEMOP, AKUHETUKO -PUTHTHBINA

CHUHJIPOM, TUKO3HBIE TUTIEPKUHE3BI, PA3JINUHbIC TPOSBICHUS JTOKAJIBHBIX (POPM TUCTO-
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Huu. Y 8 (25,81%) u3 HUX TpeMop ObLIT €IMHCTBEHHBIM MPOSBJICHUEM TMIIEPKUHETHYE-
ckoro cunpoma. B 2 (25,00%) cirydasix mocie yToUYHeHHs CEeMEeHOTO aHaMHe3a (yKaza-
HUE Ha CJTy4au TpeMOopa B CTAPILINX TOKOJIEHUSIX), TOJIyYESHH HOPMaJIbHbBIX PE3YJIbTATOB
oOMeHa MeJu U MoKa3aTenell (yHKIMU IEYeHH YCTAaHOBJIEH IUArH03 3CCEHIUATBHOIO
tpemopa. B 5 (16,12%) ciyuasix TpemMop codeTancs C aKMHETHKO-PUTHIHBIM CUHIPOMOM,
B 2 (6,45%) - mucronueit B KOHEUHOCTX, B 1 (3,23%) — mucdonueii, nucharueii. Po-
KaJIbHbIE ()OPMBI AUCTOHUU B BUJIE CITACTUYECKON KPUBOIIIEH, TUCYETO CTia3Ma, OpOMaH-
TUOYIISIPHON TUCTOHNY 3aUKCUpOBaHbl y 14 (45,16%) 60IbHBIX TaHHOMW MOATPYIIIBL, Y
1 (7,14%) manieHTKA HEBPOJIOTUYECKHUE MTPOSBICHUS COYETATIUCH CO CTOMKOM U C(YHK-
[UEH SMYHUKOB U TpomMOotuTonenueit. Y 2 (6,45%) 6ompHbIX BeIsIBICHB TUKH. B 70,97%
ciay4daeB (n=22) 3KCTpanupamMuIHbIC MPOSBIICHUS COUETATUCH C YBEIMYECHUEM Pa3MEPOB
MICYCHU IO TAHHBIM YJIBTPa3ByKOBOH qrarHocTuky, B 16,12% (n=5) nmena MecTo cruie-
Homeramus. Y 35,48% (n=11) GonbHBIX 3apKCHpOBaHa TUIIEPTPAHCAMUHAZEMUS, Y
25,81% (n=8) - runepOuanpyOrHEeMus. Y YN THIBATHCH IIPU3HAKH ITATOJIOTHH ITCUYCHU B
anamuese. 2 (6,45%) 601bHBIX paHee Moaydaiau JIEYSHUE M0 MOBOIY aIKOTOJIBHOTO Te-
natuTa, 2 (6,45%) — mo moBojy crearorenarura. B 19,35% (n=6) cinydaes, o JaHHBIM
MPT, umenuce aTpoprueckue n3MEHEHU s KOPbL, CTPYKTYP 3aJHEN UepENHOM IMKHU, pac-
HIMPEHUE KEITYJOUYKOB FOJJOBHOTO MO3ra, MaTOJOTUYECKHe U3MEHEHUs B 00sacTu Oa-
3aNbHBIX FaHTIuEB. Y 5 001bHBIX (16,12%) BBIsABICHBI U3MEHEHUS TTOKa3aTeseii 0OMeHa
MeIW B BHUJE YBEIWUYEHUS YPOBHS CyTOUYHOM IKCKPEIUU MEIU C MOYOW, CHUIKEHUS
YPOBHSI LIEPYJIOTUIa3MUHA U YPOBHS MEI CHIBOPOTKHU KpoBH. B 3-x(9,68%) ciydasx rpu
ocMoTpe o TasibMosIoroM oOHapyskeHbl Koblia Kaitzepa-dneitiepa. Y 01HOro U3 3Tux
0O0JIbHBIX B aHAMHE3€ - FeNaro3, y ABYX allMeHTOB I10CIIe J000CIe10BaH s TOATBEPKICH
KPUNTOTEHHBIN reNaTuT.

Taxum 006pa3om, XO0Ts BEAYIIUMU CUMIITOMAaMH BO BCEX PACCMOTPEHHBIX CITydasiX
(n=31) ObUIM SKCTpanmUpaMUIHbIC HAPYIICHUS, HO COMYTCTBYIOLME UM KIMHHUYECKHIE
MPOSIBJICHUS U BBISIBJICHHBIE CABUTY OMOXMMHUYECKUX ITOKa3aTeIe BIIOJIHE MOTJIN Hallpa-
BUTb IMATHOCTUYECKYIO MBICIIb IO Iy TH PACCMOTPEHUS BO3MOXKHOCTU npucyTcTBus [ J1/]

Y AAHHBIX ITAlIUCHTOB.
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Haunbonpmue aud pepeHimanbHo-1MarHoOCTUYECKUE TPYIHOCTH MPEICTABIISIIN 4
Cilyyas, COCTaBUBIINE 2-10 TOATPYMITY - C TEPBUYHBIMU ITICUXUYECKUMU MPOSBICHUSIMA
B BHJIE CTOMKO AeNpeCCuy, TAJLTIOIIMHALINIA, Ope/ia mpeciieoBaHusl, BRIPAKEHHON Tpe-
Boru. Bce manueHTosl HaOmoganuch neuxuarpami. Jud dpepennmanbabiii quaraos c 1]
MPOBOUIICA B CBS3H C TPUCOETUHEHUEM HEBPOJIOTUUECKUX CHUMIITOMOB B BUJIE XOpeUYe-
CKMX TUIIEPKUHE30B, POKATHLHON TUCTOHUH (CTIACTHYECKask KPUBOIIIEs, MUCUYUM CTIa3M),
muchoHuu, nucharui, aKHHETUKO-PUTHTHOTO U STTUJICITUUYECKOTO CUHPOMOB, THIIEp-
camBanuu. B 2 (50,00%) ciryyasx MCUXOHEBPOJIOTHUECKUE MPOSIBIICHUS Y STHX OOTBHBIX
COUYETAIIUCH C TeNaTOMErajauel 1 U3MEHECHUSIMU OMOXMMUYECKUX ITOKa3aTesei () yHKIu
neyeHu, a 1 (25,00%) 6onbHOI HaOIIOAAIICS 110 TOBOAY KPUITOTEHHOTO IUPPO3a MEYECHU
B COUETAHUH C MPOSIBJICHUSIMU THHEKOMACTHH. Y BceX (n=3) MaljueHTOK )KEHCKOT0 MoJia
nMesa MecTo JuchyHKIus suuyHUKOB. [lokaszarenmm MeAHO-IUTraH THOTO OOMEHa OBLITH 13-
MeHeHbl y 1BYX (50,00%) 13 3TrX 00IBHBIX B BUJIC CHHXKECHUS 1[EPYJIOJIa3MUHA B ITOBBI-
HIEHUS SKCKPEIUU MeTU ¢ MOYOH. [lepeuncieHHbIe CHMITTOMBI, CHHIPOMBI, PE3YJIBTAThI
71a00paTOPHBIX UCCIIE0BAHUM BIIOJIHE 3aKOHOMEPHO MOTJIA TPUBECTHU K TIPEIIOIO0MKE-
HU0 0 ipucyTcTBuM [ JI/]y 3TUX IanueHTos.

B 3-i1 Beigenennoi noarpynmne (n=19) naiueHTsl cTpanail XpOHUYECKUMHU 3200~
JIEBaHUSIMH TI€YCHH (TOKCUUYECKU I TeTIaTUT, BUPYCHBIN T'eIIaTUT, CTeaTOTeNaTUT, KPHIITO-
TeHHBIN renaTuT, Iuppo3neueHn ). Ho mpu 3ToM OHU UMEeNH COIy TCTBYIOIIHE TTCUXOHEB-
POJIOTMYECKHE POSBICHUS B BUAE TPEMOPA, MO3KEUKOBOM aTaKCUU, TEMUIMCTOHUH, -
3apTpuu, 1uchoHNH, Tucharuy, THIOMUMUH, OpaTuKUHE3UH, TTOBBIIICHM ST MBITTICYHOTO
TOHYCAa 0 PKCTPANUPAMUIHOMY THUITY, OPOMaHAUOYIISIPHON IMCTOHUH, STTU30/I0B J1€3-
OPUEHTHUPOBKU B MECTE U BpeMEHHU, puctymnos arpeccun. Y 3 (15,79%) u3 stux naim-
€HTOB MEYEHOYHBbIE U HEBPOJIOTMYECKUE MPOSBJICHUS COUYETATUCH C IHJAOKPUHHBIMU
HapyIICHUSIMH B BUC TUCHYHKIUHU SUIHUKOB Y )KEHIIIMH U THHEKOMACTHH Y MY KUHHBL.
ITo nanasiM MPT ronoBHOTo Mo3ra, arpodudeckue n3MeHeHus onucanbl y 3 (15,79%)
OOJIbHBIX, B OJJHOM CJIy4ae B COBOKYITHOCTH C MATOJOTUIECKUMHU U3MEHEHUSIMHU 0a3alib-
HbIx ranrues. B 2 (10,53%) cinyuasx noarBepkaeHo Hanuuue koser Kaiizepa-®neit-

mepa. [lokazarenn oOMeHa MeIu OKa3alIuCh COMHUTEBbHBI 17151 11 ( (pepeHIT alIbH oM -
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arHocTukH B 31,58% (n=6) ciry4aeB 1 BBIpaXaJIUCh B CHYYKCHUH YPOBHS IIEPYJIOTIIA3-
MUHA W/WJIA MTOBBIIICHUS CYTOYHOM YKCKPEIUK Meiu ¢ Mouoi. IIpeacraBieHHbIe TaH-
Hble, cBUeTeNbCcTBYIOMME 0 Tatojioruu [{HC u HapylieHusx B 0OMeHE MEIH, Takke
MOTJIU 3aCTaBUTh 3a110103puTh Hanuuue ['JIJ] y nanHo# noarpynmnbl 00JIbHBIX, UTO U 3a-
CTABUJIO PACHIMPUTH TUATHOCTUUECKUM MIOUCK U MIPOBECTH NIUTEIBHOE JTUHAMUYECKOE
HaOIroeHHE.

B wurtore mnpoBEeACHHBIX AUATHOCTUYECKUX MEPOINPUATHHA U JUHAMHYECKOIO
HaOJTI0/ICHUS YTOYHEHHBIC THAarHO3bl HAOMI0IaBIINXCS 54 MAaIMeHTOB ¢ M3HAYaIBHBIM

nogo3penriem Ha ['J1]] pactipeaenuiuck ciieayronmm 00pa3oM (PUCYHOK 2).

I vy

I 111130 () PE HOTO TG HBTi CHEIPOM
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R 1 1111 TO e HHBL TemaTHT
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TCraTuT
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remnmaTtur
0 2 4 6 8 10 12 14 16
PucyHok 2 - YTouHEHHBIC TUarHO3bl y 00CIeIOBAHHBIX OOJIBHBIX
BaxnpmM kpurepuem uckiroueHus ['JI/] mocmyxunm HopmanbHbIE ITOKa3aTenn
MEJHO-JIMTaHaHoTO oOMeHa. Ho mpu 3ToM oka3anoch HEOOXOAMMBIM YUYUTHIBATH BO3-
MO>KHBIE JI0KHOTOJIOKHUTEIIbHBIE JINOO0 JT0KHOOTPHUIIATENbHBIEC PE3YJIbTAThI TOKa3aTeNlen
obmeHa Meau, 9To ObLT0 oT™MeueHO y 13 (24,07%) u3 54 HaOIr0IaBIIMXCS ITAIIECHTOB 1

noTpe0oBao JajbHeero auarnoctuyeckoro novcka. Konosua Kaiizepa-®@uneiimepa,
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SIBJISIFOIIMECS IOCTaTOYHO 3HaYMMbIM cuMmnToMoM [ JIJ] u oOHapyskeHHbIe y 5 (9,26%) u3
54 manueHTOoB ATOU TPYIIITHI ABJISIIUCH, KaK 0Ka3aJIOCh, TPOSBJICHUEM XPOHUUYECKHX 3a-
ooneBanuii meueHu. Y 9 (16,67%) u3 54 60JbHBIX ¢ MCKIIOYEHHBIM qrarto3om [JIJ1 mpu
HCITOJIB30BAHUN OAJIIBHOU KOJIWYECTBEHHOU JISHITIIMICKON MIKAJIbl JAHHBIA JUArHO3
OTpe/IeIeH KaKk COMHUTENbHBIN (Tabmuma 1), u uckimounts ['JIJ] B 3THX citydasix yaanoch
TOJILKO MOCJIE MTPOBEAEHU S MOJIEKYJISIPHO-T€HETUYECKOTO UCCIIEIOBAHUSI.

Tabmuma 1 - Cymma 6atoB mo JIeHTIUTcKoi mkane y O0JbHBIX C HCKITFOUSHHBIM

muarnoszoM ['JIJ] Ha aTane aud pepeHuanbHoi TMarHOCTUKU

va MMa 6aﬂJ}OB 1o BepositHoCTh Tarnosa P+m, %
Jlemnurckom nikaie
0 MasioBeposiTeH 0
1 MarnoBeposiTeH 50,0+6,8
2 MaroBepositeH 33,3+6.,4
COMHHTEIICH, TpeOyeT
3 Y CCIIEIOBAHUS OOJIBIIICTO YK CIIa 16,7£5,1
MoKa3aTtejieu

Taxum 06pazomM, OCHOBHBIMU MOMEHTAMHU, HATPABIISIFOIIMMHU 1 () epeHITHATTBHO-
JTWArHOCTHUYECKHUN MOMCK Ha ATAre YTOYHECHUS WU UCKIIFoUeHUs nuarnosa [ JI/] sBs-
IOTCSI TPY HAMM TIPEJICTABJICHHBIX, @ UMEHHO: TPUCYTCTBUE HKCTPAMUPAMU THOM CUMIITO-
MaTHKH, XapaKTEPHBIX ICUXUYECKUX PACCTPOMCTB U MATOJIOTUUECKHUX MPOSIBJIICHUNA CO
ctopoHbl teuenu. [Ipu aTom Hanbosee yacto (N=50; 92,59%) B 00111eM KOMILJIEKCE KJTH-
HUYECKUX MPOSBIICHUH, YKa3bIBAIOLIMX HAa BO3MOKHOCTH ['JIJI, ObIBatoT npeacraBiieH-
HBIMH SKCTpaANUpaMUIHbIE ¥ TTI€YEHOUYHBIE CHMITTOMBI, B OCOO€HHOCTH B COYETAHUH C J0-
CTATOYHO OTUYETIUBBIMA U3MEHEHUSIMH, TTOJTYYCHHBIMH B TIPOIIECCE MPOBEICHMS JTabopa-
TOPHBIX U HEMPOBU3yaIM3alMOHHBIX MCCIIEIOBaHUM. Pa3Hoo0pa3Hoe coueTaHne KIIMHU-
YECKUX CUMIITOMOB, COYETAOUIEECS C PE3yIbTaTaAMHU JAHHBIX METOJOB HCCIIEIOBAHUS,
BIIOJIHE MOJKET HAIlPABUTh TUArHOCTHYECKYIO MBICIIb B TIOJIb3Y MOCTAHOBKHU JUArHO3a
I'JI1 npu onipeiesieHHOM MepeolieHKe WITH K€, HA000POT, HENOOICHKE KaK KIIMHIUYECKHX,
TaK 1 J1a0OpaTOPHO-MHCTPYMEHTAIBHBIX JaHHBIX. B Takux cityyasx nanpHeinmas nudde-
pEHIMaIbHAS TUAarHOCTUKA I0JIKHA IMTPOBOJIUTCS C UCIIOJIB30BAHUEM HA CAMBIX PAHHUX
ATarnax 3a00JieBaHu s MOJIEKYJSIPHO-TEHETUIECKUX METOI0B, ITO3BOJISIFOIIMX C TOJTHOM Be-

POATHOCTBIO ITIOATBCPANTD UJIN OIIPOBCPIHYTH THATHO3 F.HI[
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I'JIABA 4. KIMHUKO-JIABOPATOPHAS 1
JIMMUAEMHUOJIIOTI'NYECKASA XAPAKTEPUCTUKA BOJIBHBIX T I

4.1 dnupemuogorndeckasi xapakrepuctuka I'J1/l B XadapoBckoMm kpae

B uccnenyemsiii Bpemennoii mepuos 1990 - 2018 rr. B XabapoBckoM Kpae 3aperu-
ctpupoBano 20 6ombHbIX [JIJ] 113 17 cemeii. Bo Bcex cimyuasx quarao3 ObLT MOATBEPIKICH
C TTOMOIIBIO MOJIEKYJIIPHO-TEHETHUECKOTO MccieoBanus. B 15 ceMbsax mpoOaH b sBIIs-
JIUCh €IMHCTBEHHBIMU OOJILHBIMU B CeéMbe. T poe OOIBHBIX SIBJISUTUCH POJHBIMU CHOCaMU
B OJIHOM ceMbe, U ABOoE B Apyroil. Takum oOpazom, cemeitnbie ciydau ['JI/] B o6cnenye-
Mo TonyJsiiiuu coctaBim 25,0%. Ceeaenns 00 01HOM 60716HOM ObLTH MOy YSHBI aHAM-
HECTHYECKH ITyTeM cO0pa KIIMHUKO-TeHEaT0THIeCKOM MH(GOpMAITUN U 00pabOTKH apXUB-
HBIX JAHHBIX B CBSI3M CO CMEPTHIO MAI[MEHTKH J0 Hayaia MpOCHeKTUBHOTO HAOIIOICHUSI
3a ceMbeil. JIBoe 60IbHBIX ObUTH BBISIBJICHBI P AKTHBHOM I[€JICHANPABICHHOM cOOpe
aHaMHe3a 1 00CJIeI0OBaHUN POJTHBIX CHOCOB ITOCIIC YCTaHOBJICHUS IMarHo3a y mpooaHa.

Pacnipenenenuie 601abHBIX IO Oy ObLT0 cieaytouum: 7 (35,00%) myxuun u 13

(65,00%) >xeHIIMH (PUCYHOK 3).

MyKUnHbI
35%

KeHwuHbl
65%

= MyX4nHbl = XKeHLWuHbI

Pucynok 3 - Pactipenenenue 6onpubix ['JIJ] mo momy, n=20
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CooTHOIIEHHE MY>KYHH U KEHIIUH cOCTaBuO 0,54:1, T.€. 4MC0 KEHILWH ITPaK-
TUYECKH B JIBA pa3a MPEBHIIIAI0 YHCIIO MYKIHH.
Bo3spact 001bHBIX B MCCIIeAyeMOM TpyIine ObuUT B peaenax ot 15 1o 52 net (cpen-
HHI BO3pacT 1t 000MX MOJI0B - 36,35+1,72 met). CpeaHriA BO3pacT KEHIIMH COCTABHIT

36,37+2,13 (ot 15 10 5251€T) 1 OBLT HECKOJIBKO BBIIIIE, YEM BO3PACT My KUnH — 32,14+3,67
(ot 15 no 46 ner).

Pacnpenenenrie 60JbHBIX IO BO3PACTHBIM IPYIIIaM MPECTABJICHO HA PUCYHKE 4.

B 10 -19 ner

B 20 - 29 ner

30 - 39 ner

W 40 - 49 ner

0

Pucynoxk 4 - Pacnpenenenue 60abHbIX [ JIJ] M0 BO3pacTHBIM IpyIIiaM IpH Mnep-

BOM oOcnegoBanuu, N=20

BoinbHbie B Bo3pacte oT 20 10 39 neT - 12 yenosek (60,00%) cocTaBuiii OCHOBHYIO
rpynny. Tpoe nampento 6bu10 Mitasie 20 get (15,00%) u nsirepo nmaueHToB cTapiie
40 net, yto cootBercTBYeET 25,00%.

N3 20 6onprbIx [JI/] — x)uteneit Xadaporckoro kpast — 13 yemosek (65,00%) k
MOMEHTY BBISIBIICHUS 3a00JI€BaHUS TPOKUBAIIN B T. XabapoBcke. Pacnpenenenue 607b-
HBIX 110 paiiloHaM ropoja cienyroiiee: B LleHTpanbHOM paiione — onuH 0osbHOM; B XKe-
JIE3HOJOPOKHOM pairioHe — 4eTBepo; B KpacHodorckom paitone — nBoe; B UHaycTpu-

aJBbHOM palioHe —4eTBEPO; B KNpoBCKOM parioHe — 1Boe. Pacnpenenenue nauenToB no
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paiionam XabapoBckoro kpas - 7 yenoek (35,00%) — npeacrasiaeno Huxe. B Komco-
MOJIBCKOM paiioHe MPOXKUBAJIO ABOE, B Xa0apOBCKOM paiiOHE - IBOE; B pallOHE UMEHU
Jlazo, buknHckoM 1 AMypCKOM paiiOHaX - IO OTHOMY OOJIBHOMY .

[To sTHHUYEeCKOM PUHATIEKHOCTH 19 BBISBICHHBIX OOJBbHBIX OB PYCCKUMHU, 1 -
y30€eK (MMMUTPAHT U3 pecnyOnrku Y 30€KUCTaH ).

B oOcnemyembix ceMbsix KPOBHOPOACTBEHHBIX OpakoB 3aperuCTPUPOBAHO HE
ObLIO.

Hcxons 3 4icieHHOCTH HacelleHus r. XabapoBcka u Xabaposckoro kpasi B 2017
roJ1y, 1o JJaHHBIM XabapoBCKCTaTa, M KOJIMUECTBA O0JIBHBIX, pacipocTpaHeHHOCTh [ J1]]
Ha 2017 rox B Xabaposckom kpae coctaBmia 1,50:100 000 Hacenenwus, B r. XabapoBcke
- 2,10:100 000 HaceneHUs. DTH TaHHBIE COTIOCTABUMBI CO CPEAHUMH MUPOBBIMU ITOKa3a-

TEJISIMU HA COBPEMEHHOM JTare, CONIACHO KOTOPBIM pacripocTpaneHHOCTS [ JI/] cocTaB-

aset 0,29 — 2,60:100 000 Hacemenus.

4.2 Bapuantsi nedrora I'J1J]

Cpennuii Bo3pact nepBuuHoit Manudectaruu ['JI /] y HabmoqaeMbIx 00JIbHBIX CO-
craBui1 21,00+£2,01 et (6 - 39 net). [lox Bo3pactom manudectaipu (1e6r0ta) 3a06051eBa-
HUSI OJIPa3yMEBAETCS BO3PACT MEPBIX KIIMHUYECKUX ITPOSBIICHUHN, OTMEUEHHBIX CAMUM
00JIBHBIM TUOO €r0 POACTBEHHHUKAMHU.

Jle61oT 001€3HN ¢ HEBPOJOTMYECKON CUMITTOMATUKU OTMEUEH Y 7-MU OOJIbHBIX
(35,00%), ¢ MCHXOIMOIIMOHAIBHON CUMITTOMATHKH y 3-X 00i1bHBIX (15,00%). Havamno
00J1€3HU ¢ COMaTUYECKHX paccTpoiicTB Habmoaanock y 10 manuentos (50,00%) (pucy-
HOK 9). [lepBbIMU BUCLIEPATHHBIMUA KIIMHUYECKUMU MPOSABICHUSIMU 3200J1€BaHMsl ObLIH:
AMU30/IMYECKUe OOJM B KUBOTE, PACIICHMBAEMble, KaK MPU3HAK XPOHHYECKOTO Ta-
CTPOIYOACHUTA Y CEMH NMAIUEHTOB, TeNIaTOMET A, TOBBIIIIEHUE YPOBHS TPAHCAMUHA3 B
CBIBOPOTKE KPOBH, TPAKTYEMbI€, KaK MPU3HAKA XPOHUYECKOro TermaTuTa Hey TOYHEHHOM
ATUOJIOTUH Y TATH OOJbHBIX. becCHMITOMHOE MOBBIIIIEHHE YPOBHS TpaHCAMHUHA3 U OU-
TUpyOUHA 33/I0JIT0 JI0 TIEPBBIX KIMHUYECKHUX TPOSBICHHHN 3200JI€BaHS BBISIBIICHO B IISITH

CIIy4asX.
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NCUXOIMOLIMOHATbHbI
n
15%

3HAOKPUHOOTNYE CKIA
10%

remaToNornyeckui
10%

noyeyHbln

0, o
5% HEeBPONOrMYeCKnit

35%

neyeHoYHbIM
25%

B sHaoKpuHoornyeckmnin M HeBpoTIOTUYE CKNI ¥ neyeHOYHbIH

B noyeyHbI B remaTosiOrMYeCKNiA ¥ ncuxosmouMoHaIbHbIN

Pucynox 5 - Bapuantsi ne6tora y 6omasHbIx ['J1]]

['eMonuTHYecKas aHEMHS U1 TEMOJIMTUUECKHUI KpU3, KaK MaHHU(ecTaus 601e3HU
MMEJHU MECTO B OJJHOM ciy4ae. Y Ipyroi NallUeHTKU B aHaMHe3€ 3a00JIeBaHusI TPOCIie-
AKHUBAJIMCH Kaln00bl HA HOCOBBIE KPOBOTEUEHUS C MOAPOCTKOBOTO BO3pPACTa, KOTOPbIE
MPUCOSAUHUIIMCH K YKE UMEIOLIMMCS KIIMHUYECKUM MTPU3HAKaM MOpakeHUs nnevyeHu. B
TPETHEM ClIydae Mpu 00ciieI0BaHuH OOJIBHOM C 5kaj100aMu Ha YacThle HOCOBBIE KPOBOTE-
YeHUsI ObLT YCTaHOBIICH AUArHO3 aHTH(OC (O THOTO CHHAPOMA, TT0 TTOBOTY KOTOPOTO
MalyeHTKa MoJyJasa JeueHHe 10 MOSBICHUS SBHBIX KIMHUUECKUX TPU3HAKOB MOpaXKe-
HUS TIEYCHH.

Nnmoctpauueit nedrora I'JIJ] B BUAE TEMOJIMTUYECKOrO KpU3a ¢ yCTaHOBJIEHHEM
IMarHo3a ayTOMMMYHHON T€MOJIMTHUYECKOM aHEMUU MOXET CIYKUTh CJeayIollee
HaOJII0ICHUE:!

Kunnnvecknii npumep 1. boasvnasa H., 19 net, noctynuia B HEBPOJIOTHYECKOE
OTJIeJICHUE C Kajo0aMu Ha U3MEHEHHE PEUH, T0JI0ca, TOTIEPXUBAHUE KUIAKOM MTUIIICH,
M3MEHEHUE MToYepPKa, 3aMeJICHHOCTh ABMKEHU, HEY CTOMUMBOCTH ITPH XOI50€, HACHITb-
CTBEHHBIE IBH)KEHHS B KOHEUHOCTSIX, HapyIlIeHNe MEHCTPYaIbHOTO LIMKJIA.

U3 anamnesa sabonesanua: C9 et 0TMEHATUCh S1TU30/1bI KPATKOBPEMEHHOTO T10-
BBILICHUS TEMIIEPATYpPHI Tea 10 cyOheOpriIbHBIX (P, epuoandecku 10 Gedpuiib-

HbIX. B Bo3pacTe 16 siet Ha hoHe moBbIeHus TeMieparypsl 10 38 °C pa3Buiach pe3kas
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c1abocCTh, xentyxa. 02.02.1994r. rocnutain3upoBaHa B reMaToJI0TMYECKOE OT/ICJICHHE
KpaeBOM KIIMHUYECKOM OOJIBHUIIBI, TIe Haxoaunach 1o 05.06.1994r. I1pu o6¢cnenoBanum
BBISIBJICHBI TUTIEPOMITMPYOHuHEMUS 110 83,4 MKMOJIB/JT (TTpssMoi OnpyOuH 5, 1 MKMOJIB/I,
HernpsiMoi 78,3 MKMOJIB/JT), TunepramMmmarioOyimmHemus, yckopeaue COD mo 35-38
Mm/gac. CoCTosIHME paCLIEHEHO, KaK ayTOMMMYyHHas TeMOJIMTUYECKas aHeMusl, Hadyara
ropMOHaJIbHas Tepanus (MpeIHU30JI0H B 03¢ 60 Mr/cyT). Beinucana ¢ ynydiieHuem co-
ctostHusl. CaMOCTOATEIBHO OBICTPO CHU3WIIA JI03Y TPEIHU30JIOHA, HA (POHE YEro BHOBD
pa3BUIICS TeMOJuTHYEeCKU Kpu3. [[OBTOpHO rocnuTaaM3upoBaHa B FeMaTOI0THUECKOe
OT/IeJICHHE, OTKY/1a IEPEBEICHA B TACTPOIHTEPOJIOTUUECKOE OT/IETIEHHE, TI€ HaX0UJIach
B TEUEHHE TPEX MECSLIEB C TMATHO30M: XPOHUYECKU I aKTUBHBIN FEMaTUT HEACHOM dTHO-
noruu. [Ipu ocMoTpe onpenensiuch CTpUU Ha KOKE TYJIOBUILA U KOHEYHOCTEM, ciiabast
MKTEePUYHOCTH CKJIep. B nanpHelmemM Ha0mo1anach y TacTpOIHTEPOIIOTa C ITOCTETICHHOM
OTMEHOM MPETHU30JI0HA M THHEKOJIOTa T10 TOBO Iy aMmeHopeu. Uepes 3 roja HaOroneHusI
3a MaIMeHTKON MPUCOeIMHUIIACh HEBPOJIOrnueckasi cuMrnromMaruka. [1osBuimick xanoob
Ha HEYETKOCTh PeUr, U3MEHEHHE TeMOpa roJioca, MONepXrBaHMU € KU KO MTUTIIEH, 3aTOp-
MO>KEHHOCTb, HEJIOBKOCTb JBHKCHUMN, U3MEHEHHUE I0YEPKA, HACWIIbCTBEHHBIE JIBVKEHUS
B KOHEYHOCTSIX, KPOBOTOUYMBOCTb JIECEH.

N3 ceMeitHOro aHaMHE3a U3BECTHO, UTO A5 MALMEHTKHA YMEp B Bo3pacTe 52 JeT
0 IPUYMHE HUPPO3a eUeHH (310ynoTpedsit ankoroyuem). OTel 1 MaTh TAKKe 3710YTO-
TPEOISITH AJIKOTOJIEM.

B nesponozauueckom cmamyce npu nocmynnenuu: CHUXKEHa KPUTHKA K CBOEMY CO-
CTOSIHMIO. DMOILMOHAJIBHO JIA0OMIbHA, S (popriHAa. J[BHKEHM [TIa3HBIX I0JIOK B TIOJIHOM
oObeme. 3paukul paBHbIE, PEAKIMU Ha CBET, KOHBEPTEHIHIO, AaKKOMO/IALIMIO COXPAHEHBL
JIn1io rTimOMUMUYHO, « HACWILCTBEHHAS YIIbIOKa». HeOHbIH 1 TTI0TOUHBIN peIIeKChI Ku-
BbIe. ['0510¢C « IeTcKuiDy, BEICOKOTO TeMOpa. S3bIK 1o cpennei iuHum. Peub MOHOTOHHAS,
HEBBIpa3uTeNbHas. [ HycaBblil OTTEHOK rosioca, nucdarus, auzaptpus. B mosze PombGepra
MOIIATHIBAETCS, KOOPIMHATOPHBIE TPOOBI BHIMOIHSAET C MHTEHIIMOHHBIM TPEMOPOM U MU-
MornornaganueM. [1ape3oB HET, MBILLIEYHBIN TOHYC B IIPABOM PYKE CHUKEH, B JICBOU PYKE

N HUKHHUX KOHCUHOCTAX ITOBBIIICH I10 INNIACTHUYCCKOMY THUILY. CYXO)KI/IJ'II)HI)IG " IICpU-
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OCTaJIbHBIE pe(IICKChI 0KUBIICHBI, CAMMETPHUYHBI, TATOJIOTHIECKUX pedhIiekcoB HeT. UyB-
CTBUTEJILHOCTh HE HapyIlleHa. [ nmoananoxokuHes cieBa. Mukporpadus. Menkoamium-
TYJHOE JIPO’KaHUE TABIEB PYK, YCUIINBAIOIIEECS B MOJOKEHUH YMEPEHHOTO pa3ruoa-
HUS KUCTEU. XOPEUUECKHUE HETTOCTOSIHHBIC TUTIEPKUHESBI B JIEBOU PYKE B BUJE JIETKOIO
MOJICPTUBAHUS B TPOKCUMATILHOM OTJEINIE, CTUOATENbHBIX ABMYKCHUM TAJIbIIEB, yCUIIMBA-
IOIeCs TIPH TOJHUMAHUH PYK, PEXKe MOJ00HBIC TUHIIEPKUHE3HI B TPOKCHMATBHOM OT-
Jiesie paBoi pyku. B mosiosxxeHnu cuist Habo1aeTcs T CTOHUYECKAs yCTaHOBKA MTPABOM
CTOTIBI B BH/IE TPOHAIIMH C OITOPOI Ha BHYTPEHHHUM Kpaid, Crh0aTeIbHO -pa3rudaTebHbIe
JBVOKCHUS TAJIBIIEB, TIEPHUOIUUCCKH C OTBEACHIEM HOTH B CTOPOHY. [IpH B3aTHI JTOXKH
BO3HUKAET OBICTpast HACHJILCTBEHHAsI IPOHAITMS KUCTU B BUJIEC «B3Maxa . B mokoe Hero-
CTOSTHHO MMEETCS TMCTOHNYECKas yCTAHOBKA PYK B BUJIC MPOHAITUY KUCTEH M CTHOAHUS
MaJbIIeB B KyJIaK.

Pezynomamui o6credosanus.:

Obwuti ananus kposu: anemus (remornoouH 108 r/m), TpombonmToneHus (60 x
10%/m).

Obwuil ananuz mo4u: OKcanaThl ++.

Buoxumuuecxuii ananuz kposu: 001U 610K — 66 T/11, MOYeBHUHA — 3,8 MMOJIH/JI,
onnpyouH — 20,1 Mmmois/it, OrinpyOus psimoit 4,0 mmoute/n, AJIT —35 en/n (Hopma 5
—40en/m), ACT — 31 en/n (HopMa 5 — 38 en/m), menodnas pocdaraza — 265 en/n (Hopma
70— 270 en/n), xonectepun 5,0 mmons/m1, [ITU 79 %.

[Ipu uccnenoBaHuu mMeoHo-6e1k06020 0O MeHa OOHAPYKEHO CHUKEHHUE YPOBHS
Meu B KpoBH — 9,0 MkMonb/1 (HopMma 12,56 — 24,34 MKMOJTb/1T), TOBBIIIEHHE CYyTOYHOU
skckpenuu meau — 106 mxr/n (Hopma 2 — 80 MKI/11), CHUKEHHUE YPOBHS 1EPYJIOILIa3MHUHA
CBIBOPOTKH KpoBU — 74 mr/i (Hopma 170 - 450 mr/n).

IKI'— cunycoBas Taxukapaus 10 89 y1apoB B MUH.

V3U enympennux opeanos: NeUEHb HE YBEIMYEHA, TOJIIMHA MTpaBoi 1oiu 14,5
MM, JIeBO# 011 — 65 MM. [lapeHXrMa MOBBIIICHHON XOT€HHOCTH, CTPYKTypa yMEPSHHO
HEOJHOPOJIHA, COCYIUCTBIA PUCYHOK HE Je(POPMHUPOBAH, COXpPAHEH. 3BYKOIPOBOIU-
MOCTh COXpaHeHa. BHyTpuIieueHOUHbIE KeTYHbIE MPOTOKU B 00€UX JOJSAX HE pacllu-

pensl. V. portae — 11 mm, xonenox— 3 MM. JKemdHbli My3bIpb HE YBEIUYEH, IEPeruo B
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obGuacTu Tena, 00beM 21 ¢M?, CTEHKH He YTOJIILEHEL, B IpocBeTe KOHKpeMeHT 0,4 x 0,7
cM. Cene3eHKa UMEET YETKME KOHTYPbI MEJIKOOYAroBasi HEOJHOPOAHOCTb, YBEIIMYEHA,
13,8 x 6,8 cm. TlomxenynouHas xeneza — 0€3 MaToJIOTuH, MPU3HAKK He(PoITo3a cjieBa
| crenenu.

MPT 20061020 Mo32a: B 000UX MOJYIIAPUAX B TPOCKIIMH HAPYKHBIX OTACIIOB
JEHTUKYJSPHBIX SIIEP, CKOPIYIBI, TAIAMYCOB CHMMETPUYHO C IBYX CTOPOH ONpEIEs-
€TCsl TIOBBIIIEHHAsI MHTEHCUBHOCTh cuTHaNIa B pexumMe FLAIR. bokoBkie skemyaouku
CUMMETpPHUYHBIE, HE paciupeHbl. Pacumpersl cybapaxHouJaabHbIe POCTPAHCTBA MO3-
Keuka, O0JIbIINX TOTYIIAPU .

Ocmomp ogpmanvmonoea — o6HapykeHbl konblla Kaiizepa — drnelimepa ¢ 1Byx
CTOPOH.

Ha ocHOBaHMM Hanuuus SKCTpANMPaMUIHON HEBPOJIOTUYECKOM CUMIITOMATHKH,
JaHHBIX Ja00PATOPHBIX U UHCTPYMEHTATBHBIX METOJIOB 00CIIEIOBAaHUS yCTAHOBJICH JIU-
arHo3: ['enaTolieHTUKYJSIpHas IeTeHEPaLvsl: pPUTHTHO-ApOoXKATENbHAs (hopma.

JInarao3 noATBEPKIECH MOJIEKYJISIPHO-TEHETUUECKUM METOJIOM, OOHapy>KeHa Ma-
xopHas mytarus His1069 Gin (3207C>A) rera ATP7B B ToMO3UTOTHOM COCTOSIHHH.
bonbHOM Ha3HaUYeHA MEABIIMMUHUPYIOLLIAS TEPATTHS.

Takxum obpaszom, quarnocruka ['JI/] B BeIlIeonucaHHOM KJIMHAYECKOM Ha0JII0;1e-
HHM 3ano37ana Ha 10 J1eT OT mepBhIX KIIMHUYECKUX MPOSBICHUM 00e3Hu. [ eMonThye-
CKasi aHeMH S U TeMOJIMTUYECKU I KPHU3 B JAHHOM ClTydae, SBJISIOIINECs peaKoi MaHude-
cTanueit 6o1e3un BuibcoHa, mpu OTCYTCTBUU HEBPOJIOTMUECKON CUMIITOMATUKY U YET-
KUX CUMIITOMOB MOPa)KEHUS NTEUEHHU B JIc0r0Te 3a001€BaHU s IBUIUCH TPUUHUHON OIIIH-
O0OYHOUM AMArHOCTUKU ayTOMMMYHHOW T'€MOJMTUYECKOW aHEMUU M, KaK CIIEJCTBUE,
Ha3HAYECHUS JUTUTEIIbHOU TEPANTMU KOPTUKOCTEPOUIAMH.

[IpoTennypus u 6011 B )KUBOTE C MPpaAUAIUCH B TTOSCHUYHYIO 00JIaCTh B MOJI-
pocTkoBOM Bo3pacte (13 j1eT) y 0/IHOM U3 NaIMEHTOK TPAKTOBAIUCH KaK KJIMHUKA MHTEp-
CTUIHAIBLHOTO HepuTa.

Hapymienue sHI0KpUHHON (DYHKIIMU OpraHM3Ma KaK HadallbHbIe KJIMHUYECKHUE

nposisrienus ['JI/] 6p11n oTMeuens! y 1ByX 601bHBIX (10,00%) 1 BhIpakaauch B CTOMKOM
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HapYIICHUU MEHCTPYAJIBHOTO ITUKJIA Y KESHIIWH B OJTHOM ciiydae u3 TpuHanuar (7,69%)
Y THHEKOMACTHEH Y My»4YHH B OJJHOM citydae u3 cemu (14,29%).

B ciyuasx HeBposiornueckoro 1e0roTa 3a0051eBaHus C SKCTpaUpaMUIHON CUMII-
TOMATUKH TIPU AOMOJHUTETLHOM 00CIIEIOBAHUM Y BCEX MAIMEHTOB OOHAPYKEHBI MPH-
3HAKU OPAXKCHU S [TEUYCHU.

Cpeanuii BO3pacT MOSIBIEHUSI COMAaTUYECKUX MPOSBJICHUN OOJE3HU COCTaBHII
20,43+1,90 net, HeBpoJOTHYECKasi CUMIITOMAaTHKa MaHU(ECTUpOBaTa B CPEJHEM B
25,00+2,30 nert, cremoBareIbHO, COMAaTHUCCKUE MTPOSBIICHUS OTIEPEIKATH HEBPOJIOTHIC-
ckue B cpeaaeM Ha 5,00 serT.

Cpennuii Bo3pact npu ycranoBieHuu nuarnosa ['JIJ] cocrasun 29,40+1,76 ner. C
MOMeHTa JAe0roTa 0oyie3HU 0 ycTaHoBieHUs AuarHos3a ['JIJl mpoxomuno B cpemHem
8,21+1,49 net, npu MUHUMATHFHOM BPEMEHU HAOTIOJACHHS OT 3-X MECSIIIEB M MAaKCUMaJIb-
HoM j10 20,00 ster. Hambomee kopoTkuii mepro HaOmroaeHus 00J1bHOr0 6e3 Bepu drka-
iy auardosa ['JIJ] saGmropancs mpu HEBPOJIOTHIECKON MaHUBECTaIMK, HanOoJiee JIJI1-
TEJbHBIN — IPU COMATUYECKON (3HAOKPUHHBIE pACCTPONCTBA B BUJIE CTOMKOIO HApyIIIe-
HUSI MEHCTPYQJIBHOTO ITUKIIA Y )KCHIIUHBI).

B nepron OoT nosiBI€HYs NEPBBIX CKMIITOMOB 10 yCTaHOBJIeHH Auardo3al JI/I, B
3aBUCHUMOCTH OT KJIIMHUKH 3a00JIeBaHusl, MAIMEHTHI HAOIIOAAUCH C AUarH03aMHU IOBe-
HUJIBHOTO TAaPKUHCOHU3MA, N30 peHUH, XPOHMYECKOTO MHTEPCTULIMAIBHOTO HE(DPUTa,
PACCESIHHOTO CKJIEP03a, XPOHMYECKOTO ayTOMMMYHHOTI'O TeaThTa, HIUPPO3a IeUYeHU, aH-

TU(HOCH OJTUIHTHOTO CUHIpOMA (PUCYHOK 6).

B xponnueckuii remaTUT, IUPPO3 HEUCHHU, HEY TOYHEHHOH
9THOJIOTUN
B cunpoM NapKUHCOHU3MA

10 XPOHHYECKHIT HHTEPCTHIHAIBHBINE HepHUT

s AYTOUMYHHAsA T€MOJIMTUYECKasA aHEMUSL

30 ppeHust

o N B~ OO

aHTH(OCHOIMITUIHBIA CHHAPOM

® haccesnblii cKepo3

Pucynoxk 6 - [lepBoHauanbHble [uarno3sl y 00nbHbIX ['J1]]
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[IpuBoaum npumep MaHudectanu 3a007a€BaHUS C U30IMPOBAHHOM ITCUXOHEBPO-
JIOTHYECKON CUMIITOMATHKH.

Knunuuecknii npumep 2. boavnoi Y., 27 net, npeabsaBIIsIeT )KaJI00bI Ha IpoKa-
HUE PYK, OOJIbIIIE MPAaBOM, YCUIIMBAOIIEECs MTPY JBUYKEHUH, BOJHEHWH, TTOIIATHIBAHUE,
MTOBBIIEHHOE OTJEIICHUE BA3KOU CIIIOHBL, CHIJKCHUE IIaMATH HA TEKYILME U ITPOLLIBIE CO-
OBITHSL.

Anamnes 3abonesanus. Co MIKOILHOTO BO3pacTa HAOMIOMANCA C JUArHO30M
«ayTu3m» (ObLT 3aMKHYTHIM, MAJIOOOIIUTELHBIM, CTECHUTETHHBIM ). OKOHYHII CPE/THIOK0
HIKOJIY, 3aT€M BY3 — 3a04HO, U3-3a TPYIHOCTEM ¢ oO1ieHuem. B Bo3pacte 25 et nosiBu-
JIOCh JIpO’KaHUE MU3MHILIA CIIPAaBa, B TEUCHHUE MOJIYT0J1a PaCpOCTPAHUBILEECS HA BCIO
PYKY, IOCTETIEHHO MPUCOEANHIWINCE TUTIepCaUBalys, HapyieHus namartu. [Tpu oOce-
noBaHuu cirycTs roj Ha MPT romoBHOro Mo3ra oOHapy>keHbI H3MEHEHHUS Oa3aIbHbIX FaH-
TJIMEB, TaJlaMyca U CTBOJIa MO3Ta, YMEPEHHO BbhIpaKeHHAs! CMEIIaHHas THApoIedhaus;
IIPY yJIBTPA3BYKOBOM MCCIIEIOBAHUMN YBEJIMUYECHUS IEYEHHU U CEJIE36HKU HE BBISBJICHO.
JInarHoCTUpPOBaH FOBEHUJIbHbBIN TAPKUHCOHU3M, Ha (DOHE TpUeMa paMUIIEKCoIa v KJ10-
Has3elnaMa B TCYEHHUE HECKOJIBKUX MECSLIEB OTMEUAJIOCHh YCUIICHUE TPEMOPA ITPaBOM PyKH,
MIPUCOETMHUJICS TPEMOP JIEBOU PYKH, TOSBUJIOCH ITOIIATHIBAHUE, YCUIIEHUE CKOBAHHOCTU
U CaJIMBallMK, TAIIUEHT CTajl 00s1ee 3aTOPMOKEHHBIM.

Ilpu ocmompe 6 kKiunuke: COCTOSHUE YAOBIETBOPUTEIBHOE, ACTEH MUECKOTO TEJO-
cnoxeHus. KoxkHble MOKpoOBbI OJI€AHOM OKPACKH, YUCThIE. ApTeprUalibHOE JIaBJICHHE —
120/80 mm pt. cT., myJbc — 84 ynapa B MuH. [lucnencuueckue paccTpoincrsa, 00Jm u
TSDKECTh B TPABOM IOJIpeOepbe OTPULIAET, 3a110poB HeT. [Ipu manbnanum ;KUBOT MSTKUH,
IIEYECHB U CEIE36HKA HE YBEJIMYCHBI.

Heeponozuueckuti cmamyc. @OH HACTPOSHHUSI CHUKEH, HAa BOIIPOCHI OTBEYAET OJ1-
HOCJI0%kHO. CO CTOPOHBI YEPETTHBIX HEPBOB O€3 MaToNOTuu. [ nmoMuMus, TunodoHus:
peub Tuxas, 3ameieHHas. O0beM IBHXKEHU U C1jla B KOHEUHOCTAX MOIHbIE. T OHyC ak-
CUAJIbHBIX MBI, MBI KOHEYHOCTEW MOBBIIIEH MO IMJIACTUYECKOMY THUILY, rpyOee
cipaBa. ['pyOblii mocTypaabHbIi, KHHETUYECKUI U MHTEHIITMOHHBIA TPEMOP B IPaBOM
pyke (1o Tuny Tpemopa XoaMmca), MEHE€ BhIpayKEHHBIN IPOKATEIbHBIN TUTIEPKUHES Ta-

KOT'O K€ TUIIA B JIEBOM pPyKe; TPEMOP YCUIIMBAETCA IIPU BOJTIHEHUU. V3-3a 1pokaHus He
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MOKET MUCATh, CAMOCTOSTEIILHO TPUHUMATH MUY, HY>KIAETCS B IIOCTOSTHHOM MOCTO-
porHel momonu. CyXoXKuIbHBIE U HAJKOCTHUYHBIE Pe(IICKCHI )KUBBIC, pPABHOMEPHBIE,
narosjoruyeckux peduexco Het. [lomareiBanue B pode Pombepra u mpu xoaw0e.
AXepoKuHE3 CIIpaBa.

B BepxHeM cermenTe poroBuilsl 00oux a3 ad oculus BuaHo kosbio Kaiizepa—
Orneiinepa, TOATBEPAKICHHOE TPU OPTATEMOJIOTHYECKOM OCMOTE.

Jlanuwvie oo6crnedosanus:

Oo6wuit ananus kposu: Tpomooruronenus (135 x 10%/1).

Ob6wuii ananuz moyu: iporennypus (0,46 /1), ocTanbHBIC TOKA3aTeX B Tpeesiax
pedepeHTHBIX 3HAYCHU.

buoxumuueckuti ananus kposu: odumit 6enok — 72 r/m, ounupyoun — 27,1
MMOJIB/JI, MoueBUHA — 5,04 MMomb/1, Kpeatunud — 134 Mxmonb/n (Hopma 71-115
MKMOJIb/JT), Tenounas gocdaraza —196 en/n (mopma 70-270 en/m), AJIT — 18 en/n
(ropma 5—40 en/m), ACT — 25 en/n (Hopma 5-38 en/n),

IKI'—4acToTa cepJieuHbIX COKpalleHuii 64 yaapa B MUH, pUTM CUHYCOBBIH, 3JIEK-
TpUYeCKas OCh Cep/lia HOpMaJbHasil.

Y3U enympennux opeanog. Ie4eHb HE YBETMYEHA, TOMIUHA TpaBoit 1o 140 MM,
neBo ou — 65 mm. [TapeHxuma cpeiHel 3XOr€eHHOCTH, CTPYKTYpa YMEPEHHO HEOHO-
POJIHA, COCYIMCTHINA PUCYHOK HE AE(POPMHUPOBaH, COXpaHEH. 3BYKOIPOBOIMMOCTb COXPa-
HeHa. BHyTpuneueHOYHbIE )KeTUHbIE TPOTOKH B 00EHUX JIOJIIX HE pacIIupeHsl. V. portae
— 11 mm, V. lienalis — 7 MM, xonemox— 3 Mm. JKeTdHBIi y3bIph HE YBEITUYCH, TIEPETHO B
obnactu Tena, 00beM 21 cM3, CTEHKH pOBHBIE, OIHOPOIHbIE, TOJIIIMHON 2 MM, B IIPOCBETE
JOTOJIHUTENbHBIX 00pazoBanuii HeT. [lopkeny nounas xxenesa, cene3eHka — 0e3 narosio-
Uy, NIpu3HaKu Hedporrosa cieBa | creneHu.

MPT 201061020 M0o32a: B TPOEKIIUU I'OJIOBOK XBOCTATHIX P, CKOPIYIIbI, TaJIa-
MYCOB CUMMETPHYHO C JIBYX CTOPOH OIpEeIeTCs NOBBIIICHHAT UHTEHCUBHOCTh CHUT-
Hana B pexxume FLAIR (pucynox 7). [Ipu npuiiensHOM HUcClieIOBaHUN CPETHETO MO3ra
M BEpXHEH 4acTH MOCTa — TMOBBIIIICHUE NHTEHCUBHOCTY CUTHAJIA Ha | 2-B3BEIICHHBIX

M300paX)eHUSIX BOKPYT KPACHBIX SIZIEP U YePHOU CYOCTaHIIUK B BUJIE «JIMIIA TAH b (pH-
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CYHOK 8), IMOBBIIICHAE CUTHANA OT 3aJHUX OTACIIOB MOCTa. BOKOBBIE KEITyJOUKH aCHM-
METPUYHbBIC, TPaBbIi OOJIBIIIE JIEBOTO, YMEPEHHO PACHIMPEHBI HA YPOBHE IIEHTPATHHBIX
otaenoB (crpaBa— 1,9 cm, ciieBa— 1,5 cM, HHAEKC OOKOBBIX JKEITyJ0UKOB 25,7 (HOpMa —
18,0-22,1); momepeuHblii pa3mep nepeaaux poros cupasa 0,8 cMm, cinea 0,8 cm, HHIEKC
nornepeyHsIx poros 26,4 (Hopma — 24,0-26,3) 11 sxenynouek paciupen 10 0,9 cm, 1V

KEITyI0YeK HE pacIIupeH.

‘ w 7 TIR/M 1{-04-1977
B 4 "A-b1-2015 s111 /// : 21-01-2015

> 87 03008khy _, 24 ~03008khv
W\ M £ = \ M
. — ~

: f/;_~

Pucynok 7 - MPT ronosnoro mo3ra (FLAIR) martuentac I'JI]]
JIByCTOpOHHHME CHUMMETPUYHbBIC TUTIEPUHTCHCUBHBIE CUTHAJIBI B ITPOCKIIUU TOJI0-

BOK XBOCTATBIX A ACP, CKOPJIYIIbI, TAJIaMyCOB

Pucynox 8 - MPT ronoBnoro mosra (T2-B3BelieHHOe n300pakeHuE) MalueHTa C

I'JIA. «JIummo manappy (KpacHasi CTpENKa)
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Axycmuueckue cmeonoswvie 8bl36aHHbIE NOMEHYUAbL: BBIPAKEHHOE YBEIUUCHUE
nareHTHocTH |11 muka u mexxmukoBoro uatepBaia l-111, a Takxe cHUKEHHUE aMILTUTY/IBI
V nuka ¢ 00euX CTOPOH, YTO CBUCTEIHLCTBYET O HAPYIICHHUH ITPOBEICHUS CITyXOBOM ad-
dbepeHTaluy Ha TOHTOME3eHIIeDATEHOM YPOBHE C 00€UX CTOPOH.

Taxum 00pa3om, B IpeACTaBICHHOM CiIy4ae y O0JIbHOTO 27 JIET C TUIIMYHOU HEBPO-
noruueckoit kaptunoi ['JI/] (coueTanne napkuHCOHMYECKOTO CUHAPOMA, aTaKCUU, TPY-
00ro MOCTypaJIbHOTO M KWHETUUECKOTO TPEMOpPA B PyKaX, TUTIepCaTUBAIUH, TUCHOHHH,
MICUXUYECKUX U3MEHEHUIN ) U XapaKTePHBIMHU JIJIs1 JAHHOTO 3a00JI€BaHNS N3MEHEHUSIMU Ha
MPT ronoBHoOro Mosra (yMepeHHO BhIpakeHHast aTpodust moryIapuii Mo3ra, CHMMET-
pUYHBIE OYaroBble M3MEHEHUs 0a3albHBIX SIEpP, CPEJHEro Mo3ra M MOCTa, «JIHIIO
MaH/Ibl» ) OTCYTCTBOBAIH KaKUe-TU00 KIMHUYECKUE TMO0 PYTUHHBIE 1a00paTOpHO-UH-
CTpYMEHTaJIbHBIC TPU3HAKU MMOpAXKEHUs TeUeHU. B CBs131 ¢ 3THM OBLIIO pEIeHO MPOBECTU
anacTorpaduio MeUYeHH! : DIaCTUYHOCT cocTaBmia 6,5 klla, 4To COOTBETCTBOBAIO MUHH-
MasbHOM crenieHu puopo3sa F1 mo kputepusm METAVIR.

HccnenoBanue MeHO-0€IKOBOr0 roMe0CTa3a BhISIBUJIO CHUKEHHE YPOBHS META B
KkpoBU — 4,36 MkMoJIb/11 (HOpMa 12,56—-24,34 MKMOJIB/11), TOBBIIIEHUE CyTOYHOM SKCKpe-
uuu Meau — 123,69 mxr/n (Hopma 2—80 MKI/JT), CHUKEHHE YPOBHSI LIEpYJIOIUIa3MHUHA Chl-
BopoTku kpoBu — 0,06 /1 (HopMma 0,15-0,6 /).

[Ipu monexynapHno-eenemuyeckum ucciedo6anuy BoIsIBICHA TUTTMIHAT MaXKOPHASI
myTtarus His1069 Gin (3207C>A) rena ATP7B B roMO3UTOTHOM COCTOSIHUH.

Jluazno3:TJ1]1, puruaHo-npoxaTenbHas hopMma.

C ¢eBpaina 2015 r. HayaTa MeIb3TMMUHUpYIOUIAs Tepanus D-neHnuumiaMuHOM U
npenapaToM HUHKA (LIUHKTEepa).

Cnyctsa 9 mMec. OT Hayaja Tepanuu COCTOSHHUE O0JIBHOTO 3HAUUTENBHO YITyUIlIH-
JIOCh: OTMEYAJIOCh BHIPAKEHHOE YMEHbILICHHE TPEMOPa TPaBOi PyKH, HCUE3HOBEHUE TPe-
Mopa JeBoi pyku. [lanmeHT ctan nucarh, CaMOCTOSITENILHO TPUHUMATD IHIILY, BBITTON-
HSTh BCE JBMKEHUS MIPABOM PYKOH, KOTOPbIE ObUIM HEBO3MOXKHBI JI0 JICUCHHUS, B TOM
quciie Heo0XoIuMYIo paboTy mo aAoMy. Mcuesnu atakcusi, axeWpOKUHE3, CaTMBALIMSL

VY nydmmuiicst poH HacTpoeHus1, ctal 6osee oomuTeneH. COXpaHsItOTCS 3JIEMEHTHI PUTHI-
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HOCTH B IIPaBO# pyke, jierkasi runiomumust. [IpoBenenue anacrorpaguu nedeHu B JUHA-
MHUKe Ha (oHe JiedeHus nporpeccupoBanus ¢puOpo3a He BBISIBUIIO (3JACTUYHOCTH 6,9
k[1a, crenens pudposzaF1 mo METAVIR).

[IpencraBieHHOE HAOIOIEHHE TTOKA3BIBAET, YTO MPH HATMIHUH TTICHXOAIMOIIMOHAb-
HBIX HapYIIEHUH, YKCTPAUPAMUIHON CAMITOMATHKY Y JIUI] MOJIOJIOTO M CPETHETO BO3-
pacta HeoOX0MMO MPOBOAUTH MU dhepenuanpabii quarnos ¢ ['JIJ] gaxke mpu oTCyT-
CTBHUH ITPU3HAKOB IMATOJIOTUH ITEYEHHU, IIPU 3TOM HEOOXOIUMO HCIIOIb30BaTh BCE IOCTYII-
HbIE COBPEMEHHBIC METO/bl TMarHOCTUKH, B TOM YHUCJIE dJ1acTorpaduio NeYeHu, mpu
HEOOXOJMMOCTH — MYyHKIIMOHHYIO OMOIICHIO TIEYEHU C HCCIIEOBAHUEM COJICP KaHUsI

MCJIH, a4 TAKIKC MOJICKYJISIPHO-TCHCT WYECKUM aHaJIN3.

4.3 [IcuxoHEeBPOJIOrMYeCKHe MPO siBJIeHHUsI 320 0JIeBaAHUA

CHMIITOMBI TOpaXKeHUsI HEPBHOM cucTeMbl oTMeuanuch y 19 (95,0%) o6cenoBan-
HBIX MAIUEHTOB (PUCYHOK 9) U MPOSBISUIMCH MPOrPECCUPYIONIEH KCTPAIUPAMUTHON
CUMIITOMAaTUKOM, IOBEICHYECKUMU HAPYILLICHUAMH, [ICUXUATPUYECKON CUMIITOMATUKON

Pa3IMYHOM CTENIEHN BBIPAKEHHOCTH.

3NMUCMHApom
XOpPEeUYeCcKU rmnepruHes
aTeTo3

TOPCMOHHAA AUCTOHUA
ancdoHuna, ansapTpusa
axempoKkmHes

rTMNOMUMMSA

nocTypanbHaa HeYCTOMYNBOCTb
6paauKMHe3ns
M3MeHeHMe novepka
oucdarus
HaCUbCTBEHHbIN CMeX
rmnepcanmeaLma
aunaonuma

HapyLleHNe NOXoaKM

AVCTOHMA NO 3KCTPaNUpammMaHoOMy TNy

LposKaHue

o

10 20 30 40 50 60 70 80

PucyHok 9 — CiekTp HEBpOJIOrHUECKUX MPpOosBIeHU N y 00abHbIX [ JI]]
VY necstu 6onbHBIX (50,00%) ncuxoHeBpoIOrHUecKasi CHMIITOMATHKA SIBJISJIACH

IICPBUYHLIM IIPOSABJICHUCM 3a001€eBaHusa Oe3 NpeaAmCCTBYIOINUX SABHBIX COMATHYCCKUX
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MPOSIBJICHUIA, y IPYTUX MTAIIIEHTOB OHA ITPUCOSTUHIIACH K COMAaTHUECKUM MTPOSIBIICHHSM
00Je3HMU.

CpenHuii BO3pacT MPOSBICHHS HEBPOJOTHYECKHX PACCTPOMCTB COCTABUII
25,00+2,30 sner.

Y tpoux 6oabHbIX (15,00%) nmosBiieHNUE HEBPOJOrHIECKUX CUMITTOMOB 3a00JIeBa-
HUSI OBLIO CIIPOBOIUPOBAHO YEPEITHO-MO3TOBOM TPaBMOM.

[TpuBoAMM KIIMHUYECKOE HAOMIOACHNE, MILTIocTpupyroriee neorot I'JI]] mocne ve-
PEMTHO-MO3TOBOM TPABMBI.

Knunuuecknii npumep 3. boavnoii /1., 20 net, npu oOpaiieHuu 6€CIoKosT Clia-
00CTb M HEJIOBKOCTH B JIEBOM pyKe, HApyUICHUE PEeYH, [NIOTaHUsl, CIIFOHOTEUEHHE, Hapy-
IIEHHE MMOoYepKa, arpeCCUBHOE MOBeeHHE (ObeT MIIAIIIeTo OparTa, pyraeTcsi C poauTe-
JISIMU ).

Anamnes 3abonesanus: B mae 2001r. Bo Bpems yueObl B TEXHUKYME ObLIT U30UT B
JpaKe, IepeHec COTPsACEeHNE roJIoBHOTO Mo3ra. B mekabpe 2001r. moBTOpHO U30UT B
Jpake, OJIyvall yAaphl 110 TOJI0BE, CO3HaHUE He Tepsil. Ha ciemyromuii 1eHb MOSBUIUCH
&KaJI0ObI HAa HEYETKYIO peub, cl1ad0CTh JIeBOM pykH. [Tosyyan ieueHne B ycIoBUsIX CTa-
[HOHAapa ¢ AUarHo3oM: Y mub roJoBHOro Mo3ra. [1o JaHHBIM KOMITBIOTEPHOM TOMOTPa-
(11 roJIOBHOTO MO3Ta - yMEPEHHas aTpousi MO3ra, OYar NOHWKEHHOM IJIOTHOCTH B IIpa-
BOU TOOHOM 0651acTH KOHBEeKCUTATbHO. C nroHs 2002r. 0TMedal OCTENEeHHOE YXy Ale-
HUE peuu, INIOTaHus, HapOCiia HEJIOBKOCTh B JIEBOU PyKe, U3MEHUJICS MTOYEK, TTOSIBIJICS
HACUJIbCTBEHHBIN CMEX, CTaJl 3aTOPMOKEHHBIM, C IEPUOIMYECKUMU BCIBIIIKAMH SIPOCTH,
arpeccuu, n301Baj My iIero OpaTa-moIpocTKa.

KanoO, yka3pIBalonix Ha NOPaKEHUE BUCIIEPATIbHBIX OPIaHOB HE OBLIO, HO 110
JaHHBIM aMOyJIaTOPHOI KapThl BBIIBJICHO YBEIMUYEHHE [TOKa3aTesiel OnmpyOrHa U TpaH-
caMHHa3 B OMOXMMHYECKOM aHAJIN3€ KPOBU Ha TPOTSHKEHUHN HECKOJIBKUX JIET.

llpu obvexmuenom ocmompe: COCTOSIHUE yIOBIETBOPUTENBHOE. T elOoCIOKeHEe
HOpMOCTeHHYecKkoe. KokHbIe TTOKPOBBI HECKOJILKO OJIeHBIC, YNCThIE. ApTepHaIbHOS
nasienue — 125/80 mm. pt. cT. [lynsc — 78 ynapoB B MuH. [lpu najgpnaium >kMBOT MsIT-

KW, 0300J1e3HEHHBIN. Y BeJIMUeHNE IIEYCHH U CEJIE3EHKH HE OTMEUEHO.
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Hesponoauueckuii cmamyc. Co3Hanue sicHoe. CHUKEHUE KPUTUKH, Pa3IpaKu-
TeIbHOCTh. CO CTOPOHBI YEPETTHBIX HEPBOB: IBMKEHHE TTIA3HBIX 00K B MOJIHOM 00b-
éMme, Huctarma HeT. @oTopeakIu 3paykoB KUBbIE. JInlo cuMMeTpruyHO. [ 'nmoMuMusL.
OXuBJIEHHE IIOTOYHOTO U HEOHOTO pediiekcoB. Aucdarus. S3bIk Mo cpeaHel TUHUN.
CrhroHoTeYeHue, HaCUJILCTBEHHBIN CMeX, TUTIEpKUHeTHYecKas nu3aptpus. Pednexc Ma-
puHecky — PagoBuuu ¢ AByx ctopoH. O0beM ABUKEHUM B KOHEYHOCTSIX MoJHbIN. Crna
HE CHUIKEHA, MBIIICYHBIA TOHYC MOBBIIIEH MO MJIACTUYECKOMY TUIY B JIEBOU pYKE.
AxelipokuHes, rpy0ast Mukporpadus. UHTCHIIHOHHBINA TPEMOpP IIPH MaJIbIIE-HOCOBOM 1
NATOYHOM KOJIEHHOM Mmpo0ax ¢ ABYyX CTOpoH. CyXOXWJIbHbIE U HAJKOCTHUYHBIEC pe-
(rexcol )xuBbIe, paBHOMepHbIe. HeycToltuus B npode PomOepra, mafaet B yC10KHEHHOM.
He moxeT naru no npsmMou JINHUM.

Pesynomamut 06crnedosanus.

Ob6wuii ananu3z kposu, obwull anaaus moyu - 6e3 MaToJIOTMIECKUX N3MEH CHHIA.

Buoxumuuecxuii ananuz xposu - obumi 6enok — 65 r/m, Ounupyowmn — 10,0
MMOJIB/JI, XOJIECTEpHH — 5,3 MMOJIb/JI, menouHas Gocdaraza —258 en/n (Hopma 70-270
en/m), AJIT — 25 en/n (Hopma 5—40 en/n), ACT — 98 en/n (Hopma 5-38 en/n).

Y3U enympennux opearos: NeYeHb yBEIMYEHA — TOJIUHA TpaBon 10— 16,7 cM,
napeHxuma 11 y3HO HEOAHOPOIHA, TOBBIIICHHOM 3€PHUCTOCTH, KEITYHBIN MYy3bIPb —
CTEHKH YIIJIOTHEHBI, B TTOJIOCTH OCAJI0K, CEJIE3€HKa yBemueHa— 16,1 x 6,2 cM, OBBIIICH-
HOW DXOT€HHOCTH.

Ocmomp ogpmanvmonoea - konvlia Kaiizepa-®@eiiiiepac 1ByX CTOPOH.

MPT 201061020 M032a: IPU3HAKHU IIOPAKEHUS TOJTOBKHU XBOCTATOTO SIIPA, CKOP-
JyTibl, CTBOJIA, HOKEK MO3Ta. Y MEPEHHOE pacIIMpeHNe NEPEIHNX OTAETIOB OOKOBBIX HKe-
Jy10YKOB C ABYX CTOPOH.

UccnenoBanue meono-6e1k06020 2omeocmasa BbIIBUIIO CHUKEHUE YPOBHS MEIU
B KpoBH — 3,15 MxMoute/11 (HOopMa 12,56—24,34 MkMOmb/1). Y pOBEHB IIEPYJIOTUIa3MIHA U
MEIM MOYU HE ONPEJIETIEH M0 TEXHUYECKUM MPUYHHAM.

[Ipu monexynapro-ecenemuyeckum ucciedo6aHuy BbIABICHA TUMTUYHA MaKOpHas
myTanus His1069 Gln (3207C>A) rena ATP7B B ToMO3UTOTHOM COCTOSIHUH.

Jluazno3z: T'J1]1, puruaHo-aposxarenbHas popma.
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C cents6ps 2002 r. Ha3HAYeHA MeABITUMUHUpYIOIas Tepanus. CrycTs 2,5 roma
OT HauaJja Teparuy OTMEUYEeHA IMOJI0KUTETbHAS JUHAMUKA: YMEHBIICHHE U 3apTPUH, TUIa-
CTUYECKOTO TUIIEPTOHYCA B JICBOU pyKe, yIIy4IIICHUE TOYEPKa, TOBEICHUS, HET STTU30/I0B
arpeccum.

Takum 06pa3oM, B JaHHOM KJIMHUYECKOM HAOII0ICHUN YePETTHO-MO3T0Bas TPaBMa
SABUJIACh MHAYKTOPOM Je0loTa TCHUXOHeBposornueckux mnposisaenuit ['JIJI, xots B
aHaMHe3€ UMEJTUCh YKa3aHUs Ha TUTIepOINPyOUHEMHUIO U TUTIEPTPAaHCAMUHA3EMHIO B
TEYCHUE HECKOJBKUX JIET. T purrepamu B pa3BuTHH O0Jiee paHHel MaHudecTaimu 3a60-
JIEBaHUS, HAPSTY C YePEITHO-MO3TOBOM TPAaBMOM, MOTYT OBITh BO31€H CTBUSI MH (DEKITMOH-
HBIX, B OOJIBIIICH CTETICHHU IeMaTOTPOITHBIX, U TOKCHUECKHUX areHTOB [2].

B pa3BepnyToii cTanuu 3a001€BaHusI HEBPOIOTUIECKUE CUMITTOMBI MPOSIBIISUTUCH
AKCTpanMpaMUIHON MATOJIOTHEN Pa3IMYHON CTENEHU BhIpaK€HHOCTU. COOTHOLIEHHE
AKMHETUKO-PUTHTHOTO CHHPOMA U APOKaHUS BAPEUPOBAJIO B PA3HBIX CITyYasiX.

[TepBBIM TposiBIIeHHEM HeBpoJiormdeckoro aedekra y cemu (35,00%) OONMBbHBIX sB-
JISUTOCH JPO’KaHKE, Yallle BCETO 3aTparnBas Ha HauaIbHBIX ATanax 3a00JIeBaHNS BEPXHUE
kKoHeuHocTH. Y miect manueHToB (30,00%) MeKoaMILTUTYTHOE APOYKAHHE BOBIICKAIO
OJIHY PYKY, C TEYEHHEM BPEMEHH PACIPOCTPAHAACH Ha KOHTpalaTepallbHYI0 KOHEYHOCTb.
VY tpex manueHTos (15,00%) nporkanue, Kak MepBbIii CAMITOM HEBPOJIOTHYECKUX MTPO-
SBJICHUH, MOSBUIOCH B 00enX pyKkax. TpeMop Bceraa yCuanBaics Py YMOLMOHATBHBIX
Harpy3Kax U COXpaHEHHU CpeJIHe-(PHU3U0I0rnuecKoro mojoKeHus B CycTaBax. Y MsTH
nanueHToB (25,00%) npokaHre pacpoCTPaHIOCh HA MBIIIIbI IIICH, BBI3BIBAs TPEMOP
rojioBbl. [1o Mepe nmporpeccupoBanusi 3a00JI€BaHUs APOKAHHUE CTAHOBWIIOCH KPYITHO aM-
IUTHTYIHBIM, C BBIPa)KEHHBIM HHTEHIIMOHHBIM KOMITOHEHTOM. B Tpex ciyuasx (15,00%)
MMEJIOCh TeHEpaIM30BaHHOE IPOKAHKE TP BBIMOJIHEHUU AKTUBHBIX IBUXEeHUN. Onu-
cannoe H. B. KoHoBasioBBIM JipoykaHUe 1O THITY «B3Maxa Kpbuta nTHIbD (« flepping»)
orMevanoch y matH (25,00%) naruenros. B pazBepHyToii cTaaun 3a001eBaHUs APOKa-
TEJbHBIN TUIIEpKUHE3 OTMeuajcs y narHaaunatu (75,00%) mamueHTos.

[ToBbIllIeHNE MBITIIEYHOTO TOHYCA 10 MJIACTUYECKOMY THUITY HaOJII0JalIOCh Y YEThIp-

nazuatu (70,00%) 6onbHbIX. B Hauae 00J1e3H1 H3MEHEHHE MBILIIEYHOTO TOHYCa 10 Tia-
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CTHYECKOMY THITy OTMEUAJIOCh Yallle BCETO B MyCKYJIaType BEPXHUX KOHECUYHOCTEH, B pa3-
BEPHYTOH CTanK 3a00JICBAHUS B IIPOIIECC BOBJICKATMCh aKCHAJIbHAS MyCKYJIaTypa U My-
CKyJIaTypa HMKHHX KOHEYHOCTEH. [ToBbINIeHHe TOHYCa B 9KCTEH30paX HIXKHUX KOHEY-
HOCTEH MPUBOAMIIO K HapyIIeHHto moxoaku B fAecsatu (50,00%) cayuasx (mpu xoapoe
OMopa Ha NEPEAHUN Kpall U HapY KHBIN CBOJ CTOIIBI).

JIuruionusi, Kak MposIBJICHNE HAPYIIICHNS TOHYCA IITa3HBIX MBIIII, OTTCaHa B OJ1-
HoM (5,00%) ciyuyae.

I'unepcanuBanus Haomoaanack y BocbMu (40,00%) O0NBHBIX ¢ APOKATEIBHO-PH-
ruaHoN (hopMoli 3a00IeBaHM s, HACUILCTBEHHBIN cMeX y — cemH (35,00%), HapyiieHne
riaotanus orMedanoch y BockMu (40,00%) G0IBHBIX.

M3meHeHure movepka 1o TUIy MUKporpaduu, Meranorpaduu Wi MIUCYETo cria3va
BCIICZICTBUE TOHHYECKUX HAPYIICHU N NI TUTIEPKUHETHYECKUX TIPOSBICHUI OTTUCAHO B
omuuaHaanaty (55,00%) ciayyasx.

Wmenu MecTo qpyTre mMposIBIICHUS aMHOCTaTHIECKOTO CHMITTOMOKOMITTEKCA: Opa-
mukuHes3us - y cemu (35,00%) GonbHBIX, MOCTYpaJIbHAs HEYCTOWYMBOCTD - Y JICBSTH
(45,0%), runmomumus - y BocbMu (40,00%), axetipokunes - y msatH (25,00%) marmueHToB.

Hapyimenus goHammm 1 apTUKYJISIMY BBISBISUIACH Y aBeHaary (60,0%) 6016
HBIX. B 0JTHOM ciiy4yae 3TH CUMIITOMBI BMECTE C OpaJMKWHE3NeH SIBUITUCH TICPBUYHBIM
MPOSIBIICHUEM HEBPOJIOTHUECKOH CTaInu 3a00JIeBaHUS. Y ITOH JKE MAIIMEHTKH OTIMCAHO
W3MEHEHHE r0JI0Ca M0 THITY «JIETCKOTO» - BRLICOKOTO TeMOpa.

Hapsity ¢ mpokaHrueM HaOII0IauCh U IPYTHE YKCTPAITUPAMU THBIC THIIEPKUHE3BI:
TOPCHOHHO-IUCTOHNYeCKKE y JecsaT manueHToB (50,0%) (mucToHMYecKas ycTaHOBKa
najblleB PyK, KUCTEH B BU/IE IPOHAIIMH ¥ CTUOAHWS ITAITBIEB B KYJIaK, 3aBEICHIE PYK 32
CHHHY), Xopenueckue — y 1atH (25,00%), ateto3 — y yetbipex (20,00%). Tuku 1 MuoKIo-
HUUY ONTUCAHBI HE OBLITH.

W3onmupoBaHHOE HAPYIIEHUE MBIIIIEYHOTO TOHYCA IO SKCTPATUPAMUTHOMY THITY
03 COIMYTCTBYIOIIMX TUIIEP- U THITOKUHETHICCKHUX KJTMHUYCSCKHX ITPOSBIICHHUH OBLJIO BbI-
sSIBJICHO B 01HOM ciy4ae (5,00%) y marueHTKy ¢ IeKOMIIEHCUPOBAHHBIM IIUPPO30M ITe-

YCHU.
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DnuienTUYECKre MPUITAIKU KaK MPOSIBJICHUE HEBPOJOrHYECKON CTauU 3a00J1e-
BaHM B HAIlIEM U CCIICAOBaHUU ONUCAHBIIHIIG B 0 HOM citydae (5,00%).
[TpuBo MM KITMHUYECKOE HAOJIIOACHHE, IEMOHCTPUPYIOIIIEE Je0I0T HEBPOJIOTHYE-

ckou craauu [JI/] mapumanbHbIMHU STTAJICOTUYECKUMU ITPUTIAKAMM.

Kuannnveckuii npumep 4. boabnas O., 21 rox, mocrynuia B HEBPOJIOTHYECKOE
otaenenue 27.12.2001 r.

Kanobwl npu nocmynienuu. Ha CEpuRHbBIC CyT0POKHBIC TPUTIAIKH , COTTPOBOK/IA-
0N EeCs HEMPOU3BOJILHBIM MOYCHCITYCKaHUEM, 3aTPYAHEHUE PEUH, TJIOTaHU s, OO0
c1a00CTh, HEYCTOMYMBOCTH TPU XO/b0E.

Anamnes 3aboneseanus. C 1995 rona ormeyaeTt nosisiieHue 0oJiei B mpaBoil moJio-
BUHE UBOTA, UPPAAUHUPYIOIIMX B TO3BOHOYHUK. B TeueHune roja Habo1anach B MOJM-
KJIIMHUKE T10 TTOBOJIY JAHHBIX ’kajl00 C JUArHO30M XPOHHYECKOTO MHTEPCTUILIMATHHOTO
HedpuTa. CaMocTOATEIHHO TpUHUMaIIa 00e300uBaromme npenapatel. B mae 1997 roga
HaxOJWJIaCh Ha CTAIIIOHAPHOM JICUSHU U 110 TTOBO Ty THeBMOHUU. [1o pesynbpraTam oOce-
JIOBAHUS BBISABIICHBI JTAOOpATOPHBIC MPU3HAKY aHEeMUU (CHIDKEHHE reMorioonHa 10 106
/71, aHU30LIUTO3), YIBTPA3BYKOBbIE KPUTEPUHU, COOTBETCTBYIOIINE LUPPO3y neueHu |l
craguu 1o Yainn—IIeto (yMepeHHOE yBEIHMUCHHE TTPABOM JIOJIU TICUSHH, THIIEPIXOTCH-
HOCTh, HEOTHOPOIHOCTh TKAaHH, CTIIEHOMeTanus ). Yepes roj] mosiBUITUCH 5Kano0bl Ha BbI-
PaXXEHHYIO Cl1a00CTh, yTOMIIIEMOCTh, OOJIU B STIUTACTPUH, U3KOTY, YACThIe MH(EKIIMOH-
HBIE pecriupaTtopHbie 3a0oneBanus. B aBrycre 1999 r. Ha ¢pone mmuTensHOTO Cy0heopu-
JUTETa CTAIN OECTIOKOUTH OOJIM B )KUBOTE, MOSBUIOCH KEJTYIIHOE OKPAITUBAHKE KOXK-
HBIX ITOKPOBOB U CKJIep. boibHas rocuTanm3upoBaHa B reMaToJIOTUUECKOE OT/IEIICHHE,
IJle yCTaHOBJIEH IMAarHO3 ayTOMMMYHHOM I'eéMOJIMTHYECKON aHEMUHU Ha (pOHE renato- u
CIJICHOMETAJIMH 10 ITOBO/IY YETO HauaTa MNIIOKOKOPTUKOUIHAs Teparus. C yueToM Hea-
(eKTUBHOCTHU MPOBOIMMOTO JICUCHHS PEIICHO MPOBECTU CILIEHIKTOMHUIO.

B centa6pe 2001 roga mossBUIMCH %anoObl Ha HEMTOCTOSHHOE IBOCHHUE TIEPEI IJ1a-
3aMH, 4yepe3 HEKOTOPOEe BpeMs MPUCOEANHUIIACH JIETKasi HEyCTOWYMBOCTD TPH X0OI60€,
yemy OosibHas He nmpenasaia 3HadueHus1. 20 Hosa0ps 2001 r. BepBbie BOHUK MPUCTYI 0e3

ITOTEPU CO3HAHUS JIIUTEIBHOCTHIO 0K0JI0 20 cexyHa. [IpucTyn HaumHaNCs ¢ HEMPUSIT-
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HOTO OLIYIIEHUSI, « ICXOISIIEr0 U3 )KUBOTA U MOJIKATHIBAEMOTO K TOPIY», U COITPOBOX-
JlaJicsi TOHUYECKUM IMOBOPOTOM TOJIOBHI U TJ1a3 BJIEBO, CTSTUBAHUEM HUKHEN YEITIOCTH,
YyBCTBOM CJIaBJICHUS 3a TPYyAMHOM. B KOHIIE MpUCTyIa BOZHUKIIO HEMPOU3BOJILHOE MO-
yercnyckanue. B nmocrnpuctynHom nepuojie 6ecriokousa BbIpakeHHasi aCTEHU3aLusL
[Tocne nepBoro npucTymna yCUiInjiach HEyCTOMUYUBOCTh ITPH XOIbOE U MOSIBUIIOCH HEMPO-
M3BOJILHOE MTOIBOPAUMBAHUE JIEBOM CTOIBL. B nanmpHeiIeM 1mo1o0HbIe TPHUTIagKH BO3HU-
KaJIi ¢ UHTEPBAJIOM B 1-3 mHs mociie 1160 BO BpeMsi HOUHOTO WJIH JHEBHOTO cHa. Uepes
JIBE€ HEJIETW MPUCTYIBI yYaCTUIMCh A0 15 - 20 pa3 B CyTKH U MpHOOPEIN CEPUNHBINA Xa-
pakTtep. [Ipunagku MOTIM NPOSIBIATHCS B BUJIE « HECTEPIIUMOI TOJIOBHOM 00U, TOHU-
YECKOT'0 HaIpsHKEHUSI MyCKYJIaTyphl UL, HIEHHO-BOPOTHUKOBOM 00J1aCTH, 3aKaThIBa-
HUEM IJ1a3 KBEPXY, MOBBIIICHHEM apTepuanbHoro aasiaeHus 10 200/120 mm pr. cT., yya-
HIEHUEM CEpJCUYHBIX COKpaleHui. [I[pucTynbl 3akaHYNBAIMCh HETPOU3BOIBHBIM MOYE-
ucnyckanuem. Ha ¢oHe yuarienus mpucTyroB 00JIbHAs OTMeYaa 3aTpy/IHEHUE ITPH TJI0-
TaHWU, HapyIlIEHUE PeUH, IouepKa. B TeueHue Mecsiiia COCTOSIHUE TPOTPECCUBHO YXY/I-
11aJ710Ch, TPUCTYIIbI CTAJIA TOBTOPSITHCA Yepe3 2-3 MUHYTHI (BKJIFOUAsi BpEeMsI CHA), MOIIIU
MPOBOIMPOBATHCS JI0OBIM IBMkeHUeM. Ha (oHe yxyamenus coctosiHus 001bHAas roc-
MMATAJIU3UPOBAHA B CTALIMOHAP.

AHaMHECTUYECKH BaXKHBIM sIBIIAeTCA (PakT mo3aHero MeHapxe (mocie 15 net) u
HEpETYJIIPHBIA MEHCTPYAJIbHBIN UK. CeMEelHbIi aHaMHE3 HE OTATOLLEH.

Ilpu nocmynnenuu 6 cmayuonap: COCTOSTHUE CpeaHEN TshkecTH. bonbHas noHu-
YKEHHOTO ITUTaHM, 32 BpeMst 0osie3Hu cHrkeHue Beca 10 10 kr. Koxka OnenHas, yucTas.
Cnu3ucThie TOKPOBbI (DU3UOJIOTUUECKON OKPACKH, YUCThIE. ApTepUalibHOE 1aBJICHUE —
110/75 mm pt. ct. YacToTa cepueuHbix cokpanieHuit 70 yaapoB B MUH. Y MepeHHas 00-
JIE3HEHHOCTH MPHU MaJIbIalUK B MpaBoM noapedepne. Kpail medeHn poBHbBIN BBICTYIIAET
13-110/1 peOepHOM AyTH Ha 2 cM. 3ajieprKKa CTyJia 10 3-X CyTOK.

Hesponoeuueckuii cmamyc. Co3Hanue scHOe. MeHUHreanbHble CUMITTOMBI OTPH-
HaTeNabHbl. [[BUKEHUS I1a3HBIX sI0JI0K B TOJIHOM 00beMe. BepTukaibHbIN MeJIKOaMITIU-
TYJHBIA HUCTarM Ipy B3IJIsii€ BBEpX. [ MmomMumust. Y MEpeHHO BbIpaKeHHbIE Aucarvs,

muchonns. HesnauntenbHas qeBuaius s3bpika BpaBo. Juzaprpus. [lonoxuteneHn pe-
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baexc Mapunecky—PanoBuuu cripaBa. Mbliiednas cuiia 5 6amioB. I1oBbIIIeHHE MBITTIECY-
HOTO TOHYCa I10 IIJIACTUYECKOMY THUITY B KOHEUHOCTSIX. [ Ty0oKHe pedIeKchl )KUBBIC, 0e3
pasHUIBI cTopoH. [laTomornueckux pedekcoB HeT. KoopauHaropHbIe MO0k ¢ KOHEY-
HOCTEH BBITIOJHSET C MUMOITOTIaIaHNeM, HHTEHITMOHHBIM TpeMopoM. [Ipu BeITSTHBaHMN
MaJIbIIEB PYK CTATOKWHETHIECKUU TPEMOP, TUCTOHUYECKas yCTaHOBKa najbiieB. Hempo-
M3BOJIbHBIC TUCTOHWMYIECKUE CTUOATEIbHBIC ABKCHNS B TIAJIbI[aX JICBOW CTOIBI B TIOKOE
1 PE3KHE «OTOPaACHIBAIOIINE» IBUKCHHSI ICBOM HOTH B CTOPOHY BO BpeMs XOab0bI. 3a
CYET CTaTHYCCKON M JIOKOMOTOPHOM TYJIOBUIITHOM aTaKCUHM MOXET BCTaBaTh U XOJIUTh
TOJIBKO C TOCTOPOHHEH momMoIipio. [lodepk n3menen. Makporpadusi.

Jlannwvie oocnedosarnus:

Obwuti ananuz kposu: remoraobud — 110 r/n, anmzonuto3, COD — 21 mwm/4.
OcTranbHbIe MOKa3aTeNu B Ipeeiax peepeHTHBIX 3SHAUCHUH .

Obwuii ananuz moqu: 6€3 MaTOJIOTHU.

B buoxumuueckom ananusze kposu, OTKJIIOHCHUH TTOKa3aTelIel OT HOpMaJIbHBIX 3Ha-
YEHUU HE BBISBIICHO.

Mapxepwvi cenamumog —He 00HapPYyKCHBI.

Hccneoosanue meono2o oo mena: 1epyionia3MuH CbIBOPOTKU KpoBU — 5,2 mr/100
w1 (ripu Hopme: 20—40 mr/100 mi1), Meab CBIBOPOTKU KpOBU — 9,0 MKMOJIB/JT (TIpH HOPME!
10,0-22,0 MmxmoB/1),

V3U enympennux opeanos. pa3mepsl IEYCHN YBEIHMYCHBI. [ HTIEpIXOreHHOCTH Ta-
PEHXUMBI, CTPYKTYypa HEOIHOPOHAsI, TTOBBIIIICHHON 36pPHUCTOCTH. JKETIHBIN My3bIPh
yBeIn4eH, 00beM — 122 cM3, B II0JI0CTH OIIpeIeNseTcs ocaiok. BoporHas Bena— 1,2 cm.
CHuKXeHre KPOBOTOKA B CHCTEME MOPTAIbHOM BeHbI. [1oKenyjounas sxene3a 00ObIuHbIX
pa3MepoB, YXOTEHHOCTh MApPEHXUMbI YMEPEHHO MoBhIIeHa. Cele3eHKa OTCyTCTBYET.
[Touku — 6e3 0cOOeHHOCTEH.

D01 ' nposoounocs Ha ambdyramoprom dmane (Rocjie nepeo2o NPUCMYNA) U 8 CMA-
yuonape GoHe TprueMa KapbamasenuHa: MUJICTITHYSCKasi aKTHBHOCTh HE BBISBIICHA.
Onucadbl QyHKIIMOHATBHBIE O0IIIEMO3TOBbIE U3MEHEHHSI OMOIEKTPUUECKON aKTHBHO-

CTH I'OJIOBHOI'O MO3ra.
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MPT 201061020 MO32a. TATOJIOTUYECKHN U3MEHEHHbIE CUMMETPUYHBIE YUACTKU
MP-curnana (runepuHTeHCMBHOTO Ha T2- 1 TunonHTeHCUBHOTO Ha T 1-n300pakeHUsIX)
B TTOJIKOPKOBBIX 00pa3oBaHusX (OJICIHBIN 11ap, CKOPIyTa, 3pUTENIbHBIN Oyrop, XBOCTa-
Toe 1 3yOuaToe siapa). Takue yuacTKd I3MEHEHHOTO CUTHaJ1a 0OHAPYKEHBI B TPOEKIUH
MOCTa 1 HOKEK MO3ra. ATpopuueckue n3MeHEeHUs1 00pa30BaHUM 3aTHEI YePETTHOM SIMKH.

Ocmomp oxynucma. odHapy)eHo koibiio Kaiizepa—®metimepa ¢ 2-Xx CTOPOH,
HayaJbHas KaTapakTa.

YuuTeiBas HapyleHue MeAHO-TUTAaHAHOTO OOMeHa, Hanuuue konen Kaiizepa—
Qneitepa, JaHHBIX HEWPOBU3YATU3ALIMU, HEBPOJIOTHYECKUX (IKCTpanpaMu THbIE Hapy-
HICHUS, SIS TAYSCKHUI CHHIPOM) U COMaTHYECKHX ITPOSIBJICHHH 3a00eBanus (ucme-
HOpeEsl, IUPPO3 MEUCHU, THIIEPCIIICHOMET a1, TeMOJIMTHYECKAsi aHEMUS1) YCTAaHOBJICH
JIMarHO3: TenaToJEHTUKYJISIpHAs IeTeHepalus, IpoxKaTeIbHO-puruatas popma. Cumii-
TOMATHYECKasi BUCOYHAS SIUIICTICUSI C TapIIHaJIbHBIMU MPUTIAJAKAMU CHA U 00PCTBOBA-
Hus cpenneit yactotsl. [{uppos neuenu (cramus | mo Haitna—IIst0). ['enaTonvenanbHblii
CUHJIPOM.

[Ipu noctyniaeHuu B CTAlMOHAP B IPUEMHOM OTAEJICHUU PUCTYTIbI ObUTN KYITH-
POBaHbI BHYTPUBEHHbIM BBEJICHHEM PEJIaHIyMa, [TOCJIe YeT0 BO30OHOBJICHHE TPUTIAIKOB
OTMEYAJIOCh Yepe3 4 AHS C HHTEPBAJIOM /10 2-3 yacoB. C y4eTOM CUMIITOMATUYECKOIO U
MapIUaIbHOTO XapaKTepa MPUCTYIIOB C LIEJIbI0 MPOTUBOIMMICTITUYECKOM Tepanu ObuT
HaszHaveH kapbamazermmu (100 mr aBa pasa B neHb). [lociie Ha3HaueHUs mpemnapara or-
MEYaJIoCh MOJHOE KYMTUPOBaHKE MPUTIAIKOB.

B xayecTBE maToreHeTUYECKON MEIB3IMMUHAPYIOLLIEH TEPATIM U ITAIMEHTKE HAa3HA-
yeHo: uuHKTepai 600 Mr/cyT u KynpeHus 250 MI/CyTKU C MOCTENEHHBIM TUTPOBAHUEM
1036l penapara 110 1,5 r/cytku. C cuMITOMaTHYECKOM 11€JIbI0 00JIbHAS TOJTyYalia MeTa-
00JIMYECKYIO TEPAMHIO U T€NAaTOMPOTEKTOPHI.

Yepes HECKOIBKO MECSIIEB MOSBUIIACH BO3MOKHOCTH CAMOCTOSTELHON XOABOBL,
YMEHBIIWIIUCH MPOSBJICHUS aTAKTUYECKOr0 CUHIpOMa, McUe3iia AUIIIONUs, OJHAKO CO-
XpaHsIach AUCTOHUS B JIEBOW HOTE M YCHJIMIJIACh IMCTOHUS B TIPABOM pyKe, UTO A€o

HEBO3MOHBIM BBITIOJTHEHUE OBITOBBIX JIEHCTBUH U 3aTPYIHSIIO caMooOciy)uBaHue. Ye-
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pe3 1ol OT Ha4yaJla TePaIu COCTOSIHUE OOJBbHOM 3HAUMTENIBHO YIydlmiock. HeBposoru-
YeCKasi CAMIITOMATHKA MPAKTUUECKU KynupoBaHa. OTMEUEHO COXpaHEHUE HE3HAUNTEIIb-
HOT'O IJTACTUYECKOr0 TUIEPTOHYCA B KOHEYHOCTAX, CIIa0OBBIPAKEHHOM JU3APTPUH U TH-
IOMUMUHU. X0/1b0a He n3MeHeHa, Bo3MokeH 0er. Ha MP T ronmoBHOro mo3ra 3adukcupo-
BAHO YMCHBIICHWE WHTCHCUBHOCTH PAHEE BBISBJICHHBIX MATOJOTMYECKUX CUTHAJIOB.
BonbHas cMoria mpo o KUTh yCTelHoe o0yueHne B By3e. Uepes 5 1eT Ha pone mocto-
SSHHOW TaTOT€HETUYECKOW MEIAETOHHOW Tepanuy MPOTHBOIMWICIITUYECKOE JICUCHUE
OBLIO YCIIEIIHO OTMEHEHO.

BrimmeonucanHoe Ha0110/IeHHM € BHOBB JICMOHCTPHUPYET TPYIHOCTH CBOEBPEMEHHOM
muarHoctuku ['JIJ1. B Tedenue 6 neT quardos, ¢ KOTOpbIM HaOJIIOAaIach OOJIbHAS TIpe-
TeprieBas n3MeHenus. /{narnoctuposars ['JI/] ynanocs TOJNIBKO MOCHE MPUCOEIUHEHNS
HEBPOJOTUYECKONW CUMITOMATUKU. B TaHHOM KITMHIUYECKOM HAOJII0/IEHUM UMETIO0 MECTO
JOCTAaTOYHO OBICTPOE MPOTPECCUPOBAHNE CUMITTOMATHYEC KON BUCOTHOM SITUJICTICUH TIPH
Pa3BUTHH HEBPOJIOTHIECKOM cTaauu 3a0oneBanus. Ha oHe Ha3HAUCHMS TaTOTeHEeTHYC-
CKOM MEJIbATUMUHHUPYIOIIEH Tepauu YIaa0Ch JOOUTHCS OBICTPOTO KYITHUPOBAHHUS AITH-
JENTUYECKUX MTPUTIAIKOB MUHUMATBLHBIMU I03aMH KapOaMa3enuHa U CTOUMKOM PEMUCCHU
AMUJIENTUYECKOTO CUHIPOMA Y TTAIIUEHTKH.

[Tcuxuueckue pacctporictBa Habmonanuchb y 12 (60,00%) 00opHBIX Ha pa3HBIX
ATanax pa3BUTHs 3a001eBaHus. M3011MPOBaHHO MICUXUYECKHE TTPOSBICHNUS B Ie0I0TE 3a-
0oJieBaHUs ONTUCAHBI Y TPeX OOJIBHBIX, YTO 3HAYUTEILHO 3aTPYAHSIO CBOCBPEMEHHYIO
nuarHoctuky ['JI/]. I3 anamHecTHYeCKHUX JaHHBIX U3BECTHO, UTO B IETCKOM BO3pacre
(mpeHeBpoiornueckas craaus 3adonesanus) y apoux (10,00%) nmarueHTOB OTMEUCHBI
O0COOCHHOCTH MOBEJICHUS B BUJE 3aMKHYTOCTH, IMOI[MOHATHHO-BOJIEBBIX HAPYIIICHU,
WHTEIUIEKTYaIbHO-MHECTUYECKOIO CHUKEHUSA, CKIIOHHOCTH K JIEMTPECCUBHBIM COCTOS-
HusiM. OIWH U3 MAIMEeHTOB ¢ 6-JIETHETO BO3pacTa HaOI0JaICs Y IICUXUATPOB IO TIPH-
YMHE ayTHCTHYECKUX PACCTPOUCTB. HeBpomornueckass CMMONTOMAaTHKA B BUJIE THUIIEPKH-
HETUYECKOTO CUHIPOMA MPUCOSAMHIIACH TOJIHKO B 24 1012 (TaHHBIN KIMHUYECKUU CITy-
yaii onvcad Bbilie). B o1HOM citydae pa3BuIIOCh BBIPAXKEHHOE JIETIPECCUBHOE COCTO SIHUE.

B IMPCHCBPOJIOTHUICCKYO CTAIU IO 3a001€BaHUS Y ICCTU ITaUCHTOB OTMCYAJIMCh 3aMC/I-
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JIEHHOCTh NMCUXUYECKUX MPOLIECCOB, CHUKEHUE MCUXUUECKON aKTUBHOCTH, yTOMIISAEC-
MOCTb, c1a00CTh MO0y KAcHMIA. B n1ByxX ciyuasnx (10,00%) pa3BUTHIO HEBPOJIOTUUECKOM
CUMIITOMATHKHU TPEIICCTBOBAIN IICUXOMATONOI0OHBIE MPOSBICHUS B BUJIE KOH (PIMKT-
HOCTH, CKJIOHHOCTH K aHTHCOIMAJILHBIM TOCTYTIKAM, CEKCYalIbHOW pacTOPMOKEHHOCTH,
wxkuBocTH. AddekTuBHbe nposiBiicHUs orMedeHbl y aByX (10,0%) mamueHToB Ha
HauyaJbHbIX ATAllaX IPUCOEANHEHHUS HEBPOJOTHUYECKON CHMIITOMATHUKH B BU/1€ BCIIBILLIEK
arpeccuu, rHeBJIMBOCTH. [To Mepe mporpeccrupoBanusi HEBPOJIOTUIECKON CUMIITOMATUKU
MMEJI0 MECTO CHUKEHUE MAMSITH Pa3HOU CTETIEHH BHIPAKEHHOCTH U KPUTUKU K CBOEMY
cocrosiauio (N=2, 10,00%).

[TapanounaHble MCUX03bl, TAJUTIOLUHAIIUY, TapadpeHus, OpeoBbIe U MAHUAKAITb-
HBIE COCTOSIHUSI OOJIbHBIX HE BCTPEYAIHCH.

[IpuBOIMM KIIMHUYECKUN CITy4Yai, KOTOPBIA HAIJISIHO IEMOHCTPUPYET HaYaJIbHbIE
nposiiieHus [ JIJ] B BUAE MICUXUYECKHUX pACCTPOUCTB.

Knununvecknii npumep S. boabnas P., 31 roja, HanpaBJieHa ICUXAATPOM C 11€-
JIbI0 YTOUHEHU S IUarHo3a.

XKanobwr Ha CKOBAHHOCTb, 3aMEUICHHOCTb JIBUKEHUH, HEYCTOMUYMBOCTh IMPH
x0/1p0€e ("4acTble NaJieHus), HapyIIeHUs TTI0TaHU s, pEUH, 3ByYHOCTH r0JIOCa, MEJIKH 10~
YEPK, IPOKAHUE B PyKaX, HAPYUICHUS] MEHCTPYAJIbHOIO IIUKJIA.

U3 anamnesa: cautaet ceds 6osapHOM ¢ 18 neT, Koraa BriepBble pa3BUIICS ATH30]
JCTIPECCHUH BO BpeMs yueObl B MHCTUTYTE. B TeueHne 2-X Hexenb OeCIOKOMIH HapyIe-
HUE CHa, CHH)KCHHUE allleTUTa, CHUKEeHHbIN (OH HacTpoenus, anatus. [Tocemam cyuim-
JalbHBIE MBICIHM. 32 MEIUIIMHCKOM MOMOIIBI0 He olpamanack. B mocnemnyromem
yCHEUIHO MPOJ0JIKUIIA 00pa3oBaHue, TPYyI0ycTpomiiack. B 24 roga BO30OHOBUIIUCH JKa-
700bI HAa CHUKEHHBIN (POH HACTpOeHUs, HapylieHue cHa. [loaBuINChH pa3apaxuTeb-
HOCTb, BsJIOCTh. ['0Bopuna: « He 3Haro, uto MHe nenath. He moiiay Ha paboTy».

C TeyeHuEeM BpEMEHU COCTOSTHUE YXYIIIUIIOCh. [I0SBUINMCh NEPUOIBI ABUTATENb-
HOTO 0€CIIOKONCTBA, CMEHSIIOIINECS 3aTOPMOKEHHOCTBIO, TUTIEPCAIMBALIMS, HApYIIEHHE
peun. C 24 net HaOI01a71aCh IICUXUATPOM ¢ Juarno3om: Llnzodpenns, s1m30 1udecKuii
TUT TEYCHUS C HapacTaromuM JaedeKToM TMIYHOCTU. Heckonbko pa3 n3-3a yXyIieHus

COCTOSIHUS Obll1a TOCIIUTATM3UPOBAHA B IIcUXHaTpudeckoe otaeneHue. Ha oue nevenus
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HEWPOJIENTUKAMU, KOTOPbIE IPUHUMAIIA HEPETYJISIPHO, COCTOSIHUE MPOIPECCUBHO YXY/I-
1aJI0Ch B BUJIE HAPACTAHUS PEUEBbIX, IBUTATEIILHBIX PACCTPOMCTB, CIIFOHOTECUCHUSL.

B nesponocuueckom cmamyce: CozHanue sicHoe. B Mmecte 1 BpeMeHU OpUEHTHPO-
BaHa. Co CTOPOHBI YEPETTHBIX HEPBOB: IBUKEHHUE TT1a3HbIX I0JIOK B IOJIHOM 00BEME, T1-
IJIONWH, HUCTarMa HeT. @OTOpeakny 3padykoB )KuBbIe. [ nmomumusi. BeipakeHHas quc-
donus, quzaptpus, mucharus. CaronoteueHue. [lapezoB Het. [loBbIlIeHIE MBITIIEYHOTO
TOHYCA 10 SKCTPAUPAMUIHOMY TUIY B aKCUAJIBHOM MyCKYJIaType U B MyCKYJIaType Ko-
HeuHocTei. [Ipu nccneroBaHUY MBIIIIEYHOTO TOHYCA HapacTaroIasi pUTHAHOCTS. [ y6o-
Kue pedIeKChl 0KUBIICHBI, 0€3 pa3HUllbl cTOpoH. Peduiekc SAkobcona-Jlackac AByx cTO-
poH. Heycroitunpa B ycinoxxuénHoi no3e Pomoepra. [Ipu BbITIOTHEHNY TTaJTb1IE-HOCOBOM
U TISATOYHO-KOJIEHHOM P00 rpyObIii MHTEHIIMOHHBINA TpeMop. [Ipu BeImosHeHUH 11eTIeHa-
MPABJICHHBIX ICHCTBUI TPEMOP CTAHOBUTCS KPYITHO aMIIJIUTYJHBIM, UTO 3aTPYIHAET Ca-
MOOOCITyXKHBaHHE (KOPMSAT C JIOKKH, HE MOKET CHATH 00yBb, PACCTETHYTh ITYTOBUIIBI).
JlucmeTtpusi, GoJbIle BRIpaXXEHHAsI B TPaBOM pyKe. 3aTpyAHEHa X0/1b0a M0 MPSIMOH Jn-
Huu. Mukporpadus.

IIpu o6credosanuu’: B 001eM aHATU3e KPOBH - Tpomboruromnenus 150 x 10%/,
yBenuuenue aktuBHocT [T TII o 41 ME/L (nopma no 32 ME/L), nokazatenu AJIT,
ACT, menouno# pocdarasbl, OunupyOrHa, THUMOJIOBOM TPOOKI B Tpeienax HOpMbL Y31
MEYEHU - yMEPEHHOE yBETUUEHUE pa3MepoB U 1 (¢ y3HbIe N3MEHEHUS TKAHU B BUJIE TI0-
BBIIICHUS DXOTCHHOCTH; ceye3éHka yBennueHa (15x63mm). CBOOOIHOM JKUIKOCTH B
Opro1IHOM moJsiocTu He onpeaensercs. MPT roinoBHoro mMosra — pacuimpenue cyoapax-
HOUJAJIBHOIO IIPOCTPAHCTBA, MO3Ta, JIETKas aTpodus MOTyIIapyid, BbISIBICHbI THIEPHH-
TeHCHUBHBIE B T2 — B3BEIIEHHOM U300paKeHUH 04aru nu3MmeHeHHoro MP-curnana B o6ua-
CTU 0a3aJbHBIX TAHIJIMEB CUMMETPUYHO C 00EUX CTOPOH. Pe3ynbTaThl Hcciie10BaHus
MEJHOTO OOMEHa: Me/Ib CBIBOPOTKH KPOBH 8,6 MKMOJIB/1T (HOpMa 12 - 24MKMOJIB/T), Cy-
TouHas Meap MouH 2,0 Mmmons/a (HopMma 0,03 - 1,26 MMoutb/i).

VYuuTbiBas 3KCTpaupaMUIHbIE U ICUXUYECKUE HAPYIIEHUs y O0IbHOM, HaIM4Ine
TPOMOOITUTOTICHUH, SIBJICHUM TUTIEPCIIJICHU3MA, U3MEHEHHU M B MEHO-0SJIIKOBOM OOMEHE,

IMPU3HAKOB IMOPAKCHUA ITIOAKOPKOBLIX CTPYKTYP I'OJIOBHOT'O MO3r'a, ITIOCTABJICH JWUATHO3:
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I'JI1, puruaHo-aposkarenbHas popma. Pe3ynbraTbl MOTEKYISPHO-TEHETUUECKOrO K CCIle-
JOBaHUS MOATBEPIUIN IUarHo3, BbisaBIeHbl MyTanuu ¢.3402delC/c.2304dupC B kom-
NayH/I-T€TePO3UTOTHOM COCTOSIHUM.

Hasznauena meapaiumuuupytomas tepanus. Hadmonenue 3a 601pHOM Ha G oHe
MMaTOr€HETUYECKOM TEPAITHU TOKA3aJI0 TOJTHOE Ky POBAHUE IICUXUATPUYECKON CUMIITO-
MaTUKHU. B HEBPOJIOrMUECKOM CTaTyCE COXPAHSETCs IUCTOHUSI IPABOM HOTH, TPEMOP KY-
MUPOBAH, BOZMOXKHO BBITTOTHEHUE TOUHBIX AEUCTBUN pyKaMH, TPEOYIOITUX MEIKON MO-
TOPHUKHU (BBIIITUBAHKE, PUCOBAHUE).

JIaHHBIN KIIMHAYECKUH CiTyda moguepkuBaeT AuddepeHimaibH O-1MarHoCTHye-
CKHE TPYAHOCTH MPH pa3rpaHUUYCHUU ITM30(PPEHOMOI00HBIX U JEMTPECCUBHBIX COCTOS-
Huit npu ['JIJ] oT paznuusbIx popM ncuxuaTpudeckux Hozonoruit. HemooueHnka HeBpo-
JIOTUYECKON CUMITOMATUKY Ha (DOHE ICUXUYECKUX CUMIITOMOB IPUBEJa K HECBOEBpE-
MEHHOM JMarHOCTUKeE 3a00J1eBaHus (HAOII0/IeHHe y TICUXMATPOB B TEUCHUE 5 JIET) U, KaK
CJIEJICTBUE, HECBOEBPEMEHHO HAYaTOM ME/Ib3JIMMUHUPYIOILEH TEPATTUU.

B cooTBeTCTBUY C MPUHSATOMN B HAIIIEH CTpaHE KITMHUIECKOHN Kilaccudukaimei 6o-
ne3nu, npeaioxkenHo KonosanoseiM H.B. (1960 1.), B 3aBUCUMOCTH OT CTaaud U
b opmbl 3a00eBaHMsI O0TBHBIC PACTIPEACISUTUCH CASAYIOIINM 00pa30oM: a0 JOMUHATBHAS
(«OpromHas») - 2 (10,00%), npoxarenbHas - 5 (25,00%), apokaTenbHo-puruaHas — 13
(65,00%) (Tabmuma2).

Tabnuna 2 - Pactipeaenenue 6onpubix ['JIJ] mo popmam 3a6oneBanus

dopma Ooste3HU KoanuecTBo maimeHToB
a0c. P+m, %
JpoxatenpHas 5 25,0+9,7
JIpoxaTeIbHO-pHTH THAS 13 65,0+10,7
ApUTMOTUIIEPKUHETAYECCKASI 0 0
DKCTpanupaMu THOKOPKOBas 0 0
AOroMuHaIbHAs (« OproNIHAsDY) 2 10,0+6,7

B GosbinHCTBE Ciy4yaeB BbISBIISIIACH ApoKaTeabHO-puruaHas popma (p<0,05).
NmenHo 3T0 popma 6oJiee BCero COOTBETCTBYET popMe 3a001€BaHusl, ONHCaHHON Buib-
coHoM. Bo3pact ne6roTa KITMHIYECKHX MTPOSIBJICHUN Y 3TOU TpyMIbl 00IbHBIX KOseOancs

ot 15 no 43 net u coctaBun B cpeanem 20,06+12,53 net. Y mectu (46,15%) 00bHBIX 13
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13 nmenach nncuxoHeBposiornieckas MaHuecralys 3a001€BaH I, B OCTATBHBIX CITyJasX
(53,85%, n=7) nebroT OOIE3HN XapaKTEPH30BAICT HATMIHMEM COMATHYECKOM ITaTOIOIH.
HeBponoruueckas craaus 3a00JIeBaHUS COMPOBOXKIAANIACH OJHOBPEMEHHBIM Pa3BUTHEM
PUTHIHOCTH U TPEMOPA MOCTYPATbHO-KUHETUUECKOTO TUIIA B COUETAaHUHU C TUc(aruei,
TU3apTpUEH U IPYyTUMU CUMIITOMAaMH aMUOCTAaTUYECKOro cuMIIToMoKoMmILekca. Coot-
HOILIEHUE PUTUAHOCTH U IPOKAHUS BAPHUPOBAJIO B PA3HBIX CTydasiX.

JlpoxatenpHas opMa SIBIASETCS BTOPOM MO YacCTOTE M COOTBETCTBYET hopMe
Becrdans-1Tprommess, a1t KOTOpOU XapaKTepHbI 0oJiee O3 AHUM 1e0I0T U T0OpoKaye-
CTBEHHOE TeueHue. Bo3pact Hauasa 00JI€3HH y TaHHBIX O0JIbHBIX KOJie0ascs oT 6 10 39
JeT U coctaBuia B cpeHeM 26,00+17,56 net. Tpoe manueHToB U3 3TOM IPYIIIIBI SIBJISUTUCH
pOaHBIMU cOcaMu. /[Boe 3 HUX OBLIN BBISBIICHBI B PE3yJIbTaTE aKTHBHOTO 00CIIE10BA-
HUS 9WICHOB CEMbH ITOCIIC YCTAHOBJICHHS JMATHO3a Y CECTPHI. Y KaXKI0T0 U3 HUX 00JIC3Hb
Je0I0TUPOBAIa COMATUYECKUMHU CUMIITOMAMHU. Y OJIHOM U3 CECTEP B TOM CEMbE JUArHo3
OBLTT YCTAHOBJICH YK€ MPH HATMYH Y HEBPOIOTHUECKONM CHMITOMATHKY M KITMHUYECKUX
MIPU3HAKOB XPOHUYECKOTO TeraTuTa.

VY 01HOTrO U3 MaIMEeHTOB ¢ ApoxaTeabHOM (hopMoit 3a00sIeBaHNs OTMEUAJICS PaH-
HUM 1e0I0T MICUXOHEBPOJIOTUIECKON CUMITTOMATHKH B BUJIE TPEMOPA PYK C O-J€THEro
BO3pacTa B COYETAHUH C ICUXUYECKUMU paccTpoicTBaMu. HTEpec mpeACcTaBsIeT HETH-
nUYHast i1 9ToM (hopMbl paHHsis MaHUdecTanus 6ones3nu. [lpuBoaum nanHoe Habmoe-
HHUE.

Kannnvecknii npumep 6. boasnoii b., 1998 r. poxxaeHus, TOCTyNuII B AETCKOE
MICUXOHEBPOJIOrMYECKOE OTEICHHUE C KalloOaMH Ha TPEMOP B pyKaX, SIMOLMOHABHYIO
Ta0UIIbHOCTD, TOBBIIIICHHYIO YTOMIISIEMOCTb.

U3 anamnesa: Pedenok ot Il 6epemenHoctH, mporekasiiieil Ha (POHE MOBBILICHUS
apTEpUAIBHOTO JABJICHUSI, OTEKOB BO BTOPOM MOJIOBUHE, BTOPBIX CPOUYHBIX POJIOB KPYTI-
HBIM TIJIOJIOM B SITOJUYHOM ITpeyieskanuu. Ha mepBom roay sku3Hu HaOIOAICS HEBPO-
JIOTOM J10 4-X MECSIIIEB C kKajo00aMH Ha TpeMOp 1Mo 100POIKa, PYK, CphITMBaHUS. J{narHos:
[TepunatansHoe nopaxenre [IHC rumokcuyecku-TpaBMaTH4eCKOro reHe3a; TuiepTeH-
3MOHHO-TUApoLedATLHBIA CHHIPOM, CUHIPOM JIBYCTOPOHHEHN MUPAMUIHON HEJ0CTATOY-

HocTH. Jlanee HeBposorom He Habmonancs. [1o naHHbIM aMOyIaTOPHON KapThl, 5Kaji00bl
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Ha TOLIHOTY, pPBOTY BIiepBbIe MOSBWINCH B 2004 r. Y cranoBieH Auarno3: OyHKIMOH b
HOE PacCTPOICTBO MUIIIEBAPEHUS; 00CIe10BaHke He TpoBoauiIock. Co ClIoB Matepu, B
ATOM K€ BO3pacCTe MOSBUIICS TPEMOP B pyKax MPH BHINOJHEHUHN CIOKHBIX 11€JICHAIPAaB-
JICHHBIX IEUCTBUI (HE MOT pe3aTh OyMary HOXXHUIIAMHU, KPACUBO TUCATh, Pa3yKpallllBaTh
o KoHTYypy). B 2009 r. BHOBB 0Opatiaics 3a MEAUIIMHCKOM MOMOIIIBIO C jkaj00aMu Ha
00711 B ’KMBOTE, TOMHOTY. Habmonancs y racTposHTeposiora ¢ Auarno3oM: Jluckunesust
KeITYeBbIBOIAIIMX TyTel. T peMop coxpansuics. Uepes 2 rojja oTMeuanoch BO30OHOBIIE-
HUE BBIIICONMUCAHHBIX kall00. B OMoXMMUYECKOM aHaIM3€ KPOBH IO JaHHBIM amOyia-
TOPHOM KapThl MPOCIEKUBAIOCH YBEIMYEHHE TTOKA3aTEIEH TEUYEHOYHbIX TPAaHCAMUHA3:
AJIT 1o 191,2—-122 - 94 En/n, ACT no 77 — 81— 94 - 96,3 EJI/n. HanpasieH Ha cTaiu-
OHapHOE 00ce0BaHuE ¢ TMarHo30oM: [ enatut HeyrouHeHHo aTuonoruu. B 2012 1. mo-
Jy4as JieueHUe B MH()EKITMOHHOM OTACTICHUU C TUATHO30M: X POHUYECKUI BUPYCHBIN I'e-
natut (HeauddepeHInpoBaHHBIN) YMEPEHHOM CTETIEHH aKTUBHOCTU. B OnoxumMuyeckom
aHaiM3€e KPOBU COXPAHSIICS OBBILICHHBIA YPOBEHb TPaH CAMUHA3. AHAIIN3 KPOBU Ha re-
natuthl — [P T TV nonoxurenbHas.

IIpu nocmynnenuu 6 cmayuonap: COCTOSIHUE yIOBJIETBOpUTENBbHOE. KOKHBIE ITO-
KpOBBI UK CThIe. ApTepuanbHoe aaBiaeHue — 110/80 MM pT. CT., ysbc — 79 yaapoB B MUH.
[TanpnaTOpHO KUBOT MSITKU, 6€300e3HeHHbIN. [IeueHb u cene3eHka OObIYHBIX pa3Me-
pOB.

Hesponoeuueckuii cmamyc: Coznanue sicaoe. O0I1eM03roBoi 1 MEHHHT€aIbHON
CUMIITOMAaTUKU HET. YepermHO-MO3roBbIE HEPBbI: IBUKEHUE IN1a3HbIX SI0J0K B IMOJHOM
o0beMe. ['oOpu30HTaNIbHBIN HUCTAIM B KpailHUX OTBeACHUIX. DOTOpEaKIINK 3pauKOB Ha
CBET, KOHBEPIeHLM IO, AKKOMOAIIMIO )KUBbIE. JIuio cummerpuuno. ['nortanue, oHarms
HE HapyLIeHbI. S3bIK 10 cpeiHel TMHUU. MbIIIeuH bl TOHYC YMEPEHHO AU ¢ (Py3HO CHU-
xeH. OObeM aKTUBHBIX U [TAaCCUBHBIX IBUKECHU M MONTHBIN. CyX0KHUIIbHBIE pe(IICKCHI KU-
BbI€, CHMMeTpHU4HbIe. B mpocToii mo3e PomOepra ycToiuns, B yCI05KHEHHOM — MOIIATHI-
BaeTcsl. UHTEHIIMOHHBIN M YMEPEHHO BbIPAKEHHBIN MOCTYpaibHbIN TpeMop. CeHCOpHBIX
HapyueHur HeT. OyHKIMS Ta30BbIX OPTaHOB HE HApyLIEHA.

Pezynomamui o6credosanus 6 cmayuonape:

B obwem ananuze kposu u oowem ananuze mouu — 6€3 NaToJIOTUH.
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buoxumuueckuti ananuz kposu — obuwmit 6emnox 71,6 r/n, anpoymun 47,4 En/n,
rroKo3a 5,32 mmonw/a, menounas pocdarasza 841,8 U/, AJIT 41 En/n, ACT 61 En/m,
xosecTepuH 3,67 MMOJb/1, OMIUpPyOrH o01Mid 22,6 MKMOJIB/1 OUIupyOuH npsimoit 4,5
MKMOJIb/JI.

OKI' - BolpaxkeHHas ciHycoBasi Opaaukapaus 46 yu. B muH. Kapanonnepsanorpa-
(us - HICXOIHBIN BEeTeTaTUBHBIN TOHYC — BarOTOHUS, BET€TaTUBHAS PEaKTUBHOCTH - HOP-
MaJbHasl.

Y3U opearnos oprowinoti norocmu — TOMTAHA TPABOU J0JIM TieueHH 12,1 cM, JieBoit
8,9¢cM., 3XOCTPYKTypa — OJHOPOAHAs, MOBBIIIEHHE 3XOTEHHOCTH OT MEPUIIOPTATIBHBIX
cTpyKTyp. Cene3eHka: 3XOreHHOCTh HOpMaJIbHAsL, CTPYKTYpa OTHOPOAHA, pazMepsl 10,3
X 9cm. JKenmuHblil my3bIpb OOBIYHBIX PA3MEPOB, CTEHKU HE YIIJIOTHEHBI.

Anacmoepagusa newenu — pe3yabTaT U3MEPEHUN COOTBETCTBYET (UOPO3Y CTATUH
F1 mo METAVIR.

Toxazamenu oomena meou: niepynornasmud 13,75 mr/n (Hopma: 170 — 450 mr/im),
Meab KpoBH — 3,3 MkMoJb/1 (HopMa: 10 — 18 MKkMOmb/1), Meab cyTouHOM Mouun — 1,8
MKMOJIb/JT (Hopma: 0,03 — 1,26 MKMOJIB/T).

MPT 201061020 MO32a — CTPYKTYPBI MO3Ta HE CMEIIIEHBI, 00BEMHBIX 00pa30BaHHiA,
MaTOJIOTMYECKUX 0YaroB, COCYAUCTHIX aHEBPU3M U MalIb(hopMalnii He BBISIBICHO, HKEITy-
JIOYKH HE PACIIUPEHbI, apaXHOUAATBHBIC TPOCTPAHCTBA HE U3MEHEHBI, OPOUTHL, MPUIA-
TOYHBIE 1A3yX1 HE U3MECHEHBI.

Ocmomp oghmanvmonoca —NaTOIOTHU HE BBISBICHO, Koutel] Kaitzepa — dneitiepa
HE 0OHapPYKEHO.

VYuuThiBas HaJIU4uMe TPEMOpay 00JIbHOT0, MOBBIILEHNE YPOBHS I€YEHOUYHBIX TPaH-
caMHHa3, MaTOTHOMOHWYHBIC N3MEHEHUs IToKa3aTeNield oOMeHa Mein, Hanuuue Gpudposza
0 JaHHBIM 3J1acTorpaduu, yctanonneH auarnos: ['JIJ1, npoxarensHas popma.

Jlraruo3 NoATBEPKIACH MOIEKYIAPHO-2EHEMUY eCKUM UCCIe008aHueM - BbISIBIICHA
tunuyHasg MmaxopHast MyTtauus His1069 Gln (3207C>A) rena ATP7B B romo3urornom

COCTOSAHHNH.
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Yepes nBa rosia oT Havasila MEIBIIMMUHUPYIOIICH Tepald B BO3PACTHOU J03€
HOPMaJTM30BATHCh TOKA3aTEN IEYCHOYHBIX TPAHCAMIHA3, YMEHBIINIIACh CTETICHb (hH0-
po3a no ganHbeiM dnactomerpuu (FO-Flmo METAVIR), ynydmunscs sMOIIuoHaIBHBINA
(oH, coxpaHseTCs JIETKUM NHTEHIIMOHHBIN TPEMOP B pyKax IPU KOOPAUHATOPHBIX IIPO-
0ax 1 HMOLIMOHAJILHOM HamnpsbkeHuu. [lannenT yenenmo npoaoixkaeT o0yueHue B yueo-
HOM 3aBEJICHUH.

JIaHHBIA KIIMHUYECKUAM CITydai MPEACTABISECT MHTEPEC JOCTATOYHO pAaHHUM Hayva-
JIOM HEBPOJIOTUYECKUX KIIMHUYECKUX ITPOSIBIICHUM B BUJIE TPEMOPA, COOTBETCTBYET JI0-
CTaTOYHO JJOOPOKAYECTBEHHOMY TeUeHUIO TaHHOH (popMbL [TokasbIBaer, 4To U JTHOOBIX
MPOSIBICHUSIX SKCTPATUPAMUIHON CUMIITOMATUKH, TEM 00JIe€ COUETAIOIINXCS C IUCTIETI-
TUYECKUMH PacCTPOMCTBAMU, HapylIeHHEeM (YHKIIUU MEYeHU B JETCKOM BO3pacre
noJpkHa ObITh HcKiroucHa [JI/].

VY HabnrogaeMpIX HaMU MAIMEHTOB ApUTMOTHUIIEPKUHETUUECKON U SKCTparupam-
MUTHO-KOPKOBOM (hopMbl 3aDUKCHUPOBAaHO HE ObLIO. DKCTparupamMHIHO-KOPKOBas
¢dbopma, Kak U3BECTHO, HE SBJISICTCSI CAMOCTOSITEIHHON U MOKET PA3BUBATHCS C TCUCHUEM

BpEMEHU U3 ApYyrux Gpopm 3a00eBaHuUsl.

4.4 ComaTuveckue npo siBjieHus 320 0J1IeBaHUS

CoMatndeckue mposiBieHUS 3a001eBaHNsI ObLTH BBISIBJICHBI y BCEX MAIIHCHTOB (B
100,0% ciyuaeB). Cpeanuii Bo3pact MaHHU (ECTAIMK BUCIIEPATIbHBIX TPOSIBICHUI COCTa-
Bt 20,45+1,90 net. ¥V 10 nanuento (50%) 3a6osieBanue 1e0I0TUPOBAIIO Pa3TMYHBIMU
CHUMITTOMAaMH TMOPAYKEHUSI BHYTPEHHHUX OPTAHOB 33]I0JITO JIO MOSIBJICHUS ICUXOHEBPOJIO-
TUYECKOU CUMITTOMATUKH.

VY Bcex MalueHTOB UMETUCh KIMHUKO-1a00paTopHbie, MOpdoiornueckue J1uodo
WHCTPYMEHTAIbHBIC MPU3HAKU MOPAXKCHHS TAPSHXUMBI TICUCH.

B anamuese y Tpex (15,00%) mariueHToB OTMEUAIUCH SITU30JMYCCKUE JTUCITETICH-

YeCKHUE PacCTPOMCTBA C IETCKOro Bo3pacTa, y 1Byx (10,00%) - BBISBISUIOCH CTOHKOE IO~



86
BBIIIICHUE YPOBHS TPaHCaMIHA3 ¥ OMJIMPYOHHA B CBIBOPOTKE KPOBU 0€3 KaKMX-JIMOO KU~
HUYCCKUX MpOosiBIcHUI 3a0oneBanus. B ogaom (5,00%) ciydae nMenock yka3aHue Ha
«KEIITYXy», IEPEHECCHHYIO B ICTCKOM BO3pacTe.

[To pe3ynbTaTaM KIMHHUKO-T1a00paTOPHOTO, MOP(OJIOTHUYECKOTO, U UHCTPYMEH-
TaJIbHOTO METOA0B 00CJIeI0BaHUS IIUPPO3 EUEHU AUATHOCTUPOBAH HA MOMEHT YCTaHOB-
aeuus quarnosa [JI/1y 13 6onbabIx (65,00% cityuaeB), y ueTsipex (30,8%) maruenToB
OH OBLJT KOMIIEHCHPOBAHHBIN. B 0THOM clTydae nmena MecTo MaHudecTaIus 3a00ieBa-
HUS C IEKOMIICHCUPOBAHHOTO ITUPPO3a MEUECHH, COITPOBOKIAAOIIETOCS OTEYHO -aCIUTH-
YECKUM CHHJIPOMOM B TsDKEJION (popMme. Y Ipyroii MaueHTKH IeKOMITEHCAIUS [INppo3a
HacTyIuia B pe3yibTare GU3n4IecKuX Harpy30K 1 oTrpentHocTel B quete. Eiie B oqHOM
citydae mpu abIoMUHAIBHOM (hopMe O0JIE3HH IEeKOMIIEHCAITHS IIUPPO3a OTMETaIach Ha
¢doHe ocTporo MHQEKIMOHHOTO 3a00aeBanud. [Ipu3HaKky MOPTaIbHON TUIIEPTEH3UU 32
nepuo/1 HaOII0ACHMS 32 OOJTBLHBIMU C IIUPPO30M MIEUEHU OTMEUYEHBI B BU/IE CIIJICHOMETa-
JIMU BO BCEX CIIyYasx, pacIupeHUs BeH mopraibHou cuctembl y 7 (35,00%) marnueHToB,
BapUKO3HOro pacmupenns BeH nuineBogay 4 (20,00%), acuura y 4 (20,00%). ¥V nByx
6onpHBIX (10,00%) oTMeyaioch KPOBOTEUEHHE M3 BAPUKO3HO PACIITMPEHHBIX BEH MTHIIIC-
BoJia. B 000uX ci1ydasix OHO SIBUJIOCH TPUUMHOM JIETAIBHOTO UCX0/1a 3a00I€BaHHUSL.

B 35,00% (n=7) HaOroeHHI ITUPPO3 IEYCHH OTCYTCTBOBA, UMEJIUCh TTPU3HAKU
XPOHUYECKOTO T'elaTuTa pa3IndHoM cTerneHn akTuBHOCTA. Y 1saTH (25,00%) 00bHBIX
yCTaHOBJICHBI TPU3HAKH JTATEHTHO TEKYIIEr0o XpOHMYECKOro renatuta. OJIMH MalyeHT B
TEUYCHUE T0/1a HAOJIFOIAJICS 110 TTOBOIY XPOHUYECKOTO Ay TOMMMYHHOTO TEIIaTHTA C yKe
MMEIOITUMUCSI )KaTo0aMu Ha TPEMOP B PyKax B TEUEHHUE HECKOJIBKUX JICT (JTAaHHBIA KJTH-
HUYECKHUH TPUMEp ONMCaH BhIIE). B Ipyrom ciiydae nmpu3Haku MOpaKEHUS TKaHU Tie-
YEHU MPY HAJIMYWH TICUXOHEBPOJIOTHUECKUX CHMITTOMOB 3a00JIEBaHUS YAIOCh YCTaHO-
BUTb TOJIBKO JIUIIITB TTOCTIE TPOBEACHUs dacTorpaduu nedenu. T akum 06pa3om, mopaxke-
Hue nedeHu npu ['JI]] xapakTepusyercst BRICOKOM 9acTOTOM I PPOTHUIECKOM TpaH chop-
MalliU MeYCHH MPU OTCYTCTBUU CBOEBPEMEHHOM MTaTOT€HETUUECKOM Tepamui.

Hepenko npu Hanmum4Iuu XpOHUYECKUX 3a00JIeBaHHU TIEYSHU B MOJIOZIOM BO3pacTe

I'JI/] He BKIIIOUaeTCA B iepedeHb au ( hepeHIInaIbHBIX JMAarHO30B, YTO IIPUBOJINT K 1 a-
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THOCTHKE 8y TOMMMYHHOTO T€IIaTHTa, TI0 TTIOBO Ty KOTOPOTO MAIIUEeHTHI C JCKOMITCHCHPO-
BAHHBIM ITUPPO30M IISUSHHU JUTUTSITHHOE BPEMsI JINIIICHBI YKH3HECHHO HEO0OXO0IMMOH ITaTo-
TeHETHYECKOM TepaItvu.

OyIbMUHAHTHBIN TEMaTUT, KOTOPBIH SBJISCTCS PEIKUM U KpaliHe HeOJarompusr-
HBIM B MIPOTHOCTUYECKOM OTHOIIIEHU Y MposiBieHreM [ JIJ], mpuBoAsSIINM K JI€TaTbHOMY
ncxoay npaktudecku B 100 % ciydaeB, HM y OJJTHOTO M3 HAOIIOAaeMbIX TTAITIEHTOB OTIH-
caH He ObLI.

[TaTosornueckue U3MEHEHUsSI CO CTOPOHBI KEITYHOTO MY3BIPS B 00CIEIyeMOi
rpymiie Berpedanuch y 3 (15,00%) G0JIbHBIX M COMPOBOKIAIICH 00pa30BaHUEM KOHKpe-
MEHTOB.

DHAOKPUHOMATUN TTPOSBIUTN ceOsl HAPYIIIEHHEM MEHCTPYTHHOTO ITUKIIA (JIUC- U
aMEHOpeN) y )KeHIIUH ¢ 13-16 eT, Kak OTHU U3 NEePBbIX KIMHUYECKUX MPOSBIECHHN 3a-
OoneBanus B 5 cimydasx (25,00%), 9To Ha MHOTO JIET MPEANIECTBOBAIO HEBPOJIOTHUECKON
MeYCHOYHOM cuMIIToMaTrke. Y Tpex marueHTok (15,00%) HapyiieHrue MeHCTpyaTbHOrO
[IUKJIa IPUCOSAMHIIOCH Ha CTa/IUM MTEUYEHOYHBIX U HEBPOJIOTHMYECKUX MPOSBICHUN 60-
ne3nu. HopmanbHoe TedeHre 6epeMEeHHOCTH OTMEUAJIOCh Y MSTH OOJIbHBIX Ha JJOKJIHUHHU-
yecKkoM dTare 3adoneBanus. B aByx cimyqasx (10,00%) Bo Bpemst 6epeMEHHOCTH OTMe-
Jajach KJIWHUYECKas MaHU(ecTaIys MeYCHOYHBIX TPOSBIICHU M 00sie3HU. Y OHOM U3
ATUX MAIUEHTOK BTOpas OepeMeHHOCTh Obllla MpepBaHa Ha BOCHbMOM Hellese Mo MeIu-
[IMHCKUM TTOKA3aHHUsIM 10 TPUYUHE PE3KOT0 YXYIIIIEHHS COCTOSHHUSA (C1a00CTh, CHUKE-
HUE apTepUAIBHOTO AaBJICHUS, TUTIEPOMIHPYOrHEMUs], TpoMOOIMTONIEHHS ). B 1BYX City-
yasx (10,00%) oTmedasmch caMoNpor3BoibHbIC a00pThI. O/IHA MAIMEHTKA HA0JIF0/1a1ach
y THHEKOJI0Ta 0 TTOBOTy OECTIIIOMS C YK€ MMEIOIIMMHUCSI « TE€YEHOUHBIMU» TTPOSIBIICHHU-
simu 3a0osieBanus. [ mHexkomactus (y 1 maruenTa) mosiBuiach 3a 1 roa 1o Mmanudecrarmm
HEBPOJIOTHYEeCKO cuMntoMaTuky. [1py o6cienoBannu y JaHHOTO OOJILHOTO BBISIBIICHBI
MPU3HAKHU TOPAKEHUS TTCUCHH.

Hannure KOHKpeMEeHTOB B IMOYKaX KaK MPOSBJICHUE MPOKCUMAIbHBIX KaHAJTbIIe-
BBIX HapyIIeHHUI oTMeuasoch B 4 ciydasx (20,00%) Ha ¢hoHe HEBPOJIOTUIECKHX TPOSIB-

neHuit 6one3nu. Jlerkas nporennypus, He mpebimaromas 1,0 r/11, BeisiBiieHa B 3-X ClTy-
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gasx (15,00%) koMIieHCHPOBaHHOTO ITUPPO3a TICUCHU. Y OJHON O0JIbHON Ha QoHE je-
KOMITCHCAITNH ITUPPO3a IEYCHU C Pa3BUTHEM OTEUHO-ACIUTUUECKOTO CHHIPOMA HMETIach
npOTeUHYpUs 10 4,5 T/11, B IPYyroM cIydae Takoke B TEPMUHAIBHYIO CTaAH IO 3200JICBaHUSI
Ha (oHE THKEION POPMBI OTEUHO-ACIIMTUUECKOTO CHHAPOMa OTMeYaliach TyOyJionarust
C pa3BUTHEM HEMOJHOro cuHapomMa GaHKOHH B BUJIE aHEMUH, YMEPEHHOU MPOTEUHYPHH,
AIEKTPOJUTHBIX HAPYIIEHUN (TUTIEPKAITUEMUS], TUTIOKAIbIINEMHST). XapaKTEePHBIH JIs
I'JIJI monubii cuaapom @aHKOHU, TPOSBISIONIANCS TPOTEUHYPUEH, TIIFOKO3YPHUEH B CO-
YeTaHUU CO CHUIKEHUEM IIJIOTHOCTU MOYH U TMOBBIIIEHUEM COJIEP>KaHUS COJICH, HE BCTpe-
qaJicsi HA B OJTHOM clTydae.

ApTtpanruu, Kak Hecnelnuduueckre BHeneueHounsle mposisienus ['JI/1, ormeua-
auck y oxnoro manuenTa (5,00%) ¢ koMIeHCHPOBaHHBIM IHPPO30M IICYCHH Ha JTare
MaHHU(eCTaIU HEBPOJIOTMIECKOM CUMITTOMATHKH.

Koxnoit mypmypsl, xapaktepuoii anst ['JIJl, Hu B ogHOM cityyae HaOIIOACHHH,
BKJTI0Yasi OOJIBHBIX C XPOHUUYECKUM IeaTUTOM U LIUPPO30M IIEUESHHU, BBISIBIICHO HE ObLIO.
VY nByx nanuentok (10,00%) ormMeueHO HATMYME CTPHUI Ha KOKE TYJIOBUIIA U KOHEUHO-
creid, B aByx (10,00%) npyrux ciydasx (mamueHTHI SIBJISIOTCS POJHBIMUA CHOCaMH)
HIMEJICS 04arOBbIN JIMIIOMATO3 ITOKOKHOU KJIETYATKH .

I'emopparnuecknii CHHIPOM, IPOSABISIIOIIMKICA KPOBOTOUYHUBOCTBIO IECEH U HOCO-
BBIMH KPOBOTEUYCHHUAMH, OTMeYaJics B Tpex ciydasx (15,00%) B moHeBpoOrHIecKoit
cTaauu 00JIE3HU, MPU HTOM B 00I1IEM aHAIN3€ KPOBU BBISBIISUIUCH TPOMOOIIUTONECHUS U
neikonenus. /J[Be maureHTKy HaOIIoIaTMCh y TeMAaTOJI0rOB C JUAarHO30M «ay TOMMMYH-
Has FeMOJIUTUYECKAsi aHEMHU S C pa3BUTHEM I'€MOJIUTHYECKUX KPU30B». OAHOM U3 HUX IO
npuyrHe Hed(P(HEKTUBHOCTH TEPANIMU TIIIOKOKOPTUKOCTEpOUIaMH Ha (hOHE Tenaro- u
CIJICHOMETAJINH TPOn3BeieHa cruieHykTomus. [lammenTka ¢ skanob6amu Ha yIOpHbIE HO-
COBBIE KPOBOTEUEHUsI HAOII0AAIaCh C TUATHO30M « aHTU(OCHOIUTUAHBINA CUHAPOMY, 110
MOBOJy KOTOPOTO MOJyyajia COOTBETCTBYIOIIYIO TEPANUIO B TEUYEHUE ISITH JIET - JI0 TO-
SIBJICHUS MPU3HAKOB MOPAKEHUs TIEYEHU, HAITPABUBIIMX TUATHOCTUYECKUN TTOUCK B

moJib3y ['JI/I.
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Bogiieuenue B maToaoruyeckuii mpoiiecc a3 BeIpakaioch B 00pa30BaHUN KOJIEI
Kaiizepa - @aeitmepa y 13 nanuenTos (65,0% cinyuaes), B 1Byx caydasx (10,0%) umerno

MCCTO Ppa3BUTHUC HayvaJbHOU CTaauu KaTapaKThbI.

4.5 Pe3yJII>TaTI>I naﬁopaToprlx HHAHCTPYMCHTAJ/IBHBIX ME€TOI0B UCCJIC10Ba-

Hust 00JbHBIX T'JI]]

B pabore wucnonp3oBanM OOMICHPUHSATHI CKPUHUHT KIMHUYECKOrO aHaJIM3a
KPOBU, OMOXMMUYECKHUX JAHHBIX, XapaKTEPU3YIOLIUI COCTOSHHUE TTEUYEHH U MEIHO-0eIT-
KOBOT'0 OOMEHa.

TpomOonuToneHus oTMevanack B 65,00% cinydaes (N=13) co cperHUM ypoBHEM
TpoMOouTOB 142+68 X 10%/11, uT0 OBLIO TOCTOBEPHO HUXKE (p<0,05) B rpyIIIIe GOIBHBIX
C TPOSIBJICHUSMH LIUPPO3a TIEYEHHN B CPABHEHHH C MAIIUEHTAMH, Y KOTOPBIX TOPAKEHUE
MEYEHU BBIPAXKAIOCh TEUEHUEM XpOHHMUYECKOro renatuta. Clienyer OTMETUTh, YTO Y
tpoux (15%) marmeHTOB Ha (hOHE JICUCHHS TCHUIIIJUIAMUHOM OTMEUYAIOCh 3HAYUTEITBHOS
CHIDKEHHE YPOBHS TpoMOo1iuToB 10 40-55-60 x 10%/71, 94T0 OoTpeOOBaIo OTMEHBI ITPETIa-
para.

JleiikonieHus BCTpeyanach 3HAUUTEIbHO pexe - B 30,0% (N=6) HaOmroaeHuit mpu
MUHHMMAJIBHOM YK CJIE JTEHKOIUTOB 2,5%x10%/m.

CHuXeHHe ypoBHs reMoriiodnHa ormeuanock y 5 (25,00%) narueHToB, cpeaHuii
ypOBEHb reMorioouna coctaBui 132,7+18,8 r/m.

[ToBhIlIeHNE yPOBHS TpaHCAMUHA3, OTPAXKAIOIIEE MPU3HAKH [IUTOJM3A B TICYCHH,
orMeuanoch B 9 ciryuasx (45,00%), mpu atom koadppumment e Putuca (oTHOIICHME
ACT/AJIT) coctaBu 6oJibiie eaquuuibl y 12 6onbHbix (60,00%), MeHbIIE e AMHHUIIBLY 7
oonbHbIX (35,00%), paBen exqunuiie B ogaoM (5,00%) ciayuae.

['unepOunupyouneMus 3apKCHpoBaHa y MOJIOBUHBI 00CIIEyEeMbIX MaIMEHTOB,
MOBBILICHHUE YPOBHS OMJIMPYOHHA OTMEUAJIOCh 32 CUeT 00enXx (PpaKiuii.

XounectepuH 0611 oBbIIIEH B 3 (15,00%) citydasix U He codeTalcs ¢ MapKepamu

xonecraza (I'TTII, LLID).
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Crpanganue OeJIKOBO-CUHTETUIECKOM (DyHKITUH TE€UYESHU B BUJIE TUIIOTIPOTEMHEMUN
ormeueHo B 25,0% wnaOmoaeHuii (N=5), CHUKEHUS MPOTPOMOMHOBOrO MHACKCA - B
30,00% (n=6), runoansoymuremuu - B 10,00% (n=2).

VY marueHToB cyTOYHas 9KCKpeIys MeId ¢ MO4oi Oblia oBkImieHa B 45,00% (ot
2 5o 8,2 mxMouib/in). Huskas konuentpanus LI B minazme kposu (< 100 mr/m) 6s11a 00-
HapyxeHa y 13 mauuenToB (65,00% nabmonenuii). OIHOBpEMEHHOE U3MEHEHUE MTOKa-
3areniell MeIHO-0eJIKOBOro oOMeHa (IMOBBIIEHUE CYTOUHOM SKCKPELUU MEIU C MOYOM,
cHIKeHHe KoHneHTpamyu [{[1 u moBwIlIeHre KOHIIEHTpAIMH 00IIe MeIU ChIBOPOTKU
KPOBH) YCTaHOBIICHO Y 8 60s1bHBIX (40,00%).

Y IpTpa3ByKOBOE HCCIEAOBAHUE OPTAaHOB OPIOIIHOM MOJIOCTH, TPOBEACHHOE BCEM
0OJIbHBIM BBISIBUJIO ITATOJIOTMYECKHUE U3MEHEH U], COOTBETCTBYIOIINE TU(PPYy3HOMY TTOpa-
KEHUIO TICYCHU U CEJIC3CHKU: YBEINYECHHUE PA3MEPOB, TUIIEPIXOTEHHOCTh U HEOAHOPOI-
HOCTh IapeHXuMEbI. ['enmaTomMeranus otmedasack B 90,00% ciyuaes (n=18), npu 3ToM B
50,00% (n=10) 3a cueT yBeIUYCHHS TOJIBKO ITPABOM JIOJTH, B OCTATBHBIX CITy4Yasx 3a CUET
COUYETAHHOTO yBeIUUeHUst 00eux noseit. [Ipu oTcyTcTBUM IUppo3a eYeHu BO BCEX CITY-
YasxX KOHTYp IeYeHU ObLT POBHBIM, BEJIMYMHA Y3JI0B COOTBETCTBOBAJIA HOPMaJIbHBIM 3Ha-
YEHHSIM, OTMEYaach OOIIasi TUTIEPIXOT€HHOCTh MAPEHXUMBI, €€ HEOJAHOPOJHOCTh. Y
OOJIBHBIX C IMPPO30M rermaroMeranus Obljia MeHee BbIpaxeHna. HedeTkocTs rpaHull, co-
YeTarolasiCsl C BHIPAXKEHHOM 10JIbYAaTOCTHIO MEUEHH 3a CUET YTOJILIEHHUS CBSA30K, OTMe-
yanack B 5 cirydasx (25,00%). [TIpu orieHKe mapamMeTpoB 9XOCTPYKTYPhI IIEUEHH BhISB-
JICHA MEJIKOOYAroBasi HEOJHOPOIHOCTh Y 8 00sbHBIX (40,00%), a KpynmHOOYAroBas HEOJI-
HOPOHOCTH Y 2 60bHBIX (10,00%). V 00JIbHBIX ¢ TUPPO30M IISUCHH 00pAIIATH Ha Ce0s
BHUMaHUE MPU3HAKHU MOPTATHHON TUIIEPTEH3UH C COOTBETCTBYIOIIMMHU YIIBTPA3BYKO-
BBIMH KPUTEPUSMHU U HATMYHE « IUPPOTUUECKUX y3JI0B) C HAPYIICHHEM MUKPOLPKYJIsi-
Uy oprana. Pacmmpenre crBora BopoTHO# BeHbI oTMeuanoch B 6 (30,00%) cirydasx.
YBenudeHne ceiae3eHK! Mo 3XorpaduuecKuM JaHHBIM ObUIO BBISBJICHO B 15 ciydasx
(75,00%). Y st 6ombHbIX (25,00%) He MMEIOIIMX MPU3HAKOB IUPPO3a MEYCHH, pa3-

MEPBI CENIE3CHKU YBEIIMICHbI HE ObLTH.
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C uenpio0 HEMHBA3WBHOM OIEHKH CTeneHu (prudpo3a meueH BOCKMU MallieHTaM
ObLTa TIpoBeieHa ee Anactporpadus. [lo JaHHBIM KBl BRIpaKeHHOCTH Pubpo3a me-
yenr MET AVIR B cooTBeTCTBUM C MEKTyHAPOAHBIMU PEKOMEHTAIlMSAMH MeTMaHa 3Ha-
YEHHH AJIaCTUYHOCTH MeueHH B BbIOOpKe coctaBmia 10,8 (ot 4,5 no 21,5) klla. ITokaza-
TEJH 3JIACTOTPaMM B ISATH CIy4asx COOTBETCTBOBAIM MUHUManbHOMY ¢ubposy (F1), B
Tpex HUppo3y neucHu (>F4).

Mopdomnornueckoe uccieqoBaHe TKAHU IIEYSHU, TOTYYSHHON P MyHKIIMOHHOM
OuorcHuu, MPOBEJICHO Y TpeX O0JIBHBIX. B BYX Ciydasx BeISBICHO (pOpMUPOBAHUE MEJI-
KOY3JI0BOTO IUppo3a. B olHOM citydae Mbl pacmoliaraeéM JaHHBIMH ayToricuu. B aTom
HaOJI0JICHUHN UMEJI0 MeCTO (HOPMHUPOBAHK € MAKPOH Oy JISIPHOTO ITUPPO3a C AUCTPOodude-
CKH-HEKPOTUYECKUMHU U3MEHEHUSIMU y3710B. [10 JaHHBIM ayTOTICHU TKaHb TEYEHU HMeNa
CHHE-3€JICHOBAThI OTTEHOK.

MPT romoBHOTo MO3ra BeITIoIHEHO 18 GonmbHBIM. B 3 ciiyyasx maToorudeckux
nu3MeHeHui BoisiBIIeHO He Ob110. Y 9 (50,00%) nmariueHToB BBISBIICHBI OYarOBbIC H3MEHE-
HUS B 001acTH 0a3aIbHBIX TAHTIIMEB (B MPOCKITUN TOJIOBOK XBOCTATHIX SIIEP, CKOPITYIIBI,
TaJIaMyCOB) B BH/IE MTOBBINICHAS MHTEHCUBHOCTH CUTHAJIA. Y JIBYX MAIIHCHTOB OITHCAHO
pacimupenme cyoapaxHouAATbHOrO MPOCTPAHCTBA, Y YETHIPEX — paclIupeHre OOKOBBIX
KEITyJ0YKOB MO3ra. Pacumpenue ey /I09K0B MO3Tra B JIBYX CITy4asix COUeTaIoch ¢ o4a-
TOBBIMH U3MEHEHUSIMU B 0a3aJIbHBIX TAHTIIHSIX.

Konbia Kaitzepa-®neiimepa mpu 0 TaabMOIOTHYECKOM OCMOTPE MPU TOMOIIN
1IeJIeBOM JTaMITbl ObLTH BBIsIBIICHB Y 13 (65,00%) 60sbHBIX. B 01HOM citydae uccieaoBa-
Hue He poBoauiock. Konbila Kaiizepa—®Dineliepa He ObLITH 0OHAPY>KEHBI B ILIECTH CITy-
qasx (30%): y Tpex maliieHTOB C IUPPO30M ITEUEHH, B TOM YHUCJIE Y ABYX C APOKATEITBHO-
puruaHoi ¢Gopmoii 3a00JI€BaHMA U OJJHOTO - ¢ a0IOMUHAJIBHOM, U Y TPEX MAIMEHTOB C
MPU3HAKAMU XPOHUYECKOT0 renaTuTa -JByX - ¢ APOKATeIbHO-PUTUIHON U OTHOTO — C
npoxarensHoi popmoit [JI/T.

Taxum o6pazom, kinanyeckue cumirtomsl ['JIJ] nocrarouno BapuabenbHbI U 1MO-
nuMop(HBI Kak Ha CTaAuu Ae010Ta, TaK U Ha CTAUU Pa3BEPHYTOM KapTUHBI 00sie3Hu. He
SIBJISIIOTCSA CTICI[A (PUUHBIMU JISI IMATHOCTUKH U COYETAHHUE COBOKYITHOCTH KIIMHUYECKUX

MPOSIBJICHUI C JTaHHBIMU TA00OPATOPHBIX M MHCTPYMEHTAIbHBIX METO/I0B 00CIIEIOBAHUS,
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BKJIFOUAs MU3MEHEHHUS TTOKa3aTes el MeAHOrO-JIMraHAHOTO OOMeHa. B COMHUTEBbHBIX CITy-
yasx mocTaHoBKH AuarHo3al JI/] abCoMOTHBIM KPUTEPUEM MOKET SIBJISTHCS TOJBKO pe-

3yJbTaT MOJICKYJIIPHO-TCHECTHICCKOT'O aHaJIn34a.
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TJIABA 5. CIIEKTP U YACTOTA MYTAIIUM B TEHE ATP7BY
BOJIBHBIXTJIL

Hccnenoanue oopasnos JJHK Obu1o mpoBeneHo y Bcex MalMEHTOB OCHOBHOM
rpynisl ¢ ['JII. Tpoe nanueHToB SBISIUCH POJIHBIMU CHOCAMU B OHOM CEMbE U JBOE B
JIPYTOU.

[IpoBeneH mOMCK BOCHMHM HawbOJ€e YacTO BCTPEUAIONIUXCS MyTallui TeHa
ATP7B B poccuiickoir momyssimua  (€.3207C>A, ¢.2532delA, ¢.3627-3630del4,
€.1707insC, c¢.3402delC, ¢.2304insC, ¢.1340-1343del4, c.3649-3654del6) meTomom
MYJIBTUTLIEKCHOM MP00a-3aBUCUMOM JIMTa3HOM peakluy ¢ Mocieaytoniei amminduka-
uuen u mynstunpanmepron HTIP.

Myrarus p.His1069GIn o6uapyxena y 13 (65,0%) narueHTOB B TOMO3UTOTHOM
cocrosiHuu 'y 4 (20,0%) B KOMITayH/1-T€TepO3UTOTHOM cOocTOsIHUU (prucyHOok 10). Myra-
us p.Alall135GInfsX13 nenenust murosuHa B ocHoBanuu 3402, mpuBOAAIias K
CIABUTY paMKH CUMTHIBAHUS B oJIOKeHUH 1135 Genka oOHapyKeHa y IBYX MaIlUCHTOK

(10,0%) B koMImayHI-reTEPO3UTOTHOM COCTOSHUU. B omHOM ciydyae ¢ MyTarmei
p.His1069GlIn.

® ['OMO3UrOTEI
p.His1069GIn

15%

20%
= KoMmnayHz-
TeTEPO3UTOThI

p.His1069GIn
65%

Kommaynz-
reTEepPO3UTrOTHI 10

JPYT'MM MYyTaLMsIM

Pucynox 10 - Pacnipeenenre 60JbHBIX Ha TPYIIIBI IO HAIMYUIO My TallUH
p.His1069GIn



94

HpI/I O6H3pY)KeHI/II/I JaHHBIX MYTaLII/Iﬁ B I'CTCPOSUTOTHOM COCTOAHHNN 1 UX OTCYT-

CTBHH MCTOAOM MAaCCOBOTO IMapalJICIIbHOTO CCKBCHUPOBAHHW S Yy IICCTHU ITAITUCHTOB ITPO-

BEICHO MCCJICIOBAHUE BCEH KO)IHpYIOH.IGﬁ ITOCJICA0OBATCIIbHOCTH o0acTel YK30H-1H-

TPOHHBIX coeAuHeHu reHa ATP7B.

Yacrora mytaruu p.His1069GIn cocrasmia 75,0%. [pyrue ceMb 00HAPYKEHHBIX

MyTallMid BCTPEYAIUCh B KOMIIAYHI-T€TEPO3UTOTHOM COCTOSIHUU C 4acToTou 2,5% u

onna myTarus (P.Alal135GInfsX13) ¢ wacroroit 5,0% (Tabnuma 3).

Ta6nuna 3 - Cnextp u yactora mytaruii B rene ATP7By 6onbhbix ¢ ['JI]] B Xa-

0apoOBCKOM Kpae
3amMeHa HyKJIEOTH- | 3aMEHAa aMUHOKHC- Ok30H/ | Yucno xpo- | YacTtora, %
JIOB J1OT WHTPOH MOCOM
¢.1707+2dupT splice Int4 1 2,5
€.1847G>A p.ArgeleTrp 5 1 2,5
€.2336G>A p. Trp779Stop 8 1 2,5
€.2304dupC p.Met769HisfsX26 8 1 2,5
€.3190G>A p.Glul064Lys 14 1 2,5
c.3207C>A p.His1069GIn 14 30 75,0
.3402delC p.Alal1135GInfsX13 15 2 5,0
€.2128G>A p.Gly710Ser 8 1 2,5
C.2621C>T p.Ala874Val 11 1 2,5
HeycranoBieHHble _ _ 1 2,5
MyTaIluH
Bcero xpomocom 40

MyTarusmu (B uyncie Tpex) B kommayne ¢ P.His1069GIn, ooHapyKeHHBIX METO-
JIOM IIPSIMOTO CEKBEHUPOBaHMs ObUIH: epBas - ¢.1707+2dupT B 4 uHTpOHE; BTOpAS -
TpaH3ULIMs T'yaHWHa Ha aJieHuH B 2336 ocHoBanuu (P. Trp779Stop) B 8 ax30HeE; y Tpe-
ThEW MaIlMEHTKU MyTalliu He BbIsBJICHO. CEKBEHUPOBAaHUE TeHA HE JA€T BO3MOKHOCTh
OIIEHUTH HEKOTOPbIE 0COOBIE BUABI MyTAIlUI: TPOTSHKCHHBIE JSTICITUN UITH Ty TITUKAIIH,
MYTaIliHA B IPOMOTOPHOM 00J1aCTH MJIM B TaKOM 00J1aCTH HHTPOHA, KOTOPAs BIIUSCT HA
CILJIaiCHHT, HO HE ITONaIaeT BHYTPh KOHKPETHOM ITaphl ITpaiiMepOB, aMILTH( HITHPYIOIINX
ONM>KalIuni 5k30H. B 3TOM ciiydae oOHapy»KeHHe BTOPO MyTalliy TpeOyeT UCTIOB30-

BaHUs 00JIEE CIIOKHBIX ITOAXOI0B.
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VY ocraBuimxcs Tpex OOJbHBIX — KOMIAyHA-TETEPO3UTOT BBIABJIECHBI IPYTUE CO-
yeTaHUs MyTauuil. Y OJHOM TNalUMEHTKH OOHapykeHa MAyIUIMKalMs [UTO3MHA
€.2304dupC, pe3ynbpraToM KOTOPOMH SIBJISIETCS CABHMI PAMKHU CUMTBIBAHUS, HAUMHAs C
aMHUHOKHCIIOTBI METHOHMH B TojioxkeHun 769 (p.Met769HisfsX2), u aemeuust muro-
31uHa B OCHOBaHUHU 3402, TakyKe NPUBOIALIASA K CABUTY PAMKU CUYUTHIBAHHUS B ITOJIOKE-
Huu 1135 Oenka (p.Alal135GInfsX1) u oTHocsmiascs K BOCBMH HauboJjiee 4acTo
BCTPEUAIOIIUMCSI B POCCUUCKON MOMYJISALUU. Y BTOPOro OOJBHOTO (MMMHIpaHTa U3
pecnyOonuKku Y30€KHUCTaH) BBISBICHBI B TETEPO3UTOTHOM COCTOSHUM 3aMEHA T'yaHHHa
Ha aJiecHuH B 2128 ocHOBaHWU, KOTOpas MPUBOJUT K 3aMEHE aMHUHOKHUCIIOTHI TIIULIHA
Ha cepuH B mojoxenuu 710 Oenka (p.Gly710Ser) B 8 sk30He 1 3aMeHa IUTO3WHA HA
TUMUH B 2621 oCHOBaHUM, IPUBOIAIIAS K 3aMEHE AJITAHWHA HA BAJIMH B MOJIOKEHHUU
874 6enka (p.Ala874Val) B 11 sk30ne. O6¢ MyTaly HE BXOAAT B IUArHOCTHYCCKHI
MIPOTOKOJI i1 POCCUUCKOM MOMYJIANHU. Y TPEThero 00JIBHOTO 0OHAPYKEHBI B TETEPO-
3UTOTHOM COCTOSIHUU 3aME€Ha TyaHuHa Ha ajeHuH B 3190 ocHOBaHUU, NPUBOASAIIIAS K
3aMeHEe IIyTaMUHOBOM KHCJIOTHI Ha JIN3UH B ntosoxxeHun 1064 6enka (p.Glu1064Lys)
B 14 5K30HE, ¥ 3aMeHA TyaHWHA Ha aIcHUH B 1847 0CHOBaHUM, PE3yIbTATOM KOTOPOH
SIBJISIETCS 3aMEHa aprUHUHA Ha TpunTodaH B mojoxxeHnu 616 6enka (P.ArgoleTrp) B
5 3K30HE. DTU MyTallMU TAK)KE€ HE BXOJAT B TMATHOCTUYECKUM TPOTOKOJI AJI1 POCCUMA-
CKOM MONYJISALHH.

Taxum 006pa3zom, B HallleM KUCCIIEIOBAaHUHU BBISIBJICHA BBICOKASI YaCTOTA MyTaI[UH
p.His1069GlIn (85,0% GobHBIX), YTO TO3BOJISET UCITOIHL30BATH €€ MTOMCK B KAYECTBE OC-
HOBHOT'O MOJIEKYJISIPHO-TEHETUYECKOT0 TecTa Ipu oociaeaoBanuu 60apHbIX ¢ ['JI/] B Xa-
0apOBCKOM Kpae. AJITOpUTM MOJIEKYJIIPHO-T€HETHYECKOW TUarHOCTUKH IIPU MOA03pe-
Huu Ha [JI/] ¢ yueTom pernoHaabHOM crieuduky 4acToTel MyTanuii B rene ATP7B y

6oapHBIX ¢ [JI/] B XabapoBckoM Kpae rpecTaBieH Ha pucyHke 11.
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Juarsos I'J11?

h

TTomck MaxopHoit
MyTamm p. His 1069GIn

B 14 3K30He
Mytamg p.His1069GIn MyTawms Mytanus p.His1069Gln
o0HapyxeHa Ha 00emnx p.His1069GIn o0Hapy:XeHa B KOMIayH]I
XpoMOCOoMax He oBHApYKeHA - Iezg:z;r;;ﬂom

) A L

Hduarmos I'VIT ITomHOE
NOITBEP:KIeH CEKBEHIIPOBAHIIE T'eHa

_ MyTarmrm He
M}’TB}UIII 00HapyKeHEI OBHADYKEHET
Ha 00enxX XpoMocoMax
ITepecyoTp
KJIHHHYIeCKOI0
JHATHO3A

Pucynok 11 - ATroput™ MOJIEKYISIPHO-TE€HETUUECKOMN IMAaTHOCTUKH C YYETOM
perroHanibHOM crieruduku yactotel MyTanuu P. His1069GIn B rene ATP7B nipu

nono3peHnn Ha ['JIJ] y 601pHBIX B Xa0apoBCKOM Kpae
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I'JIABA 6. 3HAUEHUE UCCJIEJOBAHUSA MYJIbTUMO JAJTBHBIX
BBI3BAHHBIX IOTEHIIUAJIOB 'OJIOBHOI'O MO3I'A B
HEUPO®PU3NOJIOTNMYECKOUN KAPTUHE I'J1]1

MynbTUMOAAIBHBIE BBI3BAHHBIE NOTEHIHAIBI TOJIOBHOTO MO3Ta UCCIEA0BAIUCh
y 17 manueHTOB Ha 3Tane ycTaHOBJEHUs nuarHo3a. Y 10 manueHTOB perucTpupoBa-
JUCh TapaMeTpbl MyJIbTUMOJAJBHBIX BBI3BAHHBIX MOTEHIIMAJIOB FOJIOBHOTO MO3ra B
JUHAMHUKE Ha (POHE MEAB3IMMUHUPYIOIIECH TEpATUH.

[Tpu ucxonnom uccnenoBanunt ACBITy 17 oOcneayembIX maiieHTOB MUKW YETKO
UJICHTU(QULIMPOBATHICH KaK Ha CTBOJIOBOM, TaK U Ha MepU(PepruuecKoM ypoBHAX. Mexmo-
JyIIapHON aCUMMETPHH BBISIBJICHO He 0b110. OTMEUaI0Ch JOCTOBEPHOE YBEIUUCHHUE J1a-
tentHocTe I, 11, 111, IVu V mukos. JloctoBepHo (p<0,01) ObuTH yBEIMYCHBI ITOKA3ATEIH
MIIU 1I-V (2,1640,07 mc) u I-V (4,49+0,09 mc), ipu 3TOM yBETUYCHHS MHTEpBaJa [—

III He 3apeructpupoBaHo (Tadnwuia 4, pucyHok 12).

Tabnuna 4 - [lokazarenu ACBII y nauuenTtos ¢ ['JIJ]

[Toxa3arenp 3Ha4YEeHHUs y MaIMEHTOB C ['pyrnina KoHTpOIIS
IJI (M+m), n=17
(M+m), n=17
JlarenTHOCTSH | TTMIKA, MC 1,82+0,02%* 1,68+0,04
JlarenTHocTs || Trka, Mc 2,91+0,04* 2,6+0,03
JlarenTHocTts Il mrka, Mc 4,12+0,07* 3,71+0,04
JlatentHocTh |V iuka, Mc 5,52+0,09* 4,88+0,03
JlarenTHOCTH V IIHKAa, MC 6,26+0,10%* 5,21+0,02
JlarenTHoCTh VInnka, Mc 7,30+£0,09 7,33+£0,10
MITU I-111,mc 2,35+0,07 2,28+0,03
MITU 11-V,mc 2,16+0,07** 1,71+0,03
MIIN I-V,mc 4,49+0,09** 3,89+0,03
Ammutyaa l-1a, mxB 0,140,02* 0,32+0,04
Ammutyna lll-111a, MxB 0,32+0,03 0,28+0,05
Ammumityna V-Va, MxB 0,70+0,07 0,58+0,03

[Ipumeuanue - 3n1ech u ganee * - p<0,05; ** - p<0,01; *** - p<0,001 npu cpaBHECHUU

MEXIy TPYIIIaMH.
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V3MeHeH s JTaHHBIX TApaMETPOB OTMEYAIUCH Y TAI[HEHTOB, UMEIOIIMX JUTATE b
HBIM aHaMHE3 3a00JIeBaHKS M PAa3]IMYHYIO BBIPAKEHHOCTh HEBPOJOTHUECKOW CHMITTOMA-
TUKU. OTMeYanach MoJ0KUTEIbHAS KOPPEIAIMOHHAS CBSA3b MEXKIY CTCIICHBIO HEBPOJIO-
rudeckoro Aeduiura mo mkane Goldstain, KoTopelit B 11€70M O TPYIIE COCTABHI
15,75+0,716amnoB, u 3Hauenussmu MITH -V (r=0,36; p<0,05) u I-V (r=0,38; p<0,05).
BoibHbIE ¢ 60J1e€ TSHKEIBIME KITMHUYECKUMHE TPOSBIICHUSIMU HMEJIH 00JIe€ BhIPaKCHHBIC
M3MEHEHUS yKka3aHHbIXx M.

VYBenuueHne JaTCHTHOCTH | MMKa 0TMEYaaoch y JIECATH MalUeHTOB (JIETKOE Y
41,18% (n=7) u ymepennoe y 17,65% (n=3) obcienyemsix), Il — y cemu o0caeayeMbix
(merkue otkinonenus y 41,18%), 1T u IV - y BoceMu (sierkue otkiaonenus 47,06%) u V
nuKa - y gaeBstu (Jierkue otkiionenus y 11,76% (n=2), ymepennsie —y 41,18% (n=7)).
MIIU I-V u [-V 6b11u yBenuuens! y aenaanaru (17,65% - nerkue otkmonens (N=3),
52,94% - ymepennsie (N1=9)) u necstu (11,76% - nerkue otknonenus (n=2), 47,18% -
ymepeHHbIe (N=8)) o0cIie1yeMbIX COOTBETCTBEHHO. 3HAYMMOTO CHIDKEHH S aMILTUTY b1 11
— VI nuKoB B rpymie 00ciIenyeMbIX He BhISIBIACHO. JIumib y ogHo manuentku (5,88%)
3apETUCTPUPOBAHO PE3KOE CHIDKCHU S aMILTUTY/IbI M ieopmMaliyst V IuKa ¢ OJJHOM CTO-
POHBL.

JlaHHBIC U3MEHEHUS CBUCTEIbCTBYIOT O HAPYIIICHUH BHY TPHCTBOJIOBOIO IPOBE/Ic-

HUS Ha TOHTO-Me3eHIIeh AThHOM yPOBHE.

z B 1 4
1 mc 0,5 mkB

npasoe 100 oAb (ok.) 10 MKC
npasoe 100 ab (coxk.) 10 MKC

Pucynok 12 - ACBII y 6onsHoro I'JIJ] 46 et Ha poHE MEABITMMUHHUPYIO-

el Tepanuu B TEYEHUE § JIeT
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B obGcnenyemoii rpymiie nmaigeHToB orMedanoch goctoBepHoe (p<0,05) cHukeHne
amrmuuTy el | muka (0,14+0,02 mxB, mpu mHopme 0,32+0,04 mxB). V neBsitu manueHToB |
nuk Obu1 cHukeH (y 35,29% ob6cnenyembix ymepensno (N=6), y 17,65% - BbIpakeHO
(n=3)) npu CTUMYJISAIUY C ABYX CTOPOH, Y MsATH nariueHToB (29,41%) Habro1anock oJ1-
HOCTOPOHHEE BBIPAKEHHOE M3MEHEHUe noka3arels. [lomyueHHble TaHHbIE CBUICTENb-
CTBYIOT O BOBJICYEHUH B ITATOJIOTMYECKH | npouecc npu ['JI/] He TOIpKO HEeHTpaIbHbIX
OTJIEJIOB CIyXOBOTO aHAIM3aTOPa, HO U ero nepudepuuecKux oTaeaoB. YiomieHue |
MMKa COMPOBOXKIAIOCHh YJIMHEHUEM €r0 JIATCHTHOCTH JIMIIh y YEThIPEX IMallieHTOB
(23,53%), Tpoe 13 KOTOPBIX UMEIIH JJIUTEILHOCTD 3a001eBanus 0osee 10 jeT (pric yHOK
10). Camxenue ammutyasl | nuka npu uccienpoannu ACBIIy 6onpabix ¢ ['JI/] npy-
TMMH aBTOPAMH B JIUTEPATYPE paHee OMKUCaHO He ObLIO.

[Ipu uccrnenoBanuy B TMHaAMHKE Ha (hOHE MEIBAIMMHUHUPYIOIIEH TEpannu 3aperu-

CTPUPOBAHBI MO3UTHUBHEIE cIBUTH TapaMeTpoB ACBII (Tabmuma5).

Tabnuna 5 - Usmenenus nokazaresneii ACBII y naniuenTo ¢ ['J1]] Ha pone Tepanviu

IToka3arens HcxonHble 3HaueHHUsl | 3HaueHUs Ha POHE Teparnuu

(M+m), n=10 (Mxm), n=10

JlatentHoCTh | MUKa, McC 1,83+0,04 1,66+0,02%*

JlatentHocTs || muka, Mc 2,97+0,07 2,74+0,06*

JlarenTHocTh || TTMIKa, MC 4,01+0,04 3,81+0,04**

JlatentHocTs |V uka, Mc 5,50+0,15 5,17+0,09

JlateHTHOCTB V ITHKa, MC 6,31+0,16 5,924+0,10*

JlatentHOoCTh VIIHKa, Mc 7,31+0,07 7,31+0,09

MIIUA I-111,mc 2,23+,03 2,17+0,05

MIIU -V, mc 2,20+0,10 1,92+0,04*

MIIH 1-V,mc 4,53+0,13 4,04+0,15*

Awmruntyaa l-1a, mxB 0,12+0,03 0,26+0,05*

Ammumutyna ll1-11la, mxB 0,33+0,05 0,35+0,03

Amruntynaa V-Va, MxB 0,75+0,07 0,74+0,05

OtMmeuanoch qoctoBepHoe ykopoueHue jarentHocre |, 1, 11l u V nukoB, ymMeHb-

merue MIIU -V u -V (p<0,05), a Takxe yBenmuuenue amrmutyasl | muka (0,26+0,05

MkB) B 70,00% ciyuaeB (p<0,05). Takum o6pazom, Ha ¢GoHe JeUeHus: HAOII0JaI0Ch



100
yIJIy4IlIEHHE MPOBEACHHUS CITyX0BOU adpepeHTaIy Kak Ha BHYTPUCTBOJIOBOM, TaK U Ha
nepudepruueckoM ypoBHSIX.

[Tpu peructpamuu 3BII y Bcex oOciemyeMbIX BBIJCICHBI OTYETINBBIE KOPKOBBIC
KOMITIOHEHTHI OTBETOB. BEISBIICHO JOCTOBEPHOE YAJIMHEHHUE JIATEHTHOCTEN BCEX OCHOB-
HbIX KomrmoHeHToB - P50, N75, N145, P200 (p<0,001); P100 (p<0,05); ammiuryaa Kop-
K0oBbIX KoMITOHEHTOB N75-P 100 1 P100-N145 nocToBepHo He n3MeHstach (Tabsuia 6).
VY GoabimHcTBa MarueHToB (88,24%, N=15) oTMeYaa0ch YMEPEHHOE Y UTHHCHHUE JIATCHT-
HOCTH ocHOBHOro nuka P 100, y ogaoro maruenTa (5,88%) - nerkoe. JIuiib y 0aHOTO
nanuenTa (5,88%) 3aperucTpupoBaHbl HOpMaJbHBIE TOKA3aTENN JIATEHTHOCTEH OCHOB-
HBIX KOMIOHEHTOB. He3HaunTenbHoe cHUkeHHe aMIiuTy sl komronenta N75-P 100 ¢
JBYX CTOPOH OTMEUAJIOCh TOJIBKO y oiHOTO marnueHTa (5,88%). MexmonymapHoii acim-

METPHH BBISBIICHO HE OBLIO.

Tabmumna 6 - [Tokazarenu 3BI1 y manimenTos ¢ ['J1]]

IToka3arens 3HAYEHUs y TALIUEHTOB C I'pyrnina KOHTpOJIS
I (M+m), n=17
(M+m), n=17
JlatentHocTh P50, MC 68,38+1,64*** 57,12+0,92
JlatentHOCTE N75, MC 91,24+1,26%** 75,35+0,57
JlarentHoCcTh P 100, MC 122,7+1,14%* 100,87+0,60
JlarentHocth N145, Mmc 159,10+£2,41%** 148,78+1,08
JlatentHocTs P200 , Mc 207,15£2,49%** 192,45+1,50
Ammutyaa N75-P100, mxB 9,02+0,54 9,87+0,61
Amvmmutyna P100-N145, mxB 9,60+0,70 8,68+0,58

JlareHTHOCTH OCHOBHOTO KOMIIOHEHTA P 100 Takke moI0KUTETHLHO KOPPETUpOBAIa
CO CTEMEeHbI0 HeBpoJIorudeckoro Aeduiura (r=0,61; p<0,01) mo mkase Goldstain.

TaxkuMm 00pa3om, y BcexX MAlMEHTOB BBISBICHBI OTUETIMBbBIC TPU3HAKU yXY/IIIIe-
HUSI TPOBEJICHUS 3pUTENbHON adPpepeHTalnuy B KOpy ¢ 00eux cTopoH. JlanHbie Hapy-
HIEHUSI MOTYT OBITh OOYCJIOBJIEHBI KaK JIUCMETA00JMUYECKUMU HApPYIICHUSIMH, TaK U
IpOLECCaMU JEMUEITNHU3ALUH.

Craructuueckuii ananu3s napametrpoB 3BII B aunamuke Ha (hoHE MEIBITUMUHU -

pYIOIIEH Tepanuu JOCTOBEPHBIX U3MEHEHUH JJATEHTHBIX nmepruooB mukoB P50, N75,
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P100, N145, P200 e BoisiBui (Tabmuma 7). ¥V 5 (50,00%) u3 obcneayeMbix OOIBHBIX B
X0JIe TMHAMUYECKOTO HAOJIOCHUS OTMEYAJIOCh Y/UTMHCHHUE JATCHTHOCTH OCHOBHOTO
nuka P100 B cpaBHeHHH ¢ HadalbHBIMU MoOKa3areasamu; y Tpex (30,00%) namreHToB
naTeHTHOCTH uka P 100 ocranacek npexueit, u aunib y aByx (20,00%) 3apeructpupo-

BaHO yKopoueHue JaTeHTHOCTH nuka P 100 Ha ¢poHe MeleroHHoN Tepanuu.

Ta6nuna 7 - Usmenenue nokazareneit 3BI1 y naruentoB ¢ ['J1]] Ha Gpone Tepamun

IToka3arens HcxonHble 3HaueHus | 3HaueHUs HA POHE TEpATUU
(M=£m) (M=£m)
n=10 n=10
JlatentHocTs P50, Mc 65,37+1,50 63,33+0,98
JlatentHOCTE N75, MC 90,32+0,94 92,48+1,05
JlarentHocTs P 100, Mmc 113,61£1,99 118,03+1,50
JlatentHocTh N145, MC 151,20+1,04 159,144+0,98
JlatentHocTs P200 , Mc 209,32+1,01 212,25+1,08
Ammmutyaa N75-P100, mxB 8,98+0,94 9,04+0,78
Ammutyna P100-N145, mxB 9,98+0,80 9,25+1,09

Takum oOpazoM, HaMH BIIEPBBIC TTOKA3aHO, YTO HAPYIIEHUS 3pUTEIbHON adde-
PEHTAIMHU B KOPY COXpPaHSIOTCSA Ha (DOHE ITUTEIBHON MEIbITMMUHUPYIOIICH Tepanuu
nake Ha (pOHE YMEHBIIICHUs OOIIEro MmoKa3aTessi CTENEHU HEBPOJIOTHUEeCKOro Aedu-

1MTa B 00cieayeMoii rpymie narueHToB (8,30+0,58 6amnos, p<0,05) (pucynok 13).

20 40 60 80 10 120 140 15'(145180 260 220 240 260 280 300 320 340 360 380 400 420 440 450 4
~ 20 MC 5 MKB
1k,2 neBbm 49

Eizl “nesbili 49'
' neBbI 49'
1II Q ‘ 49'
npasblif.49' .
1,4 I'IpaBbIVI 49'
npaBsblid 49,
2k ,4 I'IBaBbIVI 1418'

Pucynok 13 - 3BI1y 6oisHO0TrO0 I'JI] 46 11eT Ha hoHE MEABITMMUHUPYIOIIEH Tepa-

U1 B TEYEHUE & JIET
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[Tpu uccnenoBanuu KBII ucxoano (tabnuna 8) 3HauMMbIe U3MEHEHUS IMOKa3are-
JIel OTMEYAIIUCh Y BCEX 00CIIeIyEeMbIX MAlMeHTOB U BHIPAXKAIUCh B JIOCTOBEPHOM CHU-

xeann amrumaTyae1 P300 (5,36+0,76 mxB, p<0,05) n yBennueHu# JTaTEHTHOCTH KOTHH-

TUBHOTO KomIuiekca (374,53+10,12 mc, p<0,001).

Ta6numna 8 - [Tokazarenu KBII y mantmenTtos ¢ IJI/]

ITokazarens 3Ha4yeHU y MAIUEHTOB C ['pynna koHTpOJIS
IJI (M£m), n=17
(M+m), n=17
JlarenTHOCTH THKa P300, Mc 374,53+10,12*** 312,00+4,73
Amnntyna, MKB 5,36+0,76* 15,1£1,85

HopmMmanbHbie noka3arenu iateHTHocT nuka P 300 oTMeuauch Tub y ABYX Malu-
eaToB (11,76%) (B oxHOM ciyuae abaoMuHanbHast popma 3a001€BaHHMsI, B JPYTOM - IPO-
’KaTelbHas ), TPH 3TOM aMILIATY/1a KOTHUTUBHOTO KOMITIEKCa OblJla YMEPEHHO CHWKEH-
HOH U ITPOCIICIKUBAIIOCH YBEITUUCHHUE €T0 JJATEHTHOCTH C YMEHbBIIICHHEM aMILTHUTY bl TIPH
MOCJIE0BATEIbHBIX BpEMEHHBIX cepusiX. B 000X ciaydasx JUTeIpHOCTh 3a00JI€BaHMUS
COCTaBJIsIa MEHEE MATH JieT. Jlerkoe yBennmdyeHue JaTEHTHOCTH KOTHUTUBHOTO KOM-
IJIEKCa 3aperucTpupoBaHo y 4 nanueHToB (23,53%), a ymepernoe -y 11 (64,71%). ¥V
MHOTHX MAIITIEHTOB OTMEYAI0Ch HETIOCTOSHCTBO OCHOBHOTO KOTHUTHBHOIO KOMILIEKCA.
BripaskeHHOE CHUKeHHE aMILTATY il muka P300 ormeuanocs y mmectu (35,29%) oocie-
ayeMbIx, ymepennoe —y 7 (41,18%).

VY BenMueHHbIC MTOKA3aTEeNH JATEHTHOCTH KOTHUTUBHOTO KOMILJIEKCa KOPPEITHUpo-
BaJIM CO CTEIMEHbI0 HeBpoJornueckoro aeduiura (r=0,62; p<0,01) (pucynok 14). [1pu
3TOM OIleHKa KOTHUTUBHBIX (D yHKIWH 1o mikasie MoCa He BhIsiBUIa HapyIIeHUH (CpemHee
konuecTBO 6amtoB 28,12 £0,37), uTo nokaspiBaeT 3(hEeKTUBHOCTH UCITOIB30BaAHNS T1a-

pameTpoB P300 c 11e7b10 BBISBIICHHS KOTHUTUBHBIX HapyieHui y 6obHbIX [T/,
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PucyHnok 14 — 3aBucuMocTb nmapameTpoB JiaTeHTHOCTH Nrka P300 u crenenu

HeBpoJiornaeckoro Aeururay 60asHb1X ['J1]]

[Tpu mposeaenun KBII Ha poHe MeeronHoM Tepanuu B HalieM ucciienoBanuu y 10
MaIIMEeHTOB IOCTOBEPHOTO YJIYUIIICHHS ITOKa3aTesieH BBIIBIICHO He ObLTo (Tabmuma 9, pu-
cyHOK 15); u3 Hux y Tpex nanuenToB (30,00%), uMeroImuX I TeIbHOCTh 3a00JIeBaHNS
6omee 10 jeT 1 MOTy4aroluX COOTBETCTBYIOIIYIO MEIETOHHYIO TEPAITUI0, KOTHUTUBHBIN

KOMILJIEKC OBLT MMpCaACTaBJICH B BUJAC HCOTUCTIIMBOI'O IIO3UTHUBHOI'O KoaeOanus.

Tabnuna 9 - [Tokazarenu KBI1 y martuenTtos ¢ ['JI/] Ha ¢pone Tepanuu

[Toxa3zarens Wcxonubie 3HaueHus | 3HadeHUs Ha (OHE Te-
(M£m), n=10 panuu
(M+m), n=10
JlarentHocTh nuka P300, mc 379,20£11,90 386,20+19,18
Amnntyna, MKB 5,68+0,65 6,39+1,63

‘ 5 00 B0 200 25 300 35 400 450 500 50 600 65 700 750 800 8

50 mc 10 mkB
\_ 3Haummbiit (17)18
=3HauuMbllt (22)22

3HaYMMBIN (22)
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Pucynok 15 - KBIT (P300) y 6onsH0# ['JI]] 42 net Ha oHE MHOTONETHEH MEIh-

AJIMMUHUPYIOLIEN TEPAITUN
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[TosrydeHHBIEC TaHHBIE CBUIETEIIBCTBYIOT O COXPAHSIONIUXCS KOTHUTHUBHBIX U3MEHE-
HUSX, 1aXke Ha (OHEe MHOTOJIETHEW Teparuu MPH YMEHBIIICHUH CTETICHA HEBPOJIOTHYe-
ckoro aedunuTay 6oypHbIX. OnieHka napameTpo P 300 mo3Bossier BHIIBUTH CyOKJIMHU-
YeCKHE KOTHUTUBHBIE HAPYIIEHUS U IPUHSTH PEIIEHNE O HEOOX0AUMOCTH CBOEBPEMEH-
HOU HEUPOTpO(HON Tepanum.

[Tpu 3anucu CCBII ¢ BepXHUX KOHEUHOCTEN 3apEruCTPUPOBAHbI OTUETIIUBBIC OT-
BETHI ITepU(HepUIecKoro, CTBOJIOBOTO M KOPKOBOTO ypoBHei. [TokazaTenu maTeHTHOCTEN
OCHOBHBIX MHKOB OBUTM B Mpeaenax HOpMbL. OTMEYaloCh TOCTOBEPHO 3HAYMMOE
(p<0,001) ymmnrenue natepBanoB N13—-N20 (y 6 nanuenTos (35,29%) nerkoe, y 5
(29,41%) — ymepennoe, y 6 (35,29%) — 3uauntenaproe), N9-N20 (y 4 mamueHTOB
(23,53%) nerkoe, y 5 (29,41%) — ymepennoe, y 8 (47,06%) — 3nauntenbHoe). BoisBieHo
CHHKEHHE aMILTHTY 16l KOpKoBoro kommonenTa N20 (p<0,001) y 10 o6cneayembix (y 7
narnueHnToB (41,18%) ymepennoe, y 3 (17,64%) — BeipaxenHoe) (Tabnuma 10). M3mene-
HUSI, KaK IPABUII0, ObLIN OMJIaTepabHBIMU MTPU CTUMYJISIIIMK C KaXKI0H CTOpOHEI. boree
3HAYUMBbIE U3MEHEHMUS ITHX IMapaMETPOB OTBETA PETUCTPUPOBATHUCH Y TTAIIUEHTOB, HMe-
IOLIUX U TEIbHBIN aHaMHe3 3a00JI€BaHNA U MTOTYYaBIINX MEb3JIMMUHUAPYIOLY O TEpa-
MUI0. DTU JaHHbIE CBUETEIBCTBYIOT O HAPYILIEHUH TPOBEICHUS CEHCOPHOM ad pepenTa-

[UH Ha [IEHTPAIbHOM YPOBHE (Y4aCTOK OT CTBOJIA 10 KOPBI TOJIOBHOT'O MO3Ta).

Ta6nuna 10 - ITokazarenu CCBII npu cTuMy IS CpeIMHHBIX HEPBOB Y MAIIHEH-

TtoB ¢ I'JI]]

IToka3arens 3HayeHus y nmanueHToBc | ['pymnma koHTpos
I'JI] (M=xm), n=17
(M£m), n=17
JlarentHOCTh mka N 9, mc 9,43+0,04 9,58+0,12
JlarenTHOCTh rika N13, Mc 13,25+0,03 13,38+ 0,10
JlarenTHOoCTh mrka N20 , Mc 21,47+0,03 19,5+0,15
Nutepan N9-N 13, mc 3,85+0,07 3,58+,07
Nutepan N13- N 20, mc 8,12+0,24*** 5,75+0,38
Nutepan N9- N 20, mc 12,72+0,26*** 8,98+0,09
Ammntyga N 9, mxB 4,92+0,03 5,38+0,33
Ammutyaa N 13, mxB 2,73+0,03 3,16+0,20
Ammutyga N 20, mxB 0,79+0,07*** 2,98+0,22
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[Tpu perucrpannu CCBII B nuHaMuke Ha (hOHE MEIbITMMUHUPYIOILIEH TEparniu
IPU CTATUCTUYECKOM aHAIIN3€ TOCTOBEPHBIX U3MEHEHUU BBISBJIICHO HE ObLIO (Tabnuia
11). Jlums y nByx maruenToB (20,00%) oTMedanock He3HAYUTEIHbHOE YBEIIMUEHHE aM-

I TY A6l KOpKoBOTo KoMitoHeHTa N20 u ykopouenue naTepBana N13-N20.

Ta6nuna 11 - ITokazarenu CCBII mpu cTuMyisiiiuy CpeTMHHBIX HEPBOB Y MaIUEH-

toB ¢ ['JI/] Ha pone Tepanuu

IToka3arens Hcxonuble 3HaueHus: | 3HaueHUs Ha (POHE Tepanuu
(M£m), n=10 (M£m), n=10
JlarentHocTh mka N 9, Mc 9,40+0,05 9,78+0,05
JlarentHOCTh Muka N 13, Mc 13,25+,04 13,15+0,04
JlarentHocTh Tka N20 , Mc 21,47+0,04 20,85+0,04
HMutepan N9- N 13, mc 3,85+0,09 3,79+0,07
HMutepan N13- N 20, mc 8,12+0,33 7,6£0,46
Nutepan N9- N 20, mc 12,72+0,35 12,38+0,13
Ammutyga N 9, MxB 4,92+0,04 5,31+0,03
Amruutyaa N 13, mxB 2,73+0,04 2,78+0,07
Avngutyaa N 20, mxB 0,79+0,09 1,05+0,09

UccnenoBanue CCBII ipu cTUMyISITUA HUKHUX KOHEYHOCTEHN HE BBISIBUIIO I0CTO-
BEPHO 3HAYMMBIX OTKJIOHECHUM JJATEHTHOCTEN OCHOBHBIX MUKOB, X AMIIJIUTY/I U UHTEP-
BasnoB. [Ipy oLieHKe HHANBUIY ATHHBIX PE3YJIBTATOB UCCIEIOBAHUS Y YETHIPEX IMAIIUEHTOB
(23,5%) 3apeructpupoBaHo yBennuenue natepsaina N22-P38,ay cemu (41,2%) carke-
HHUE aMIUIUTY/Ibl KOPKOBOTO OTBETA C JIByX CTOPOH. DTU OTKJIOHEHHUS HE BBIXOJUIIN 3a
npe/iebl 26 U He ObLTH PacliCHEHBI KaK MaTOJOTUYECKHE.

TakuM 00pa3zoM, METO1 pEruCTPAITUH BBI3BAHHBIX ITOTEHIIUAJIOB TOJIOBHOT'O MO3ra
XOTs U He saBjsieTcs cnenuduanbiM a1t ['JI/], oqHako mo3BoisieT 00bEKTUBHO OIEHUTH
caMbl€ HaYaJbHbIC CTA/IMU NATOJIOTHYECKOTO MPOIIECCA, CTEIEHb BBIPAXKEHHOCTH TTOPa-
YKEHHSI, BOBJICYECHUE B MTATOJIOTMYECKHU I MPOLIECC CTPYKTYP HEPBHOM CUCTEMBI, a TAKKE
JTMHAMHKY TTaTOJOTUYECKUX U3MEHEHUHN B XOJI€ MPOrPEeCCUPOBaHKUS 3a00JIeBaHUS U HA

(hoHE COOTBETCTBYIOIICH BBICOKOCTIEM(DUYHOMN TepaITHK.
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3AKVIIOYEHHUE

['JIJ1 oTHOCKTCS K YuCIly Hauboree TPyIHO IUarHOCTUPY EMBIX 3a00JI€BaHU, C JTU-
TEJIbHBIM JIATEHTHBIM TE€UYEHUEM U OOJIBIITUM MOTUMOPHU3MOM KJIMHUUECKOU CUMITTOMA-
tuku [32, 161]. be3 nedenust 60se3Hb MEET HEYKJIIOHHO IMPOTPECCUPYIOIIEE TCUCHHE C
JI€TaJbHBIM UCXO0JIOM, OJIHAKO COBPEMEHHBIE METO/Ibl MEABIIIMMUHUPYIOLIEH TEpaIuu
MO3BOJISIIOT MOJTHOCTHEO KYITMPOBATh WJIN B 3HAYUTEIBHON MEPE YMEHBIIUTD IPOSBIICHUE
KJIMHUYECKUX MMPU3HAKOB IIPU CBOEBPEMEHHOM JMAarHOCTUKE U BOBPEMSI HAUaTOM Jieye-
HUH.

[enpto HacTOsIIEH pabOTHI IBUJIACH OLIEHKA PACTIPOCTPAHEHH OCTH, TeHETUYECKON
CTPYKTYPBI, BAPUAHTOB KIMHUYECKOU MaHU(ECTAIIMN U KIMHUYECKOro MoJuMophu3mMa
renaToJCHTUKYISIPHOM IeTeHEPAINHU [Tl ONTUMU3AIUN TUaTHOCTUKY U JIe4eOHO-TIpo-
(HUITaKTHYECKON TTOMOIIIH.

Bcero B xo1e paboThl 00caea0BaHbl 74 yemoBeka (My» 4uH — 29, KeHIUH — 35),
MPOKMBAIOITNX B Xa0apoBCKOM Kpae, ¢ moao3penreM Ha ['JI/1. Jiud depenimanbpaas -
arHoctuka [ 'JIJ] moTpeOoBaia 3HaUUTEIbHOIO BpEMEHH JUHAMUYECKOT0 HAOII0/IeH S 32
COCTOSIHUEM OOJIbHBIX, MMPUBJICYECHUS TOTOJHUTEIBHBIX JUATHOCTUYECKUX HCCIIEI0Ba-
Huil. KonnuecTBo O0JIBHBIX C HETTOATBEPKAEHHBIM B IIPOLIECCE IETaIbHOTO 00CIIE10Ba-
Hus quarao3om [JIJ] coctaBuio 54 (72,97%). B oty rpynmy Bomm 6071bHbIC, UMEIOITHE
skcrpanupamuansie (57,41%), ncuxuyeckue Hapymenuns (7,41%) u cTpagaromime Xpo-
HUYCCKUMHU ITaTOJIOTHICCKUMH rporieccamu nedeHu (35,19%). CoBOKyIMHOCTh KJIIMHUYC-
CKHMX MPOSBJICHUM cOYeTaIach C JOCTAaTOYHO OTYETIIMBBHIMU U3MEHEHUSIMU, TTOTYUYEH-
HBIMH B MPOILIECCE TPOBEIEHUS Ta00PATOPHBIX U HEWPOBU3YAIM3AMOHHBIX HCCIIEI0BA-
HUM, 4TO 3aTPYyAHSII0 IMarHOCTUKY. Y 9 (16,67%) u3 54 npu ucnoyib30BaHUK OaJIBHON
KOJIMYECTBEHHOM JIEUTNIIMICKOW MIKAJIBI JAHHBIN JUArHO3 ONPEACIECH KaK COMHUTEb-
HBIWA, U UCKJIFOYUTH [ JI/] B 3TUX Ciydasx y1amoch TOIBKO ITOCIIE TPOBEACHUS MOJIEKY-
JSIPHO-TEHETUYECKOTO NCCIIETOBAHMS.

Jluarno3s ['JIJ] 0611 Bepuduiiuposan y 20 marueHToB U3 17 cemeit. Bo3pact 60716

HBIX coCcTaBui OT 15 10 52 net (cpenuuii Bo3pact - 36,33+11,46 net). Bo Bcex ciyyasix
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JIMarHO3 MMOTBEPKICH MOJIEKYIIIPHO-TeHETHUeCKUM MeToioM. CemeitHble popMbl 3a60-
JIEBaHMS COCTABWIIA 3HAYUMYI0 4acTh U oTMedannich y 25,00% 6ompHbIX. Tpoe 601bHBIX
SIBJISUTACH POJHBIMUA CHOCAaMU B OJTHOM CEMbE M JIBOE B IPYroil. AHAJIOTUYHBIC TAHHBIC
nonydenbl bamamosoit M.C. (2019), onucaBiei cemeitnbie ¢hopMbI 3a00JICBaHUS B
27,2% cmyudaes. [lo aTHUYECKOM MPUHAIE)KHOCTH 16 BBISBIICHHBIX CEMEM ObLIN pycC-
CKUMH, | ceMbs y30eKcKast (MMMUTPAHThI U3 pecityOnnku ¥Y30ekucTan). B o6cneayembix
CEMbsSIX KPOBHOPOJCTBEHHBIX OPaKOB 3aperucTpupoBaHo He Obu10. B paborax mpyrux
POCCUNCKHX UCCTIE0BATENEH TAKKE €CTh YKa3aHUs HAa PEAKOCTh MHOPUIMHIA B CEMbSIX
oompHBIX I'JI]] [KonoBamoB H.B., 1960; I'otroBuesa E.B., 1974; Marxkanosa A.P., 2007]
OTOT (aKT KOCBEHHO 3TO MOXKET CBUJIETENICTBOBATH O IOBBIIIEHHOM YaCTOTE I€HA B 110~
nyssanud. B nonysipsix Anonvum, Manum n KyBeiiTa, 111 KOTOPBIX XapaKTEepHA BBICOKas
4acTOTa KPOBHOPOJICTBEHHBIX OPAKOB, OMKMCAHbI YaCThle HHOpPEAHbIE OpAKU B CEMBSIX C
['JIJ1 [Makaposa E. /1., Marxkanos P.B., 1990; Pynenckas I'.E. ¢ coaBt., 1996; Teebi A,
1994].

Pacnpoctpanensocts ['JIJI B Xabapockom kpae coctapisieT 1,5:100 000 nacese-
Hus, B T. Xabaposcke 2,1:100 000 nacenenus. Takum 06pa3om, OTHOCUTENIHHBIHN MOKa3a-
TEJIb AU CTBUTENIBHOM pactipoctpaneHHocTH I JI/] B uccimenyemom pernone Poccuiickon
®enepanun okazaincs B 3,7 pa3a HUXKe, YeM EPBUYHO NpeAnonaraembiii. Hamm nanHabie
COIMOCTAaBUMBI CO CPEHUMHU IMOKA3ATEIISIMUA B MUPE HAa COBPEMEHHOM 3Tarle, paclpocTpa-
HEHHOCTh 3a001eBanms, 1o gaaabiM Orphanet, cocrasiser 1,0 -9,0:100 000 HaceneHws.
B Esporte ['JI/] pacnipoctpanena ¢ gacroroit 1,2 —2,0:100 000 nacenenus [Poujois A,
2018]. PesynpraThl COTNacyroTcsl U C JaHHBIM poccuiickux uccienonareneit (0,6 —

1,0:100 000) [Makapoga E./I., Markanos P.B., 1990; Pynenckas I'.E. ¢ coaBt., 1996;

Baxapnosckuii B.I'. 2004; MarxanoBa A.P., 2007]. B ®enepanbHbIX KITMHUYECKUX Pe-
KOMEHJAITUSIX 110 IMarHOCTHKE U JiedeHn o 00s1e3un Bunbcona-KonoBanosa (2013) mpu-
BOJUTCS YacTOTa 00JbHBIX Ha TeppuTopun Poccuiickoit @enepanmu pasHast 1,0:100 000
HacelleHus. borblas 4acToTa BCTpE4aeMOCTH B I'. XabapOBCKE MOKET OBITH CBSI3aHA C
OOJBITUMH TUATHOCTHICCKUMH BO3MOKHOCTSIMH JIJISI TOPOJICKUX KU TETIEH.

Cpenu HaOmogaeMbIx HaMu 20-TH ManueHToB ¢ auardo3oM I'JI] uncio aui Myx-

CKOro mojia ObIIO IMPAKTHYCCKHU B JBa pada MCHBIIC, YEM JKCHCKOI'0O U COCTaBHIIO 7
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(35,00%) u 13 (65,00%) coorBeTcrBeHHO, B cooTHOMIeHNU 0,54:1. B HEKOTOPBIX HCTOY-
HUKaX IPUBOJIATCS JaHHbBIE O Mpeodiaganuy My »)4auH cpeau 6omasHbIX ['J1]] [KoHoBasnos
H.B., 1960; Jlekaps I1.I"., MakapoBa B.A., 1984; Cox D.W. et al., 1972], yto aBTOpBI

OOBSCHSIIOT Tpe00JIaJaHueM JIETe MY>KCKOTO T0J1a B o0cieayemMoit Bhioopke aetei [CoX

D.W.etal., 1972]

Pa3nuunii B KNIMHUYECKOM KapPTHHE B 3aBUCUMOCTH OT I10JIa HAMU BBISIBJICHO HE
OBLII0.

Cpennuit Bo3pact nepBuuHoit manudecrauuu ['JI/1 y HaGn1rogaemMpIx 60JIbHBIX CO-
ctaBui 21,00£11,76 net (6-39 ner), uTo corsacyercs ¢ JaHHBIMU APYTUX UCCIIEI0BATE-
neu [[Tepkun I'. /1., 1994, Marxanosa A.P., 2007, banamosa M.C. 2019].

JleOroT 60sie3HU ¢ HEBPOJOTUUECKON CUMIITOMATUKUA OTMEUEH y 7-MU OOJIBHBIX
(35,00%), ¢ mCHX0AMOILMOHATIBHOM CHMIITOMATHK! Y 3-X 0011bHBIX (15,00%), Hauano 6o-
JIE3HH C COMAaTUYECKUX paccTpoicTB Habmoaanochk y 10 mamuentos (50,00%), 9aro co-
rJacyercs ¢ JaHHbIMU ApyTux uccienaosarenei. [To nanueiv Walshe, y 62% narnueHnTon
00J1€3Hb MPOSBUIIACH IEYEHOUYHON CUMITOMATHKON, Y 34% - mpU3HAKaMU MOPaKEeHUs
HepBHOU cuctembl. bamamosa M.C (2019) onucana abnoMuHamsHYIO (hopmy B 1eOr0TE
3aboneBanus y 60% nanueHTOB, a MICUXOHEBPOJIOTHIECKHE MPOsBIeHUA Y 31%.

Cpennuii Bo3pact npu yctanoByienuu nuarnosa ['JIJ] coctaBun 29,12+9,60 ner. C
MOMeHTa Jie0roTa 00JIe3HU N0 yCTaHOBJeHus auarHosa ['JIJI mpoxoaunao B cpeaHeM
8,21+1,49 ner, mpu MEUHUMATFHOM BPEMEHH HAOIIOACHHS OT 3-X MECSIIIEB M MaKCHUMaJIb-
HOM 710 20 5ieT. B HEKOTOpBIX Cilyyasx CMEHa JMarHo3a MPoOUuCXoauia 10 HECKOJIBKUX
pa3. [loxoxxue nanHbIe TpeACTaBICHBI UCCIETOBATENIMU U U3 APYTUX pernoHOB [[lepkuH
I'. 1., 1994, MarxkanoBa A.P.,2007, OpunnuukoB A.B.,2017]. JInuTenbHbI BpEMEHHON
MPOMEXYTOK JIO YCTAHOBJICHUS MPABUIILHOTO IMarH03a CBUJETENBCTBYET O TPYAHOCTH
muarHocTuku ['JIJ] v 06 oTCYTCTBUM TOKHOM HACTOPOKEHHOCTH B OTHOIICHHUH JAHHOTO
3a00J1€BaHUS KaK CO CTOPOHBI HEBPOJIOTOB, TAK U CO CTOPOHBI Bpaveil IPYTUX CIIeIUTh-
HOCTEM.

B cooTBeTcTBHM ¢ MPUHSTON B HAllIEH CTpaHe KIMHUYECKON Kilaccuukaipen 0o-
ne3nu, npeaioxkenHot Konoanoseim H.B. (1960 r.), B 3aBUCUMOCTH OT CTaiud U

(b opMbI 3a0071€BaHMsI OOJIBHBIE PACIIPEICISUTUCH CIEAYIOITUM 00pa3oM: abIOMHUHATTBHAS
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(«OpromHas») - 2 (10,00%), apoxkarensHas - 5 (20,00%), npoxxaTenbHo-puruaHas — 13
(65,00%), Takum 00pa3oM y OOJIBIIMHCTBA HAIHEHTOB HMeJIa MECTO IPOKATEIIbHO-PH-
ruHas popmMa.

ApUTMOTUTIEPKUHETUYECKAsI U IKCTPAUPaMUTHO-KOpKOBasi popma y HaOro1ae-
MBIX HaMHU MalEHTOB OTCYTCTBOBAIU. Y Ka3aHUs Ha PEAKYIO BCTPeUaeMOCTh Hanboree
TSDKEIION U3 HEBPOJIOTUIECKUX (POPM apUTMOTHIIEPKUHETUIECKON €CTh U B paboTax JIpy-
rux ucciegonareneit [Kapadbanor A.B., 2000; Marxkanosa A.P., 2007]. IlpotuBopeun-
BbIC JaHHBIC TTOTydyeHbl OBUMHHUKOBBIM A.B. (2017), BRIIBHBIIIUM apUTMOTHITCPKUHE-
TUYECKYI0 (OpPMY IPAKTUUECKU Y TTOJIOBUHBI 00CIEIOBAHHBIX OOJIBHBIX B 54,9% ciy-
Yaes.

Hamu onrcan cirydait ApoxaTeTbHO-pUTHIHON (OpMbI 3a001eBaHMs 0€3 KITMHHUYe-
CKHMX M JTAOOPATOPHBIX TPU3HAKOB OPAKEHUS [1€UYEHH, BBISIBIEHHBIX TOJIBKO IPHU IPOBE-
neHus snactorpaduu. JpyrumMu mccieaoBaTeIsIMU [UPPO3 MEUEHU OMUCAaH y BCEX
HaOJII0Ja€MbIX MTAIIMEHTOB C HEBPOJIOTUUYECKUMHU MPOSBICHUSIMU 3a00sieBanus [P o3uHa
T.I1. 2005; YetkunaT.C. 2011].

[To pe3ynbraTtam 1a00paTOPHOro 00CIeI0OBAaHUS Y HAITUX OOJTHHBIX BBISIBJICHBL: MU-
HUMaJIbHAs U YMEPEHHAasi aKTUBHOCTb TPAHCAMUHA3, CHUKEHHUE YPOBHSI CHIBOPOTOYHOIO
LEPYJIOILIa3MUHA, PE3KOE IMOBBILIEHUE CYTOYHOM dKCKpenmu Meau ¢ mouor. Hopmais-
HBII ypOBEHb 1epyomiazMuna 3adukcuponad B 10,00% nabmronenuit. [1o pesynbraram
Gollan J.L.etal. (1998) HopMmaibHBIi yPOBEHb IIEpy/I0IIIa3MuHa OTMedancs y 15,0% ma-
[UEHTOB. DTO OOBSICHAETCS TEM, UTO I[€PYJIOIUIA3MHH SBJISIETCS OEIIKOM OCTpOH (pasbl u
MIPY BBIPAKEHHBIX BOCTIAIMTENILHBIX N3MEHECHUSIX B TIEUCHH €T0 CUHTE3 YBEJIMUYUBACTCS
[54, 55]. B Hamem uccienoBaHny BeISIBJICHA MUHUMAJIBHASI U YMEPEHHAsI aKTUBHOCTh
CBIBOPOTOYHBIX TpaHcamuHas. Cpeauuii yposenb AJIT 48,35+17,87 en/n 3Haunmo He OT-
muyaiics oT ypoBHs ACT 49,07+24,17 en/n, 4to He coriacyeTcs ¢ JaHHBIMU JAPYTHUX aB-
TOPOB, KOTOPbIE OKa3aIu focToBepHoe mpeodnaganue ypoBasa ACT nag AJIT (Ieprok
[T 1999., Chitkara D.K. 2000). Cxoanble ¢ HalIMMH pe3yIbTaThl MOTy4YeHbI baraeBoit
M.3. (2005) y neteii ¢ 601e3Hb10 BuiibcoHa.

Konpbiia Kaiizepa - ®netimepa ooHapysxeHsl B 61,90% HabmroneHI A, TPU TOM OHH

B OOJILIIIMHCTBE CJIy4acB COUCTAJIHUCH C HAJIMYUEM UPPO3a IICYHCHHU, YTO COITIaCyCTCA C
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nanHbIMU pyrux ucciaenosarene (Herkuna T.C., 2011). ITo nanusm Taly ¢ coaBTo-
pamu, konblo Kaiizepa — ®neiimepa BoisaBisiock B 100% ciydaeB, TOIBKO B rpymne
OOJBHBIX C TPYOBIMH HEBPOJIOTHUYECKHUMU MPOSBJICHUSMU. [[pyruMu comaTuyecKuMu
nposiineHusmu ['JI] B Hatiem uccinefoBaHUM ObLITN: TUC)YHKITUS SMUHUKOB, TIOPOKEHNE
MOYEK, CyCTaBOB, XKeJIIYHOKaMEHHas 00JIe3Hb, TeMOJIUTHYECKast aHeMusl. KiTmH14eckux
MPOSIBIICHUM OPAKEHUS KOXKH, CEPJICUHO-COCYAUCTON CUCTEMBI BBISIBIICHO HE OBLIO.

Jns I'JIJ] xapakTepeH He TOJIBKO BBIPAXCHHBIN KIMHUUECKU U TOJTUMOPDH3M, HO U
TeHETUYECKasi Te€TePOTeHHOCTb, UTO 3aTPYAHSET TOCTAHOBKY IMarHo3a. B cBsi3u ¢ atum
MOJIEKYJISIPHO-T€HETUUECKUN METO/] UCCIIE0OBAHUSI SIBJISIETCSI OCHOBHBIM B ITOITBEPIKIC-
HUM JUardo3a. B nmocnenHue rojipl BAeT THTEHCUBHOE HAKOIUIEHHUE 3HAHUN O CIIEKTPE U
yactoTe MyTaluii reHa ATP 7B y O0JbHBIX B pa3nyHbIX HOMyJsusx mupa. [lokazaHbr
3HAYMMBbIC pa3nuams Mexay nomyismusvu [Tomas G.R., et al., 1995; Kapabanos A.B.,
2000; MarxanoBa A.P., 2007]. IIpsmas JJHK-nuaraoctuka, yqauThiBaroias Ma>KOpHbIE
MyTanuu B rene ATP7B, naet BO3BMOXHOCTb CBOEBPEMEHHOM TMarHOCTUKHY 3a00JI€BaHNS
Y CBOEBPEMEHHOM () PeKTHBHOM MaTOT€HETUYECKOM TepaITuH.

BriepBrie n3yuenaactora u criekTp myTauuii B rene A TP7B B XabapoBCKOM Kpae.
Pe3ynbrarsl mpoBEICHHOr0 HaMU UCCIIEAOBAHUS CBUIETELCTBYIOT O TOM, YTO Yy 0O0JIb-
Hbix [JIJ] B XabapoBckoM Kpae npeobnanaroieii mytamuei B rene ATP7B siBnsercs 3a-
meHa p.His1069GIn B 14 sx30He. HaMu BhIsIBII€HA 3HAUUTENILHO 00JI€€ BHICOKAs YACTOTa
myTtanuu P.His1069GIn 8 Xa6aposckom kpae (85,00% 00IbHBIX), BCTPEUAIOIIASICS C
anebHOM YactoToi 75,00%, 1o cpaBHEHHIO C JAHHBIMH JPYTHX HCCIIeIOBATEICH B pa3-
HbIX peruoHax Poccun: Kapadanos A.H. (2000) BeISIBUIT HOCUTETBCTBO 3TOM MyTally B
61,8% ciydaes, Ha 39,6% Bcex MyTaHTHBIX XpoMocoM. baszytaunoBal .M. (2018), uc-
cnenoBasias oopasisl JJHK 431 npobanaa ¢ amarano3om «6omne3ns Bunbcona-Konoa-
JI0OBa», YCTAHOBHJIA AJUICIIBHYIO YACTOTY JAHHOW MYTAallMU B POCCUMCKOW IMOIYJISIUN
paBHoO# 50%, ipu 3TOM 12,6% 00CI€TOBAHHBIX MAI[MEHTOB SBJISIMCh TOMO3UTOTaMU IO
aToi myTtaruu. B Hamewm uccnenoBanuu 65,00% OOIBHBIX SIBIASITMCH TOMO3UTOTAMH TI0
myTanuu P.His1069GIn. ITo nanubiM Markanooii (2000), nccieioBaBIIeH O YISO
bamkoprocTana, mytanus pP.His1069GIn oonapyskena B 48,2% MyTaHTHBIX XpOMOCOM

B TOMO3UTOTHOM COCTOSHUU y 17,6% 1M B KOMIAyHI-T€TEPO3UTOTHOM COCTOSIHUU Y
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82,4% maruenToB. banamoa M.C. (2018), ucciaenoBasiias pOCCUMNCKYIO MOIYJISIIUIO
00JIbHBIX, BhIABUIIA MaxkopHyto MyTaluio P.His1069GIn na 51,9% anneneti. Hamu pe-
3yJIbTaThl HE COBIAJIAIOT C TaHHBIMU HccnenoBanus OBunHHuKoBa A.B. (2017), BbISBUB-
muM y naruenToB ¢ [JIJ] B cocennem ¢ XabaporckuM [IpuMopckom Kpae HOCUTELCTBO
myTatuu P.His1069GIn nuis B 18,1% HabmroaeHMit, 8 B TOMO3UTOTHOM COCTOSHHH OHO
coBceM He ObLTO 00HapykeHo; kpome Toro, B 100,0% ciaydaeB y mamuenTos ¢ ['JIJ] B
[TpumopckoM Kpae ObLIIO BBISIBIICHO HOCUTENLCTBO MyTariuu Gly1267Arg, Torna kak B
Halel BRIOOPKE MaIMEHTOB 3Ta MyTaIlUs HE BCTpedaach. Pe3ynbprarsl, aHaTOrHIHbIC
HaIllMM, TOATBEpKaatoue npeodnaganue y 6onpHbix ['JIJ1 myTtanuu p.His1069Gln,
ObUIM TMOJY4YeHbl B ATHUUYECKH Onu3kux nomyisiuusx [lonbmu - Ha 72% xpomocom
[Czlonkowska et al., 2005] u Ykpauns - Ha 60% amrtencit [Bomomuu-I"anmonos N.K.,
2014].

[To maHHBIM HAIIETO UCCIICIOBAHUS OIS JaHHOW MyTaIiuu B 1,5 - 2 pasza npeBb-
1aeT MOKa3aTeIu B POCCUHUCKOM MOMYJISIIMY B 1I€JIOM, YTO TTO3BOJISIET UCIIOJIB30BATh €€
MOMCK B Ka4€CTBE OCHOBHOTO MOJIEKYJIAPHO-TEHETUUECKOTO TEeCTa Mpu 00CIIeI0BAHUN
6onpHbIX ¢ ['JIJ] B XabapoBCKOM Kpae U caenaTh 3TO HCCIeA0BaHNE 00JIee JOCTYITHLIM B
AKOHOMHUYECKOM U BPEMEHHOM OTHOILICH UH.

Juarno3 ['JIJ] ctaBuUTCS HA OCHOBAaHWY COBOKYITHOCTH KJIMHUYECKUX JAHHBIX, pe-
3yJbTATOB JA0OPATOPHOIO UCCIIEIOBAHUS U MOJIEKYJISIPHO-TEHETUUYECKOTO aHaAIN3a, O/I-
HaKO HY OJIMH W3 METOJIOB HE JaeT Pa3BEPHYTOI0 MPEACTABICHUS O CTPYKTYPHO-(DYHK-
nnoHanbHoM coctosaun LIHC y nanHo# kareropun naupeHToB. C 3TUX MO3UIMIA HAallle
BHUMAaHHE MPUBJIEK METOJ| PETUCTPAlMU BbI3BAaHHBIX MoTeHIManoB (BII) roioBHoro
MO3ra, KOTOPBIH MO3BOJISIET OOBEKTHBHO OLICHUTH CaMble Ha4aJIbHbIE CTAINN TTATOJIOTH-
YECKOT0 MPOolIecca, a TAKKE UX JUHAMHUKY B XOJI€ TTPOTPECCUPOBAHHMS 3a00JIEBaHNS 1 HA
(hoHE COOTBETCTBYIOIICH BHICOKOCTIEIIU(UYHON Tepanui [ S, 6].

HccnenoBanue MyJbTUMOJAIBHBIX BBI3BAHHBIX MOTEHIIMAIOB FOJIOBHOIO MO3Ta
MpoBeNeHO Yy 17 manueHToB Ha ATarne yCTaHOBJICHUs TarHo3a, y 10 manueHToB peru-
CTPUPOBATIUCH TTApaMETPhl MYJbTUMOIATBHBIX BBI3BAHHBIX MTOTEHIINAIOB TOJIOBHOTO

Mo3ra B JUHaAMUKeE Ha (pOHE MEABIIMMUHUPYIOLIEH Tepanuu.
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[Ipu peructpanuu ACBII ncxoaHO BBISBICHO JOCTOBEPHOE YBEJIMYCHUE JIATEHTHO-
creit [ (p<0,01), Il (p<0,05), 111 (p<0,05), IV (p<0,05) u V nuxos (p<0,01). locToBepHo
(p<0,01) 6p11u yBeuuensl mokazatenu MITU 11—V u [-V, npu 3ToM yBennyYeHus WH-
tepBaia [-III He 3aperucTpupoBaHo. BhIsBICHA MOJOKUTEIbHASI KOPPEISIIUSA MEKITY
CTENCHBIO HEBPOJIOrHueckoro aeduiura mo mkane Goldstain, koTopslii B 1eI0M 110
rpymme coctaBui 15,75+0,716amm0B, u 3aauenussvu MITU 11—V (r=0,36; p<0,05) u I-V
(r=0,38; p<0,05). [Tosy4ueHHBIC HAMU JaHHBIC CBUACTEILCTBYIOT O HAPYIICHUH BHYT-
PUCTBOJIOBOTO MpoBeaeHus y 6onbHbIX [JI]] Ha moHTO-Me3eHIedhaIbHOM YPOBHE U CO-
IJIACYIOTCSI C TaHHBIMM JIPYTUX UccliefoBareneil. Butinar 1 coaBT. mpu McclieI0BaHUN
ACBIl y 8 u3 12 nmariueHToB onucany yijiuHeHrue MeknukoBoro nutepsaia (MIIN) 11-
V. I'nezaunkuii B.B. ¢ coaBT. mpu obcnenoBannu 18 6onbubIx ['JI]] 3apeructpupoBam
3HauYMMOE yBeJnueHue nurepnaia |-V u ypenudenue narentaoctu V nuka. Takum 06-
pa3oM, UMEIOIIHUECS B TUTEpaType JaHHbIE TOBOPSAT O HApYIIEHUU ()YHKIIMOHU POBAHUS
CIIyXOBBIX CTBOJIOBBIX CTPYKTYp Ha MOHTO-Me3eHIedalbHOM ypoBHe. Hamu BriepBbie
OIMCAHO B UCCIIEAYEMOM IPyIINe MalMeHTOB CHI)KEHUE aMITUTYIbI | TMKa: y JIeBsTH
narueHToB (52,94%) | muk ObLT CHYOKEH ITPH CTUMYJISILIMHM C IBYX CTOPOH, Y TISATH Mally-
eHToB (29,41%) Habmr01a10Ch OJTHOCTOPOHHEE BHIPAKECHHOE U3MEHEHHU e TAHHOTO TTOKa-
3arens. YIutomenue | muka conpoBokIaaoch YUIMHEHUEM €r0 JIATEHTHOCTHU JIUIIb y ue-
ThIpex nanuenToB (23,53%), Tpoe U3 KOTOPbIX UMENH JITUTEIbHOCTH 3a001eBaHus Ooriee
10 net. Camxenne ammunty sl | muka npu uccnenoanuu ACBIT y 6onpabIX ¢ T 1py-
TMMHU aBTOpaMH B JIUTEpaType paHee onmucaHo He Obuio. [loyyeHHble TaHHBIE CBUC-
TEJBCTBYIOT O BOBJIEYEHUH B ATOINOTUYECKUM ITporecc npu [ 'JI/] He ToabKo neHTpaib-
HBIX OTEJIOB CIIyXOBOTO aHAJIM3aTOPa, HO U €T0 Mepu(epruuecKrX OTIENOB.

Hamu nccnenosanucek napametpsl ACBII B nunamuke Ha poHe MeABITUMUHUPYIO-
uieil Tepanuu, B pe3yJibTare 4Yero yAanoch 3aperucTpupoBaTh UX MO3UTUBHBIC CIBUTY B
BHJIe TocToBepHOro (p<0,05) yrkopouenus tatentaoctei |, 11, 111 u V mukos, noctosep-
Horo (p<0,05) ymenbmenus MITU I11-V u |-V, a Takxe nocroBepuoro (p<0,05) yBemm-
yeHust aMiaTy bl | uka. B uccnenoBanusix 'ne3auikoro u coart. (2000) ripu peru-
ctpanuu ACBII B nunamuke Ha (hoHE JIedyeHUsI 0OHAPYKEHO OTYETIIMBOE YKOPOUCHHE

nateHTHOCTH Il 1 V nukoB u ymensimienne MIIN I-V, uto HEe MOXeT OBITH pacLiEHEHO,
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KaK JIOCTOBEPHBIE MO3UTUBHBIC N3MEHEHM S, TOCKOJIBKY UCCIIEIOBAHUE TTPOBOIUIIOCH HA
MaJICHBKOM 4Hclie HaOmroieHui (4 mamuenTa). [lomydeHHble HaMU JOCTOBEPHBIC TAHHBIC
MIO3BOJISIOT UCIIOJIB30BaTh MeTo 1 peructparuu ACBII ¢ nienpro MornToprHra s dek-
TUBHOCTH IIPOBOIMMOM T€paInm.

VY Bcex MalMeHTOB y1aJ10Ch YCTAHOBUTDH OTUETIUBBIC IPU3HAKH YXYALICHHUS MIPO-
BEJICHUS 3pUTENbHON adepeHTau B Kopy ¢ 00E€uX CTOPOH B BUJIE JOCTOBEPHOIO
YJIMHEHUS JIATGHTHOCTEM BCEX OCHOBHBIX KOMIOHEHTOB - P50 (p<0,001), N75
(p<0,001), P100 (p<0,05), N145 (p<0,001), P200 (p<0,001), koTOpBIE TaKKE KOPPEIH-
POBAJIM C TSHKECTHIO HEBPOJIOTMYECKON CUMIITOMATUKH. J[aHHBIE HapyIIEHHUS MOTYT
ObITH 00YCJIOBJICHBI KaK AUCMETA00IMUYECKUMH HAPYIICHUSIMU, TaK U IIPOLIECCaMH Jie-
mMuennHu3zanuu. [loxoxue pe3yabTaTsl onucaHsl U Apyrumu aBTopamu (Aielo 1. ¢ coasr.,
1992; Topcu M. ¢ coasr., 2002.), kOTOpbIe BHISBWIN yAduHEeHUE TaTeHTHOCTH P 100 y
MalKeHTOB KaK Ha JIOHEBPOJIOTUUECKOM cTaanu 3a001eBaHusl, TaKk U Ha (OHE HEBPOJIO-
ruueckux npossieHui [ JIJI. Hamu BriepBbie MOKa3aHO, YTO HAPYIIEHUS 3pPUTEIbHON
addepeHTaIuu B KOpy COXpaHsIoTCs Ha (POoHE T TETHLHON MeIbITUMUHUPYIOIIEH Te-
panuu M YMEHbLIEHUHM HeBposiornueckoro nedunura (¢ 15,75+0,71 GamnoB mo
8,30+0,58 6ayos, p<0,05), Tak kak aHayim3 napamerpos 3BII B quaamuke y 10 naru-
€HTOB JIOCTOBEPHBIX U3MEHEHUH JaTeHTHBIX IE€PUOO0B HE BBISIBUII.

IIpn uccnenosanuu KBII ncxonH0 3HauMMBbIe H3MEHEHUS TOKA3aTEIEN OTMEYAINCh
y BCEX 00CIIeTyEeMbIX MMAIlMEHTOB U BBIPAKAJIMChH B IOCTOBEPHOM CHUKEHUH AMILITUTY/IbI
(p<0,05) u yBenmuenuu gatreHTHOCTH (p<0,001) KOTHUTHBHOIO KOMILJICKCA, YTO YKa3bl-
BAET Ha HAPYIIEHUE BBICIIMX KOPKOBBIX P YHKIMM y 3THX OOJIbHBIX. Y BEJIMUECHHBIE [TOKa-
3aTeu JaTeHTHOCTH KOTHUTUBHOTO KOMILJIEKCA KOPPEJIMPOBAIH CO CTENIEHbIO HEBPOJIO-
rudeckoro aedunuta (r=0,62; p<0,01). Hamu nokxazano, 4To U3MeHEHU TOKa3aTeleh
P300 coxpansitorcst Ha HOHE JIUTENBHON Teparuu Jake TPU YMEHBIIICHUH HEBPOJIOTH-
YECKON CUMITOMATHKU. AHAJIOTUYHbIE TAHHBIE TTOJIy4EHbI U IPYTUMU aBTopamu. ['Hes-
muukuii B.B. ¢ coaBt. (2000) npu peructpauuu KBII (P300) B rpynine u3 8 naiiueHToB y
6 BBISIBUIIM CHM)KEHHME aMIUIUTY/bl U YBEJIMYEHHE JJATEHTHOCTU KOTHUTUBHOTO KOM-
nJjeKca. ITU UCCIEN0BATENM ONKMCANIN MOJOKUTEIbHYIO JUHAMUKY ITapaMeTpOB ITHKa

P300 y 4 nanueHToB Ha (hOHE MEABIITMMHUHUPYIOLIEH Teparuy, HO U3-3a MaJOro YKucia
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HaOJIIO/ICHUH JaHHBIE HEe MOT'YT OBITh PACIIEHEHBI KaK JocToBepHBIC. OlIEHKa TapaMeTpOB
P300 mo3BonsieT BBIIBUTH CyOKIIMHUYECKHE KOTHUTHBHBIE HAPYIICHHS B OTJIMYUE OT
IIKaJIbI OIICHKH KOTHUTUBHBIX QyHKIMH MO0Ca, pe3ynbTaThl TECTUPOBAHUS 1O KOTOPOH
OKa3aJIiCh B IIpeIeaax HopMaabHbIX 3HaueHu (28,12 £0,37 6aimios).

[Tpu peructpaunu CCBII ¢ BepxHUX KOHEYHOCTENW YCTAHOBIIEHO JOCTOBEPHO 3HA-
yrmoe (p<0,001) yamunenne narepsaioB N13-N20, N9-N20, cHrkeHre aMILTATY 1Bl
kopkoBoro komrnoneHTa N20 y 8 o6ciieryemMbIx. DT TaHHBIE CBUICTEIBCTBYIOT O HAPY-
IICHUHW TTPOBEACHUS CEHCOpPHOH ad(pepeHTalmu Ha y4acTKe OT CTBOJIA IO KOPHI TOJIOB-
HOTO MO3Ta — TO €CTh Ha [IEHTPAIbHOM YpOBHE. BakHO OTMETHTH, 4TO 00JIee 3HAUNMbIE
M3MEHEHU [TapaMeTPOB OTBETA PETHUCTPUPOBATIUCH Y TALMEHTOB C AU TEIbHBIM aHAMHE-
30M 3a00JIEBaHUS U MOJIYYaBIIUX MEIBIIUMUHUPYIONLYIO Tepanuto. HSU Y.S. u coaBr.
(2003), oncanu focToBepHOE yaauHeHHe Tobko nHTepBaga N13-N20 y 12 naiiueHToB
u3 30 o6cnenoBanubix 60abHBIX [ JI/]. B Hamei rpynne 6onpabIX ccnenoBanue CCBIT
C BEPXHUX KOHEYHOCTEH B IMHAMUKE Ha ()OHE JICUCHU S IOCTOBEPHO 3HAUUMbIX U3MEHE-

HUU HE BBIABIJIO.

CtuMynsaus HUXKHUX KOHEYHOCTE! Tak)Ke He 0OHApy>K1Jia JOCTOBEPHO 3HAUMMBIX
OTKJIOHEHMI JaTEHTHOCTEW OCHOBHBIX NUKOB CCBII, nx aMIiiuTy1 1 MHTEPBAJIOB Kak
MCXOJ/IHO, TaK U B npouecce jgeueHus. [ loxoxue nanabie ObUIH MOTYYeHbI IPYTUMU aBTO-
pamu (Chu NS., 1986), Ho Takxe He ObLIM PacIiCHEHBI KaK JOCTOBEPHBIC BBU,TY HEOOIb-
II0OT0 KOJIMYECTBA HAOMIOJCHUI. Y YUThIBAsI PEIKOCTh 3a00JIEBaHUS U MaJlble BHIOOPKH
MalKEeHTOB, KOTOPHIE HEJIb3sl CYNTATh PENPE3CHTATUBHBIMU, HEOOXOIMMBI JTaIbHEHIIIEe
UCCIe0BaHNsl, BO3MOXKHO Ha OOJIbIIIEM YKClie HAOMIOAEHUH, 711 ONpeaeTeHUs poin
CCBII ¢ HUXHUX KOHEYHOCTEN B AMarHocTudeckux anroputMax ['JI/1.

[IpoBeneHHOE HaMu UCCIIEA0BAHNE TOKA3AI0, YTO KOMILIEKCHOE MYJIbTUMO/IAIbHOE
uccnenosanue BlI sBisieTcst BaXXHBIM 10I1OJIHU TEIBHBIM HEMHBA3UBHBIM METOA0M 00b-
€KTUBHOM OLIEHKU COCTOSTHUS HEMPOPU3NOTOrHUECKUX ITPOLIECCOB U BBIPAKEHHOCTH IO~
pakeHUsI HEPBHOM CCTEMBI, @ TAKXKE TUArHOCTUKU U KOHTPOJISI TEPATMU Yy TAIEHTOB C
I'JI. DTo nuKTyeT He0OXOAMMOCTh BKITFOUEHUs MeTo1a perucTtparmu BI1 B nnarnoctu-

YecKui anroput™ oocienoBanus 6onbpHbIX ¢ ['JI]] (prcyHok 16).
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IepconnHuMpoBaHHBII M1aH Ha0.110JeHISA H Tepanuu

Pucynox 16 - Anroput™m auarnoctuku ['JI/]

Ha ocHOBaHMM MOJIy4EHHBIX PE3yIbTATOB MCCIEAOBAHUSA MPEICTABIISETCS BO3-
MO>KHOM pa3paboTKa HOBBIX IMOIX0A0B K AU hepeHIMaIbHON JUArHOCTHKE, BEICHUIO 1
MIPOTHO3WPOBAHUIO PE3YJIBTATUBHOCTU Tepanuu 00ibHbIX ¢ [JIJ] ¢ mpuBiieueHreM Kak

MCIHUKO-TCHCTHUYCCKOI'O KOHCYJIbTUPOBAHMA, TaAK U JTUHAMNWYCCKOTO UCCJICIOBAHM BbI-

3BAHHBIX ITIOTCHIIXAJIOB.




116
['emaToJIeHTUKYIIIpHAS JIETCHEpAIKs B HACTOSIIIEE BPeMsl OTHOCUTCS K Kypaoeb-
HOW HACJIEJICTBEHHOM MAaTOJIOTHH, & €€ PAHHSIS JUATHOCTUKA UMEET BaXKHEUIIIEE 3HAUCHNE
JUTSL TOCTHKEHU S JieueOHOoTo A(pdhekTa u cToiKo# (papMaKkoIOTUIECKON PEMUCCHU ATOTO

TSDKEJIOTO MPOrPECCUPYIOIIETO 3a00JI€BAHMUSL.
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BbIBO/IbI

1. PacnpocTpaHEeHHOCTh renaToJeHTUKYJISIPHOM JETeHEPAIIMU B OTACIIBHOM pe-
ruoHe Poccutickoit denepariuu - XabapoBckoM kpae coctapuia 1,5:100 000 nacenenus,
YTO CONTOCTABUMO CO CPETHUMHU MUPOBBIMU ITOKA3aTEISIMU, HO OTHOCUTEIBHBIN ITOKA3a-
TeJb PACIPOCTPAHEHHOCTH 32001€BaH U ITPU OKOHYATEIIHHOM TOCTAaHOBKE TMAarH03a OKa-
3ancs B 3,7 paza HUKE IEPBUYHO MPEANOIAraeMoro, YTo CBUACTEIbCTBOBAJIO 00 UMETO-
IIUXCSl HeJI0CTaTKax JUarHOCTUKY 3a00JIeBaHMs B MAaHHU()ECTHOM MEPUOJIC U TPEOOBATO
€€ COBEPIICHCTBOBAHUSI.

2. BapuaHTbl KIMHIYECKOW MaHU PecTalluK renaToIeH TUKYIISIPHOM JIeTeH epaliiy
MOTYT OBITh CAMBIMU Pa3HO00Pa3HBIMU, OTPaAXKasi COYETAHHOE MOPAKEHNE MHOTHUX Opra-
HOB U CHCTEM YK€ B caMOM Hauasie 3a0oeBanus. OCOOCHHO 3aTpyAHSET PAHHIOO 1Ha-
THOCTHKY JeOrOT 3a00eBanus B BuAe coMaTnieckux (50%) u/umm mcuxo3MoIyOHa b
HbIX TIposiBJieHUi (15%), Tpu KOTOPOM 10 MOMEHTA YCTaHOBJICHUSI TPABUIILHOTO Ha-
THO3a IIPOXOJUT B cpeaHeM Ha 8,21+1,49 ner, 9To mpUBOAWT K 3aI1037a]TIOMY ITaTOTeHE-
THUYECKOMY JICUEHHIO U YXYALIAET IPOTHO3.

3. Tunuynble 115 renaToJICHTUKYSIPHONW JereHepaluil HEBPOJIOrHYECKHE MPo-
SBJICHUS B OOJIBIIMHCTBE CIIy4YaeB pa3BUBAIOTCS B CPEAHEM Uepe3 S JIET B CIIydasix MaHU-
¢decranuu 3a007€BaHNSI COMATHYECKUMHU CUMIITOMAMH U CHHIAPOMAaMHU - SHIOKPUHOJIO-
TMYE€CKUMHU, IEYCHOYHBIMHU, TOYEYHBIMU, TEMATOJIOTMUYECKUMHU, U TTPU 3TOM HauboJee ya-
cTo (65%) AMarHocTUpyeTcs IpoKaTeIbHO-pUruaHas popma 3a00aeBaHMs.

4. B nporecce MOJIEKYJISIPHO-TEHETUUECKOro aHanu3ay Jinil, crpagarontux [JI,
omnpejeneHa npeobnagaromasi Mmytanust B rene ATP7B, KoTtopoi sBiseTcs 3aMeHa
p.-His1069GIn B 14 sx30He, BoisiBsiemas y 85,00% 6onpHbix Ha 75,00% xpomocom mipe-
MMYLIECTBEHHO B TOMO3UTOTHOM COCTOSIHUM, YTO B 1,5-2 pa3a npeBbIlIacT U3BECTHBIE
paHee pOCCUICKHE MOKA3aTEeNN U ONPEIEISIET BOZMOXKHOCTh IMAarHOCTUYECKOTO UCTIOMb-
30BaHUs 3TOTO (haKTOpA.

5. Ilpu I'JI/] B matoiaornyeckuii mporecc BOBJICYEHbI HE TOJIbKO IEHTPAJIbHBIE OT-

JIEJIbI CITyXOBOTO aHAJIM3aTOPa HO M €ro nepudepruueckre 00pa3oBaHus, UTO MPOSBIISETCI
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CHMXKCHHUEM aMIUTUTYp! | ITMKa B mponecce UCCieq0BaHus aKyCTUYECKUX CTBOJIOBBIX
BBI3BAHHBIX ITOTCHIIHAJIOB.

6. IlosutuBHbie cnBurk mapamerpoB ACBII Ha ¢hoHE MeABITUMUHUPYIOIIEH Te-
panuu B Buje ykopoueHus narentnoctelt I, 11, Il u V nukos, ymensimenus MITU [11-V
u [-V, a Takxke yBeIM4YeHU I aMILUIUTY 161 [ MMKa MOTYT CITyKUTh HHCTPYMEHTOM OIpEIe-
JIEHUS PE3YJIbTATUBHOCTH ITPOBOIUMOIO JIEYEHUS, TOTIOIHSIOIIErO M YTOYHSIFOLIETO KU~
HUYECKHUE XapaKTEepUCTUKHU. OTCYTCTBUE MOJOKUTEIbHON JMHAMUKH oKa3aTeseil 3BI1
u KBII (P300) B x071€ MHOTOJIETHEW T€paIMU MOTYT CITY>KUTh IONOJTHUTEIbHBIMU M PH-
3HaKaMH COXPaHHOCTH HapyLIeHU M 3puTenbHOM adhepeHTanuu B Kopy roJJOBHOIO MO3ra
Y KOCBEHHBIMHU MMOKA3aTEISIMUA COXPAHSIIOIIErOCsi KOTHUTUBHOTO JeUITUTA 1aXKE B CITY-
Yasx YMEHBIICHU I BBIPAXKEHHOCTH HEBPOJIOIMYECKOM CUMITTOMATUKH.

/. Ha ocHOBaHMM MOJYUYEHHBIX PE3YJIHTATOB UCCIECIOBAHUS pa3pabOTaH ajro-
put™m nuardHocTuku [JIJ1, yduThIBaromni reHETUYECKYIO MU IEMHUOIOIHIO U BO3MOXK-
HOCTb IIPUBJICYEHUS BBI3BAHHBIX IOTEH M AJIOB C LEJIBIO ONITUMHU3ALMH BEICHUS TALIUCH-

TOB M IPOTHO3UPOBAHUS PE3yIbTaTUBHOCTH Tepanuu 601bHbIX ¢ ['JI/1.
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HPAKTUYECKHUE PEKOMEHJALIUU

1. Ilpu nmpoBeaeHUU MOJIEKYJISAPHO-TEHETUUECKOTO TECTUPOBAHUS OOJBHBIX C
['JIJ1 B mepBy10 o4epe b HEOOXOAMMO MPOU3BOAUTH TeHETUYECKUI CKPUHUHI MAYKOPHOM
myTtauuu p.His1069GIn B 14 sk30He. [Ipu 0TCYyTCTBHM 3TOM MyTallii MOKET OBITh PEKO-
MEHJI0OBAaHO CEKBEHHPOBAHUE BCEW KOIMPYIOLIel 001acT reHa.

2.  KowmmnekcHoe MmynbTMOAanbHOE HccienoBanue BIT 1omkHO ObITh BKITFOYEHO
B IMaTrHOCTUYECKU M allropyu ™™ 00ceioBaHus manueHToB ¢ ['JI]], Tak Kak sBJIsIeTCS BaXk-
HBIM JIOTOJHUTEIbHBIM HEMHBA3UBHBIM METO/IOM B OOBEKTHUBHOM OIIEHKE COCTOSHUS
HEeWPOoPU3NOTOTHIECKHX ITPOIIECCOB B HEPBHOM CUCTEME:

e  Perucrpamus KBII MoxeT ncnonbs30BaThCs B KAYECTBE OJTHOTO U3 METOOB
paHHETO BBISBJICHUS! KOTHUTUBHOTO JIe(hunTa y OOJIBHBIX U Ha ATATIE MO IeP>KUBAIOIICH
Tepanuu - Kak MapKkepa CyOKJIMHHUYECKUX TPOSIBJICHUH [TaTOJIOTMYECKOro IIpoliecca, Tpe-
OyIoLIMX Ha3HAUYECHUSI HEUPOTPO(DHBIX JIEKAPCTBEHHBIX CPEJICTB B paMKaX ONTUMU3AIUU
dapmakoTepanuu;

e [lapameTrpsl ACBII 10J5KHBI OIIEHUBATHCS HE TOJIBKO Ha ATAIe JUarHOCTUKU
3a00JIeBaHU s, HO U B TIPOLIECCE JICYSHUSI C 11€JTbI0 MOHUTOPUHTA 3 () (PEKTHBHOCTH MTPOBO-
JUMOU TEPAITNK;

e  l3menenus napametpos I nuka B mpouecce uccienoanus ACBII, cBunerens-
CTBYIOIIIEE O BOBJICUCHHUH B TTATOJIOTUUYECKUH MPOIecC MEPUPEPUUECKUX CTPYKTYP CIIy-
XOBOT'O aHAJIN3aTOPA, JOJKHBI SIBJIATHCS [IOKA3aHUEM K KOHCYJIBTAL[MU CYPA0JI0Ta ITALH-
entoB ¢ [ JI/I;

° Perucrtparmms 3BII MOXeT HCITOIB30BATHCS B KAYECTBE JIOMOJHUTEIILHON UH-

CTPYMEHTAIbHOU METOJUKUA OOBEKTUBHOM OIIEHKU (DYHKIMH 3pUTEILHOTO aHAIM3aTopa
y 6oapHbIX ['JI]].
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CIIMCOK COKPAIIIEHUH U YCJIOBHBIX OFO3HAUYEHU

AJIT — anannHamMuHOTpaHCchepaza

ACBII — akycTuyecKure CTBOJIOBBIE BbI3BAHHbBIE TOTEHIMATTBI
ACT — acnapratamuHoTpadcdepasa

AT ® — anenozuHTpUdOCchOpHasT KUCTOTA

AT ®-a3za— agenosuaTpudocdaraza

ATP 7B —anenosunTpudocharrpanchepaza 7B

BBK — 605e3np Bunscona—KonoBaiona

BII — BrI3BaHHBIE MOTCHIIUAIIBI

ITT — ramma-rnyramuHTpancdepasza

I'JI/] — renaTtoneHTUKYISIpHAs AETeHEepanus

JIHK — ne3oxcrnprOOHyKIeMHOBAS KUCIIOTA

3BI1 - 3putenbHbIE BRI3BAHHBIE TTOTECHIIUAIIBI

3BII PIIII — 3puTenbHbIe BBI3BaHHBIE OTEHIMAIBI HA PEBEPCUBHBIN IIIaXMATHBIM 1aT-
TEpH

KBII — korHUTHBHBIE BEI3BaHHBIE ITOTEHIAAIEI

KT — kommbrorepHasi Tomorpadust

MBII — MynbTUMO1aJIbHBIE BBI3BAHHBIE TOTEHIAAIBI

MIIN — MeXTMKOBBIN MHTEPBAIL

MPT — MarauTHO-pe30HaHCHas ToMorpadust

O®OKT — ogHod TOHHAS MU CCUOHHAA KOMITbIOTEpHAsi ToMOTpadus
[ITU — npoTpoMOMHOBBIN HHIEKC

[TLIP — monmumepa3Has nenHas peakmus

[19T — MO3UTPOHHO-IMUCCHOHHAS TOMOTpad ust

COD — ckopocTh OCENaHUS SPUTPOLIUTOB

CCBII - comMaToCceHCOpHBIE BBI3BAHHBIC TOTECHIMATBI

Y3U — yibpTpa3ByKOBOE UCCIICJOBAHUE

OITH — ¢pynpbMuHaHTHAs T€YEHOYHAsI HEJ0CTAaTOUYHOCTh

[THC — uenTpanbHas HepBHas CUCTEMA
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HIT — uepynonnazMux

OKT — sanexkTpokapmorpadus

D3I — anexTposnuedanorpadus

ATP7B —ren AT ®-a3b1 7B P Tuna

ATOX1 - anTHOKCHIaHTHBIN TpoTenH (antioxidant proteinl)

BAL — Bpuranckuii antu-mousut (British anti-Lewisite)

D-ITAM-D — nenunuuiaMud

FLAIR — pexxum nHBEpCHUM — BOCCTAHOBJICHUS C PEIyKI[MEl CUTHAIA OT CBOOOIHOM
KHUJIKOCTH.

MoCa - Monpeabckas mkaia oreHkd KorantiBHbIX G yHKIwi (Montreal Cognitive As-
sessment)

NGS — cekBenupoBanue HoBoro nmokosienus (Next Generation Sequensing)

TTV-renarorponnsrii Bupyc cemeiicta Circoviridae.
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Hpuinoxenue A

[IIKAJIA oneHKH TSHKECTH COCTOSIHUS 00abHBIX ['J1]]

(o N.P. Goldstain 8 Mmogudukarmu B.B. ITosenryka)

Cumnrom BripaxxeHHOCTB bamn
Tpemop OTtcyTcTBYET 0
Jlerkuii uiam peIKo BO3HUKAOIINN B CpeTHe(DU3U0JIOTH- 1
YECKOM I10JI0KEHU U
CpenHuii mo aMILUIUTY A€, HE TOCTOSIHHBIN, 0XBATHIBAKO- 2
MY OJIHY WJIU IBE KOHEYHOCTHU
Cpeanuii 1o aMIIMTy i€ C paCpOCTpAaHEHUEM HA YK U | 3
HOTH, (DOJIOMUPYIOIIETO TUTIA, 3HAYNUTEIILHO 3aTPYIHSIO-
11 OBITOBYIO PEAOHIIUTAIIHIO
BripaskeHHBIN, FeHEepATTN30BAHHBIN, JPOKATEIIbHBIN T~ 4
IIEPKHUHE3, KPYITHOAMIUIUTY IHBIM, PACIIPOCTPAHSAIOLINIC
Ha MBIIIIBI TYJIOBHUILA, €W, KOHEYHOCTEW, HE IT03BOJIS-
0NN 00JILHOMY 00XOUTHCS 0€3 ITOCTOPOHHEH 10~
MOIIIH
Mpieunsiii - To- | He Hapyiien 0
HYyC
Jlerkast BS3KOCTh B MPOHATOPaX — CyIMHATOpaXx, Cruda- 1
TEJISIX-Pa3ruoaTeNsIX KOHEUHOCTEN, THITIOTOH S
MpleyHast puri JHOCTb OT YMEPEHHOM 10 CPENHEN 2
3HAUYUTENIbHOE N3MEHEHHE MBIIIEYHOTO TOHYCa 1Mo Ia- | 3
CTUUYECKOMY THUITY, HO C COXpaHEHHEM BO3MO>KHOCTH I PO-
W3BOAMUTH IBUKECHHU S B TOJIHOM 00bEME
Tsokenast sKcTpanupaMuiHas PpUTHIHOCTb, TMOJHbIM | 4
00BEM JIBUKEHUI TOCTUTAETCS C TPYAOM UIIM HEBO3MO-
KEH
CnocobHocts x0- | HopmanbHas 0
JTUTh HesnauunTenbHas 3aMeIJIEHHOCTb IPH X01b0e 1
BripaxkeHHas 3aMeIIEHHOCTh ITPU HAJIMYHUU CITIOCOOHOCTH | 2
K IPOXOKICHUIO BCETO PACCTOSIHUS O€3 TOCTOPOHHEH I10-
MOIIIH
CnocoOHOCTh K TMPOXOXKICHHUIO BCETO PAaCCTOSHUSA, HO | 3
JIMILB C IOCTOPOHHEN TOMOLIBIO
Hecrnoco0OeH XoauTh Aaxke ¢ MOCTOPOHHEN TOMOLIBIO 4
Peub Hopmanbhas 0
CmazaHHasi, MOHOTOHHAsA, C HEJJOCTATOYHOM apTuKys- | 1

nuen
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CxanaupoBaHHas pedb, THYCaBbI OTTEHOK royoca, Ipo-
YKaHUe rojioca

N

BrlpaskeHHas nu3apTpusi, IPOU3HECEHUE OTACIbHBIX CJIOB

IIpon3HeceHne OTIEIbHBIX 3BYKOB, aHAPTPUS

I'moranme

He napymeno

3aMeIeHO

[TonepxuBanue, NceB100yIbOApHBINA CHHIPOM

3aTpyIHEHHE MPU IIIOTAHUU

Jucdarus, 3HaunTeIpHOE 3aTPYTHEHHUE TPU TTIOTAHU U

PaBHOBecue

be3 Hapymenun

C HapyliieHusMHU, HE BOCCTaHABIMBaeMOe 0€3 IOCTOPOH-
HEW OMOIIHA

RO~ WNIFLIO|I~ W

[TageHue B ciiydae OTCyTCTBUSI NOIIACPKKHU

HecnocoOHOCTh CTOSATH Ha HOTaX, TOCTaBIICHHBIX BMECTE

WIN

HecrocobHOCTh CTOSTH HA HMIMPOKO PACCTABICHHBIX HO-
rax 0e3 NOCTOPOHHEH NOMOIIU

D

YpoBeHb CO3Ha-

HUsA

ScHoe

Ornymienue | crenenu

Ornymenue |l crenenu, conop

Koma |

Kowma Il-111

[Topaxenue
YEHU

ne-

be3 Hapymenun

I'emaTomeranusa

YMeHblLIEHNE pa3Mepa NEUYECHU

['unep- nnu runoTpousi MeUYeH B COUYETAHUN C OTEKaMH,
ACLIMTOM, T'€NaTO-JIMEHAIBHBIM CUHAPOMOM, UKTEPUYHO-
CTBIO CKJIEp

WINFPO[A[WNFO

XKentyxa, HapylIeHUs CO3HAHUs, TUNIEpOUPYOUHEMUS,
reéMOJIN3, TeNaTO-PEHATbHbIA CHHIPOM

D

[Topaxenue cee-
3€HKHU

bes usmenenunit

CUHAPOM CKEHUPYIOIIEH CeJIe3eHKU

CrieHoMerajius

TpomOoMTOTIEHHS

['enmaTo-nmeHAIbHBIN CUHAPOM, AHEMHU S, JICUKOTICHH ST

OcrnoxxHeHus npu
tepanuu I-11AM

Het

I[I/ICHGHCI/IH, JACPMATO3EI

Dk3atepOarys HEBPOIOTHYECKON CUMITTOMATUKH

DK3arepoarys COoMaTHIeCKOH CHMITOMATHKA

Dk3arepoarys HEBPOJIOTHISCKON U COMATHISCKONCHMII-
TOMATUKH

ARIWINFRPIO|IRIWN| IO

[Topaxxenune mouek

Het

YMepeHHas SpUTPOLIUTYPUS

O

JlenikouuTypus
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[Iporeunypus 3
Onurypusi, TOBBIIICHHS YPOBHS KDEATUHNHA, MOYCBUHBI | 4
Jleuenwne JI-ITAM | OTcyTcTBYeT 0
He mensbiite 1 roga 1
Ot 1 no 3 et 2
Ot 3 no 5 et 3
>5 4
NuTepnperanus pe3yJbTaToB:
Jlerkas <10
CpenHei TsbKecTH 11-
25
Tsoxenas > 25
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Ipuinoxenue b

HeﬁHHHFCKaﬁ KOJIMYCCTBCHHAA IIKaJ1a AJIA AMarHOCTHU KU

(8" International Meeting on Wilson’s disease, Leipzig, 2001)

oone3nn Bunscona — KonoBasona

[Ipu3Hak BripaxkeHHOCTB bamn
Konbio Kaitzepa- | Umerorcs 2
drneitepa OTCYTCTBYIOT 0
HeBponoruueckue | Tspkenbie 2
MIPOSIBJIICHUS WJTH Jlerkue 1
XapakTepHbIE U3Me- | OTCYyTCTBYIOT 0
Henuss Ha MPT ro-

JIOBHOT'O MO3Ta

Konnentpanusne- | Hopmansaas (> 0,2 r/n1 unu (> 200 mr/i) 0

pynomnasmuHacel- | 0,1— 0,2 r/m wnu 100-200 mr/n 1

BOPOTKH < 0,1 /n mmu < 100 Mr/n 2

Kym6c-neratuBnas | [IpucyrcrByer 1

aHeMus OTtcyTcTBYET 0

Copepxanue meau | (>4 pumons/ winu 250 MKI/T) B 5 pa3z>BepxHei 2
TPaHUIIBI HOPMBI

B [I€YEHU
0,8 —4 pumous/r umu 50-250 MKT/T 1
Hopwmanbnoe (< 0,8 pmons/T uinu 50 MKT/T) -1
Hanuuue pogaHuH — NO3UTUBHBIX TPaHyJI (IIpU 1
OTCYTCTBHUH BO3MOKHOCTH KOJTMYECTBEHHOI'O
OnpeIeICHUS MEJIN )

Okckpenus Menu ¢ | Hopmanbaas (< 0,9 MKkMOIIB/CyT. X 1,73 M? nim < 0

. 57mKr/cyT. x 1,73 M2
MOYOii =

Memnbliie 4eM B 2 pasa BbIIIE BEpXHEH IPaHUIIbI 1
HOPMBI
bosnee uem B 2 pa3a Brllle BEpXHEU TPaHULIBI 2

HOPMBI
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HopwmasnbHasi, HO oBbIIIaeTcs OoJiee yeM B 5 pa3 2
BBIIIIE BEPXHEU IPaHUIIBI HOPMBI ITOCJIE TPOOKI C
J-TIAM
MounekynspHo-re- | BbIsIBI€HBI MyTallMM Ha 00EHX XpOMOCOMAax 4
HETHUYECKas INarHo- | BeIsBIIEHBI MyTallMK HA OJJHOM XPOMOCOME 1
CTHKa JledexThl MyTalnii He BBISIBJICHBI 0
NuTepnperaums:
JInarto3 yCTaHOBJICH >4
Jlnaruo3 coMHUTENEH, HE00X0AUMO JalbHeIee 00cae0BaHIe 3
Jlnarso3 ManoBeposATeEH <2
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IIpuno:xenue B

MoHpeanbckas Ikana OleHKU KOTHUTUBHBIX (PYHKIIH M
(Montreal Cognitive Assessment, MoCa)

MoHpeanbcKan LUKana oleHKu msi: Aara
. O6pasosanue: pOXACHUR:
KOrHUTUBHbBIX (PYHKLMIA MNon: DATA:

pm
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