COBPEMEHHAA PEBMATONOTHA N3'10

KNWHUYECHKOE HABNHWAEHHWE

bone3nb Jlewa—HUXeHa:
KNUHUYECKHE NPOABNEHUA U BADUHAHTDI
TEYEHUA, aHANU3 CODCTBEHHOrO ONbLITA

M.C. Enucees, B.I'. Bapckosa
HUH pesmamonoeuu PAMH, Mockea

Konmaxmeoi: Buxmopus leopeuesna bapckosa barskova @irramn.ru
Contact: Viktoria Georgiyevna Barskova barskova@irramn.ru

bonesnp Jléma—HuxeHa — penkoe HaclaelICTBEHHOE pe-
neccuBHoe X-CLEIJICHHOE 3aboJieBaHME, B OCHOBE KOTOPOTO
JIexkaT HapylleHMs MeTaboJM3Ma MyPpUHOB BCJIEACTBUE Pa3BU-
™M1 geduimra ¢pepMeHTa TMIIOKCAaHTUH-TyaHuH ¢ochopubo-
suirpadcdepassl (FOPT), xapakTepusyroleecs TUIEpypUKe-
MUEW W TUTMEPYPUKO3YypUEH, TTaTOJOTUEN HEPBHOW CUCTEMBI U
HeTpeIHaMEePEHHBIM CaMOITOBPEXIAIONINM MoBeaeHueM |1, 2].

IlepBoe ynmomMuHaHue HEOOBIYHOTO 3a00JIeBAHUS OTHOCUTCS
K cepenre XIII B. u mpuHamIEKUT TOMUHUKAHCKOMY MOHaxy J.
Voragine, Kotopblii B KHUre «Legenda aurea» omucan pebeHKa ¢
MOIarpoii, TOYeYHOM HEeIOCTATOYHOCTBIO, HEKOHTPOJIUPYSMBIMU
JNIBUDXKEHUSIMU U CaMOTMOBpeXAatoluM noeneHueM [3]. B Hae
BpeMs, B 1959 1., W. Catel u J. Schmidt coobmmmm o KIMHYe-
CKOM CHHJIpOME, XapaKTepU30BaBIIEMCSl COYETAHNEM THIIEPYpPH -
KeMUH, TUIIEPYPUKO3ypUH 1 dHLIedaIonaTiu, y pedbeHka 1 roma 6
Mec, Ha3BaB €ro <«rurepypukemMuyeckas sHiledanonatus». B
1964 1. ctynent-mMenuk M. Lesch 1 ero mpemnomaBaTesb IeauaTp
W.L. Nyhan onucanu X-clernjieHHoe 3a0ojieBaHue y 2 OpaTbeB C
TUTIepypyUKeMuei, momarpoii u mospexaearem LIHC, Bkirouaro-
M MOTOPHYIO TUC(YHKIINIO U caMOoToBpexaeHue [1].

Yepes 3 roga J.E. Seegmiler u coaBT. yCTaHOBWJIM, YTO
CIIETIJIEHHOE C TOJIOM 3a00JIeBaHKE, MPOSIBISIONIEEeCs HU3KUM
WHTEJIJICKTOM, HEBPOJIOTUIECKON CUMITTOMATUKOM, BKITIOUal0-
el KIMHUIeCKYI0 KapTUHY IlepeOpalibHOTO Tapajinya, 3a-
JIEPKKY YMCTBEHHOIO DPa3BUTHUS, XOpPEOaTeTO3, pa3JudHbIe
aHOMaJIMU TTOBEJIEHMS, B TOM YHCJIe HaBSI3UMBOE arpecCUBHOE
MOBeJIeHUE U CAMOITOBPEXAeHUE, CBSA3aHO ¢ JeULIMTOM (dep-
meHTa [®PT, yyacrByromero B MeTaboausme nypuHa [2]. Omn-
penesnsieMasi IPU 3TOM THUIIEPIIPOAYKIIASI MOYEBON KHUCIOTHI
(MK) mo3Bonuia MpeanosoXuTh, 4To (GEepMEHT BOBJIEUEH B
HOpMaJIbHOE peTyJupoBaHMe OMOCWHTe3a IypuHa. JleiicTBuU-
teabHo, [OPT urpaer KI04eBYIO poJib B ITypMHOBOM OOMEHE,
U TIpu ero nedulMTe pe3Ko CHUXKAETCS PECUHTE3 TYyaHHHMO-
Hodocdara (TMD), HakamIMBaIOTCS TYaHUH, TUTIOKCAHTUH U
KCaHTHH, YTO TIPUBOAMT K TUTIEPYPUKEMUM BCIISICTBUE TIepe-
npoussonctea MK (puc. 1). 1o oTkpbITHE O0JIETYUIO0 UIEH-
TH(UKALINIO TTOTOOHBIX TTAIIMEHTOB ¢ MEHEe Cepbe3HBIMU (hOp-
MaMmu 00JIe3HH, B TOM UMCJIe ONMCAaHHBIX paHee. B aTux ciayya-
SIX HaJuyude TUMEPYPUKEMMUU HE COYETAeTCS C OYEeBUIHBIMHU
HEBPOJIOTUYECKUMU WM TIOBEAECHUYECKMMHU HapYyIICHUSIMU U
accounupyetcst ¢ yacTuuHbIM nedunnurom ['OPT. Takas dop-
Ma GosiesHu HocuT HazBaHue [DPT-accommumpoBaHHOI TO-
narpsl, wian cuaapoma Kemm—CerMmuiepa.

Yacrora 3a00/1€BaHUs OY€Hb HU3Kasl U BapbUPYET B pa3-
HbIX Tonyasauusx, coctasiss 1:380 Teic. B Kanane u 1:235 thic.
B Ucnanum [4, 5].
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IIpuBonuM omnucaHue HECKOJbKUX ciiydyaeB Oosie3Hu JIE-
ma—HuxeHa, OTIMYAIONIUXCS 3HAYUTENBHOU BapuabenbHO-
CTbIO KJIMHUYECKOU CUMITOMATUKH.

Boavnoii I, 23 nem, eocnumanusuposean 6 HUH peemamono-
euu PAMH 21.05.2008 e. ¢ acarobamu Ha 6046, Npunyxaocms cyc-
magoe cmon, 16020 KONeHHO20 CYCmasda.

U3 anamuesa uzeecmuo, umo pebeHok poduacs om 3-i bepe-
MeHHOCMU, 8 Nepeoil ee NOAOBUHE Y Mamepu OMMe4aics moKcu-
K03, poobl 6 cpok. Ilpu poxcdenuu macca mena — 3500 e, pocm —
51 cm. Yoice 6 nepaulil 200 Jcu3Hu ommeuanocs Omcmaganue 8 paz-
eumuu (2UNOMOHUA 8EPXHUX U HUICHUX KOHEeHHOCmell, 3a0epicKa
MOMOPHO20 PA36UMUSA: CIAA NOA3AMb 6 200, XOOUMb NOCAE NOAY-
mopa nem). Ilepsvie croea navan npousrHocums 6audice K HOAYMo-
pa eodam, obpawana Ha cebs HUMaHue duzapmpus (petv medaeH-
Has, HewemKas, omoenvhvle 36YKU NPOUSHOCUA ¢ MPYOOM), 3aHU-
mancs ¢ 10eonedom. B demckom go3pacme cuavHo NpuKyculéan 2y-
Obl. B 4-nemuem 6o3pacme nocmaenen 0uazHo3 0emckoeo yepeo-
panvroeo napasuua (AII1), nabarodascs Hegponamonoeom, Kyp-
camu npuHuman Hoompontsie npenapameol. O0yuancs 6 Koppexyu-
OHHOII WKoAe, C NPOCPAMMOLL CHPABASAACS, 00OHAKO, NOCMYNUE 8
npogmexyuunuuie no pemMoHmy uigeiiHoco 060py008aHus, OKOH-
yumo eeo He cmoe. B 16 nem 6vin npusznan uneasudom Il epynneol.

B 2002e. (6 17 nem) eénepesvie 603uuKAU OCMPble 004U, NPU-
NYXA0CMb 1€6020 201eHOCMONHO020 CYCMAasd, 6 mevenue Hedeau
YKA3aHHble CUMNMOMbL APMPUMA NOAHOCIbIO pe2peccuposant.
B meuenue 2002— 2003 ee. — ocmpuie npucmynwst apmpuma I naroc-
Heghananeoswlx, | mexncgharaneoswix cycmagoe cmon. Yoce uepes
HeCcKoNbKo MecAues nocie G03HUKHOBEHUS Nepeoeo Npucmyna
apmpuma omme4eHo GopmMuposanue nOOKOICHbIX Y3108 (mogy-
c08) 6 obaacmu 1e6oll YUIHOU PaKo8UHbl, MEAKUX CYCMABO8 K-
cmeti u cmon. B 2003 e. 6bi1 ocmomper peemamonoeom, enep-
6ble 8blsi6AeH NOBbIUEHHBLI cblopomoUublil ypogens MK u no-
cmaener 0uaeHo3 nodaepol, HA3HA4eH AA10nypuHos 6 doze 100
me/cym; npu ob6ocmpeHuu — MeA0KCUKAM 8 CymouHoil doze 15
me. C 2004 e. — npucmynwr apmpuma He pedyce 1 paza é mecsay,
8061€UeHUe KOACHHBIX, NYHE3ANACHHBIX CYCMABO8, MEAKUX CYC-
maeoe Kucmeil. Coxpausics nogviutenuvlil (538 mxmons/n) coi-
6opomounuiil ypogenv MK, cymounas doza arronypunosa yee-
auvera do 200 me. Ilpu camocmosmenvHbix NONbIMKAX OMMEHbL
annonypuHoONa — yGeauveHue 4acmomol U npoooadlCUMenbHO-
cmu npucmynoe apmpuma. B kpoeu onpedeasinace eunepxone-
cmepunemus (6,9 mmoav/n). Toeda xce (¢ 2003—2005 ee.) —
HeCKOoAbKO NPUCMYNO08 INUAencuU, NPUHUMAn Kapoamasenut, ¢
2006 e. snusenmuueckux npunadxos He 6vi10. B 2005 ¢. ¢ Kau-
HuKo-duazHocmuyveckom yeumpe Tyavl nposedeno cenemuue-
ckoe obcaedosanue u duaznocmupogan cunopom Jléwa— Huxe-
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Puc. 1. Poav I'PPT 6 memaboruszme nypuros

Ha, xapakmep mymayuu He onucau. B
2007 e. npu Y3H o6uapyicensvr mHOICE-
CM@eHHble MeaKue KOHKPeMEeHmbl 8 noy-
kax. C 2007 e. — xpouuueckoe meueHue
apmpuma, npuem MeAoKCUKAMa Hedq-
texkmueen. B anpene 2008 eo. yposenv
MK 6 coieopomkxe — 468 mxmonv/n, Kpe-
amununa — 122 mkmons/n.

Ilpu anaause macnedcmeennvix ak-
mopos caedyem ommemums Haau4ue y om-
ya 601bHO20 apmMepUaNbHOU eUnepmeH3ul,
eunepxosecmepunemuu, y 08010pP0OHO20
Opama no MamepuHcKoil AUHUU — 0AU0-
dakmuauu. [leneanroeuueckuil aHamues
npedcmasner Ha puc. 2.

CocmosiHue npu ocmompe y006aemeo-
pumenvhoe. boavHoil Hekpumuuer, amoyu-
OHaNbHO nabuneH, suigopuuer. CHUICEHbL
namsme, eHumanue. Jusapmpus. Cyxo-
HCUNBHBIE PEPACKCHL OXCUBNCHDBL, CUMMEM -
puunst. [loxooka napemuueckas. Teaocro-

O

o O

OMroaakTHINSA Boubnoii I'.

acenue npasuavioe. Macca meaa — 56 ke,

pocm — 170 cm (puc. 3). Meakue edunuu-

Hble noOKoXCHbIe Y346l (moghycol) 6 obaac-

mu neeoll yuiHot pakosurut (puc. 4), I mexcgharaneosoeo cycmasa
aeeoil kucmu. [lansnupyemas npunyxaocms 1€6020 201eHOCMONHO-
20, I narocHeparaneosvix cycmasos.

Jannvte nabopamopuvix uccaedoganuii: ypogens MK 468
MKMOAb/n, Xoaecmepuna 7,4 mmoav/n, kpeamunuuna 91,9
mrmonv/n. Dxckpeuus MK 5,4 mmons/cym, ckopocmo Kayoouko-
6ot pursmpayuu (CK®) 104 ma/mun.

Y3U nouek: 6cs uauieuno-10XaHouHas cucmema npeocmagasiem
€000l yuacmiu A0KANbHO20 OMAOIHCEHUS MEAKUX KOHKPEMEHMOG.

Puc. 2. leneanoeuueckoe dpeso boavroeo I., 23 nem

Ocmomp Hegponoea: du3apmpus, 8 Hoeax — NOGblULeHUE Mbl-
WeYHo20 MOHYCa No ChAcCmMu4ecKomy muny, cumnmom babunckoeo
¢ 0beux cmopoH noaodcumenviwlil, cmoixui cumnmom Poccoaumo
caesa noaoxcumenvrulil. CyxoxcunvHulil pegaexc Ha pyKax JHcueoi,
Ha HO2aX 0JICUB/NEH.

Ilocmaeaen duaenos: cundpom Jléwa— Huxena — nooaepa,
XPOHUYecKoe meueHue, XpoHu4eckKuii apmpum, mogychHas ¢op-
Ma, nodazpuueckas Hegpponamus (Hegposumuas); sHyepaiona-
Mus ¢ YMepeHHbIMU KOSHUMUBHbIMU HAPYULEHUAMU, OU3apmpu-
eli, 08ycmopouHell NUPamuoHoll HedOCMamo4HOCbIO, AeeKUM
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Puc. 3. boavroii I
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Puc. 4. Ilookoxchbiit moghyc 6 obaacmu 1e6oil YuIHOU paKoguHbvl
y 6oavroeo I.

HUNCHUM CRAcmu4eckum Hnapanapesom; CUMNMOMamuyecKas
napyuanbHas dnUnencus.

Jlosa annonypunona ovina yseauuena do 300 me, 3amem 0o
400 me/cym, nazuauens: yumpammuoie cmecu, 8 meverue 2008 e. col-
sopomounwiii yposenvs MK coxpansacsa cmabunvhom (369,8—397,8
MKMOAb/1); 80 6mopoii nososure 2008 e. ommeuero déa npucmyna
apmpuma I narocneganraneoguix cycmasos, KynuposaHHulx npue-
mom Humecyauda no 200 me/cym 6 meuenue Hedenul.

B otiimuue ot 6onbHOrO I, y KOTOPOro orMeyaauch Bce Oc-
HOBHBIE MposiBNicHUs 6osie3Hu JIéma—HuxeHa, a HeBpoJiornye-
cKasl CUMIITOMAaTHKa MPpeBaIMpoBajia BIUIOTh 10 MTOAPOCTKOBOTO
BO3pacTa, yacTo KimHudeckue npusHaku gepunura F[OPT mo-
TYT OTPaHUINBATHCS TUTIEPYPUKEMUEH 1 CBSI3AHHBIMY C HEll Ha-
pymeHusiMu. IlpuBogum onucanue ['PPT-acconmmpoBaHHOIM
nojarpbl y 2 poJHbIX OpaTheB.

boavnoii C., 17 nem, 11.01.2010 e. 6bin nepeseder u3 cmayuoHa-
pa MOHUKH ¢ HUU peemamonoeuu PAM H 0as ymounenus ouaero-
3a u neuenus. lpu nocmynaenuu — #canobbl Ha 601b, NPUNYXAOCHTb CY-
cmaeog Kucmel, Haaudue pamsl 8 oonacmu 11 nasvya npasoii cmonsi.

U3 anamnesa uzeecmno, umo nayuenm poc u pasgueancs Hop-
manvHo. B gespane 2009 o. enezanto 603nuKAu ocmpuie 604u, npu-
nyxaocme 11 npoxcumanvHoco medxcganraneoeoeo cycmasa npagoi
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xucmu. Yepes Heckonvko Oneil npucoedunuacs apmpum II npokcu-
MAnbHO20 MedNCHAanrane06020 cycmasa npasoil CMonbvl, 4epe3 He-
CKOAbKO Hedeab OmmeueHvl opmMuposanie noOKOICHOO Y3108020
obpaszosarus 6 obnacmu smoeo cycmaea, apmpumot 11, 111 u IV na-
cmHo-ghananeosvix cycmagos aegoii kucmu. B anpene 2009 e. kou-
cyrvmuposar 6 demckom omoesenuu HUH peemamonoeuu PAMH,
3an0003peH peaKmusHbulil apmpum, Ha3Havex Ouxkaogenak 6 doze 50
me/cym. [Ipu noemoprom ocmompe uepe3s 2 Hed OMmMeUeHo yMeHbule-
Hue Oonell, npuNnyxa10cmu 6 Cycmasax, OUKA0QeHaK ommeHeH, peKo-
MeHO08aHo duHamu4eckoe Hadnodenue. Bnaoms do nosops 2009 e.
6oab 6 cycmasax He becnokouna. B konye Hoabps — apmpumol psi-
0a nACMHO-PAanaH208bIX U MeNCPHaran208bix cycmasos Kucmel, 60-
300H08UN Npuem OUKA0QeHaKa, 60ab 8 CYCMAasax yMeHbUUAach, 00-
HaKo eckope noAguAuUcb 004U 8 NOACHUYeE, 20CHUMANUUPOBAH 6
LIKE a. JIyxoeuupt, 20e 8bi56/1€HO NOBbIULEHUE CbIBOPOMOUHBIX YPOE-
Heil kpeamuHnuna do 407 mikmons/n u mouegunvl 0o 17,1 mmons/a,
6nepabie YCMaHo8AeHO Nogblerue cbleopomourozo yposhs MK do
1883 mxmonv/n. Ilpu Y3H nowek — npusznaku ocmpoeo Hegppuma.
Yepes 5 Oneil Obin nepeseden 6 neghponoeuueckoe omdenernue Kiu-
moeckoll L[TH ¢ duaenozom ocmpoeo enomepynoneghpuma, a Ha cae-
oyrouguii denb — 6 MOHUKH. Coieopomounniil yposeHs KpeamuHu -
na npu nocmynaenuu 6 MOHUKH — 702 mkmonv/n, mouegunsl —
19,8 mmonv/a. boin nposeden ceanc naasmagepesa, nocie 4eeo
YPOBHU KPeamuHuHa U MO4e8UHbl CHUUAUCH 00 HOPpMbL (KpeamuHuH
— 80 mxmonv/n, mouesuna — 3,8 mmonwv/n). Odnaxo 6016 6 cycma-
8aX COXPAHANACH, 8 CA3U C 4YeM HA3HAYEeHbl MeAOKCUKam no 7,5
me/cym, 3amem Humecyauo no 100 me/cym 6e3 cyuecmeenHo2o 3¢-
gexma. 25.12.2009 e. xoucyavmuposan ¢ HHHU peemamonoeuu
PAMH, 20e nocmaeaen duaeno3 nodazpsl u HA3HA4eH AL10NYPUHON 8
doze 100 me/cym. Pexomendosana eocnumanuzayus 6 HUU pesma-
monoeuu. Cocmosanue npu NocmynaeHuu y0081emeopumensHoe.
Pocm — 170 cm, macca mena — 47 ke. Apmpumbl 201€HOCMONHbIX,
npoxcumanvuvix 11 u V- mexcghananeoswvix cycmasos npagoil kucmu,
Il u 1V cycmasos nesoii kucmu, 1 nscmuo-ganraneosoeo cycmasa
cnpasa. Hao Il ducmanvhoim medcghraneoswvim cycmasom npasoi
cmonvl — NOOKOJICHBLIL Y3ea U PaHeBas N0BePXHOCMb C UCIMeYeHUeM
U3 Hee CMemaHooOPasHoll 2ycmoll 06eaoll Maccvl — <«@CKPbIBUIUIICT»
moghyc (puc. 5). [lannvie 1a60pamopHbiX UCCAe008aHUIL: YPOBEHb
kpeamununa 74 mrmonv/a, mouesurvt 3,99 mmonav/n, MK 526
mrmonv/n. Dxckpeyus MK ¢ mouoit 8,5 mmonv/cym. CKD §4
ma/mun. [lpu noaspuzayuoHHoOl MUKPOCKONUU 8 CO0epICUMOM MO-
gyca eviasaenbl Kpucmanivl MoHoypama Hampus. Y3U nouex —
MHOJICeCmeeHHble MUkpoaumsl. Koncyasmuposan Heeponocom, na-
moAn02UU CO CMOPOHbL HEPBHOUL cucmeMbl He 8bisigaeHo. [lpu ambyaa-
mopHom o6caedosaruu 6 Meduko-eeHemu4eckom Hay4HoM yeHmpe
ObL1 nposeden wacmuynwlii anaius eena HPRT 1, éviseaensr usmere-
HUsg 6 6-M 2K30He, npueodsujue K 3aMeHe AMUHOKUCAOMbl
Leul45Ser. Ha s3mom ocrosanuu duaenocmuposarst ITOPT-accouu-
UpoBanHas nodazpa XpoOHU4eCcKk020 me4eHus, XpoHUHecKuii apmpum,
modghycnas ghopma; neghpponamus (09.12.2009 e. — ypammuviii Kpu3 ¢
pazsumuem 0Cmpoil NOYeuHol HedoCMamo4HOCMU,).

B cmayuonape, a 3amem ambyramopHo npodoadcer nodoop
dozel arnonypunona (xk mapmy 2010 e. doza 6vira nocmeneHHo
yeeauuena do 400 me/cym). C auneaps no anpeav 2010 e. uz-3a
peuudusos apmpuma Ovla 8bIHYICOCH NPUHUMAMb HUMECYAUD NO
200 me/cym kypcamu no 1—2 ned; yuumvoiéas HedocmamouyHyr
e2o sppexmugHocms, Ha3ZHaueHbl 3 GHYMPUMbIUEUHbIE UHBEK -
yuu 6emamema3sona 6 doze 7 me. K cepedune mapma 2010 e. coi-
sopomouHulii yposenv MK cnusuacs do 381,3 mkmoav/n, omme-
Yanochb NoAHoe 3ajxcusnenue paHegoil N08epxHocmy 6 obaacmu
11 nasvya npaeoii cmonei.
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KiHudeckue nposiBieHust TUrepypu-
KeMuu y crapiiero 6pata 6osibHoro C.
OBUTM MeHee SIPKMMU, OIHAKO W Y Hero
rojarpa IebTUpoBaia yXe B IOHOIIIe-
ckoM Bospacte. [IpuBoAMM oOmucaHUe
3TOr0 KJIMHUYECKOTO CIIyyasi.

boavnoii C., 20 sem, eocnumanuzupo-
eéan 6 HHUHU pesemamorocuu PAMH
11.01.2010 e. IIpu nocmynaenuu — jicano-
Obl Ha 00b 8 NPABOM NOKMEBOM, NPABOM
KOACHHOM, 20A€HOCHONHBIX CYCMABAX,
MeAKUX Cycmagax neeoll Kucmu.

Kakue-au6o omxaonenus 6 pazgumuu
6 OemcKoM 6o3pacme He B8blaéAANuch. B
2008 e., 6 18 nem, eénepgvle pazeuacs ocm-
Dblil apmpum 1e6020 201eHOCMONHO20 CYC-
maea, K epavam He o6pawancs, camocmo-
AmenvHo npuHuman Humecyasud no 200
me/cym, uepe3 2 Hed nposiéaeHUs apmpuma
noaHocmoto peepeccuposanru. Cnycms me-
cay, nocae npuema ankoeoas, pPa3euacs
ocmpoiit apmpum I narocHegparaneo6o2o
cycmasa npagoii cmonsvl, KOMopwlil MaKice
KYRupoeau npuemom Humecyauoa. B dasb-
Heliuiem He pedce 1 pasa 6 mecsy ommeua-
AUCH NPUCIYNbL MOHO- UAU 0AUOADMPU-
MO8 20/1eHOCHONHBIX, KOACHHbIX, NACMHO-
@ananeosvix cycmasos, I narcreparaneo-
6020 cycmaea npagoil CMonsl, NPaso2o A0-
Kmegoeo cycmasa, Kynuposasuiuecs npue-
MOM HUMECYAUOa 6 meueHue HecKoAbKUX
dueil. B aseycme 2009 e. 3amemun nosiéne-
HUe NAOMHBIX NOOKOJICHbIX Y3eAK08 (moghy-
co8) Ha ceubamenvHoli nogepxwocmu IV
NPOKCUMANBHO20 MeNCPhaNanHe08020 CyC-
masa npaeoii Kucmu, 8 dexabpe — 6 ooaa-
MU npagoeo KoAeHHo20 Cycmagd, npagozo
namouHoeo (axunnosa) cyxoxcuaus. C oce-
Hu 2009 e. — XpoHuueckoe meuenue apm-
puma, HUMeCyaud NPUHUMAA HePe2YASIPHO.

Cocmosinue npu ocmompe yooenemeo-
pumenvroe. Pocm — 170 cm, macca meaa —
61 ke. IIpunyxaocms u 601e3HeHHOCMYb NPU NAABNAUUY NPABORO N0~
kmegoeo, 111 npasoeo nacmuo-ghanraneosoeo, eoneHocmonHvix cyc-
maesos, I npasoeo narocuegparaneosoeo cycmaesa (puc. 6, a). Iloo-
KodicHble Y316l (moghycel) Ha ceubamenvhoil nogepxnocmu 1V npo-
KCUMANbHO0 MeNCHanrane08020 cycmasa npasoli Kucmu, 6 mecme
NpUKpenenus axunnosa Cyxoxucuaus Cnpasa, 8 nPoeKyul npagozo
HAOKONeHHUKA, Npasoeo N0Kmeeoeo cycmasa (puc. 6, 6). B anaau-
3ax kposu: MK 583 mkmonv/a. Dxckpeyus MK ¢ mouoir 9,2
mmonv/n. CKD 98 ma/mun.

AHAAU3 CUHOBUAALHOU HCUOKOCIU: KPUCIAALbI MOHOYPAMA HA-
mpus. Y3U nouek: 6 1esoii nouke 2 konkpemernma ouamempom 3,4 u
3,7 mm. [lupamuoku 3xono3umuensl u3-3a 604bU020 KOAUHECBA 8
HUX MUKPOAUMO8B, 0KOA0 6—&8 MM, 8 auleuHO-10XAHOYHOL cucmeMme
— mukpoaumsl. Ocmomp Hegponoea: 300pos. Koncyavmupogan kap-
duonoeom, nocmagaen QUacHO3 eUNepMOHUHecKoli 601e3HU, HA3HAYeH
nocapman 25 me/cym. [lpuemom Humecyauda (200 me/cym 6 meue-
Hue 2 Hed) u eedeHuem bemamemasona 7 me 6 noA0Cmb NPasoeo A0-
Kmegoeo cycmaga apmpum 0bia Kynupoga. B cmayuonape nauam, a
Ha amobynramopHom 3mane npoodoadcen noobop 003bl ANONYPUHONA;

Puc. 5. «Bckpwiswuiics» mogyc 6 obaac-
mu 11 ducmanvHoeo mexncghanraneoeoeo
cycmasa y 6oavhoeo C., 17 nrem

Puc. 6. Apmum [ narocregpananeosoeo
cycmaea npaeoii cmonst (a) u npagozo
A0KMego2o cycmasa, moghyc 6 obaacmu
cycmasa (0) y 6oavhoeo C., 20 rem
(cmapwuii 6pam)

nocae docmuoiceHus: Cymo4Holl 003bl npena-
pama 300 me — cmoiKas HopMoypuKemus
(11.03.2010 2. — 320,2 mxmonv/n), pocm
mogycoé npekpamuacs, npucmynog apm-
puma c peepans 2010 e. ne ommeuanoce.

B Hacrosiiiee Bpemsi U3BECTHO, UTO
pa3BUTHE IETEPMUHUPOBAHHOTO X-CLEI-
JICHHBIM  HacjieloBaHWeM aeduiuTa
[®PT o0ycnoBieHO pPa3TUIHBIMU MyTa-
LIMSIMU TeHA, PACIONIOKEHHOTO B X(q26-
q27. HecmoTpst Ha pelKOCTh 3TUX MyTa-
Luii, u3yyeHuro cuaapoma Jléima—Huxe-
Ha MOCBSILIEHO OOJIbILIOE YUCIIO MCCIEN0-
BaHUil. Bo-1iepBbIX, U151 00BSICHEHUSI 11 -
POKOTO CITeKTpa HEBPOJIOTMUYECKUX pac-
CTPOIICTB, OTKJIOHEHWII B TIOBEACHUU Yy
0obHBIX ¢ cuHaApoMoM Jléma—HuxeHa
TpedyeTcsl Cepbe3HOe U3yuYeHUEe B3auMO-
CBSI3U TEHOTUITMYECKUX HAPYILIEHUI U UX
benoTunMueckux nposiBieHumii [6]. deit-
CTBUTEJILHO, TIPENICTABIISIIOT MHTEPEC Me-
XaHU3MBI BIIUSTHUS IeheKTa BCETO OTHOTO
reHa Ha BO3MOXHOCTb Pa3BUTHUS 1IEIOTO
CTIEKTpa HEBPOJOTUYECKUX M CIOXKHBIX
MOBEAEHYECKUX paccTpoiicTB. Bo-BTO-
pbix, Tak kKak [®PT-reH 6bu1 omHUM U3
TIEPBBIX, MOBPEXICHUE KOTOPOTO OBLIO
JIOKa3aHHOW TPUYMHON OOJEe3HU, CUH-
npom JI€ma—HwuxeHa ciy>Xuia Moaesbio
IUTS pa3BUTUSL DYyHIAMEHTATBHBIX TOHSI-
TUI U METONOB reHHoi Teparnuu [7—9].
BHenpeHye IMPOCTBIX METONOB WIEHTH-
ukanmy v BbIIENICHUST eIMHIYHBIX KJTe-
ToK ¢ [®PT u 6e3 'OPT npuBeso K mos-
BJICHUIO €IWHOTO METOAa OOHAapyXeHUsI
pPEeIKUX CIy4yaeB MPOSIBACHUIN TeHeThye-
ckux aedexroB [10—12]. D10 cnocodCT-
BOBAJIO TOMY, UTO JIOKYC, B KOTOPOM Haxo0-
mutcst TOPT, cran daBoputom B usyde-
HUM X-CIETUICHHOTO HACJeJOBaHUsI, CO-
MaTUYECKUX KJIETOUHBIX MYyTallUii U KJe-
TOYHOU rubpuan3anuu [12—16].

B Hacrosiiee Bpemst onucaHo 6osee 300 MyrtaLuii, onpesie-
JISTIONIUX TIIMPOKUH CIIEKTP KITMHUYECKUX MTPOSIBIICHUH 3a001eBa-
HUSI: OT U30JINPOBAHHON TUTIEPYPUKEMUU U CBSI3AHHOM C Hell rma-
Toyoruu (romarpa, HepoauTUa3 u T. 1.) A0 TUTIEPYPUKEMUU B
coueTaHuu ¢ Tsekesnoi maronoruit HHC [17—20]. OyeBumHO, 4TO
nebunut FTOPT koppeaupyeT ¢ BbIPasKeHHOCTbIO KIMHUYECKUX
MPOSIBJIIEHUI, OTHAKO YETKOW B3aMMOCBSI3U MEXYy TOUYHOM JIOKA-
JIM3aled U XapaKTepoM MYTallWii 1 0OCOOEHHOCTSIMU KITMHUYE-
CKOU KapTUHBI TTOKa HE YCTAaHOBJIEHO. DTO MOXHO OOBSICHUTH
PEeIKOCThIO 3200JIeBaHUSI M OTHOCUTEIEHO MaJIbIM YKMCIIOM Ha-
omoneHuii. Tak, OMUH M3 MOCIEAHUX 0030pOB 0000IIACT KIMHU-
YEeCKUIi OIBIT, MOJYYEHHBII Ha OCHOBE aHa/u3a 78 craTeil, onu-
chiBatoux Beero 127 ciayyaes 6osnesnu JIema—Huxena [21].

VCITOBHO BBIZIEISIIOT HECKOJTBKO KITMHIMYECKUX BAPUAHTOB 60~
ne3nu JIEma—HuxeHa B 3aBUCUMOCTH OT OCTATOUHOW aKTUBHOCTHU
I'®PT, dokycupyrole BHUIMaHe Ha U3MEHEHUSIX B MOTOPHKE;
JIMOO HAJTMYME «KJIACCUYECKOro» BapraHTa 3a00J1eBaHsI CpaBHUBA-
10T ¢ ero hopMaMu, TIPY KOTOPBIX BbISIBISIETCS] U30IMPOBAHHOE Ha-
JIMYME VI HeBPOJIOTMUYECKUX HapyIIeHUI, WM U3MEHEeHHU, CBSI-
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Kaunuueckue nposenenus depuyuma I'oPT
6 3aeucumMocmuy Om OCMAMOYHOU AKMUBHOCMU hepMmenma

Ocraroynas aktusHocTs [OPT

<1,5%

OcHOBHbIE KJIMHHYECKHE NposABIECHUA

PasznuuHble HEBPOIOTUYECKKE PACCTPOUCTBA, BKIIOYAIOLINE CEPbe3HbIe HAPYLIeHMs] MOTOPUKH, YMCTBEHHYIO

OTCTAJIOCTh, CHIKEHNE KOTHUTUBHBIX (DYHKLMI, HAPYIIEHUS TIOBEAEHUS, CKIOHHOCTb K CAMOTIOBPEXICHUIO.
Tunepnponykuuss MK u cBsi3aHHBIE C TUTIEPYPUKEMUEH U TUTIEPYPUKO3YypUeii 3a00J1eBaHUS

1,5—8%

HeBponoruueckue HapyleHus!, TPOSIBISIIOIINAECS] PA3HOI CTENIEHH BHIPAXKEHHOCTU SKCTPATUPAMUIHON

M ITUPaMUIHON MOTOPHOM MUChYHKITHUEIA.
Tunepnponykuuss MK u cBsi3aHHBIE C TUTIEPYPUKEMUEH U TUTIEPYPUKO3YypUeii 3a00J1eBaHUS

>8%

Tunepnponykuus MK, accouunpyroiascsi ¢ HepoauTrazoM, oJarpoii, XpOHUYECKON MOYEUHOM

HeI0CTaTOYHOCThI0. HeBposiornueckue HapyluieHust MOTYT HE BbISIBJISIThCS

3aHHBIX ¢ runeprpoaykimvein MK [21—23]. «[TonHblii criekTp»
CHUMIITOMOB, KaK MpaBWJIO, pa3BUBAETCs MPU OCTATOYHOM aKTHBHO-
cti pepmenTa <1,5%, Korma, TOMUMO COYETAHUSI HAPYILIEHUIA TTy-
PUHOBOTO OOMeHa, OOHAPYKUBAIOTCS BHIPAKEHHBIE HEBPOJIOTYE-
ckre n3MeHeHus. [1pu octarouHo aKTMBHOCTH (hepMeHTa OT 1,5
10 8% HeBpoJIOrMYecKasi CMMIITOMATUKA He CTOJIb TsDKeJIasl, a IIpu
aktuBHOCTU [DTT >8% npeBaiupyloT HapylleHMsI, CBI3aHHbIE C
runiepnponykieir MK (cMm. Tabmuiry) [23].

B Hammx kauHUYecKuX HaOJIOAEHUSIX Haubosiee TsoKenast
dopma 6onesnu JIema—HuxeHa, mposiBsioIIasicst TSKeI01 na-
TOJIOTHE HepBHOI cucTeMbl, Obl1a y 6oabHOro I. B Takux ciy-
yasix 3a00jieBaHKe IeOIOTUPYET, KaK MpaBuiIo, B Bo3pacte 3—12
MeC, XapaKTepU3yeTCsl 3aJepKKOW pa3BUTHUSI MOTOPHOM (DyHK-
LM, TPEMMYILIECTBEHHO TMIIOTOHUEH WM HECBOEBPEMEHHBIM
opmMupoBaHUEM HABBIKOB MOTOPUKH, XOTSI TTPY POXKICHUM Ka-
KUX-TM00 OTKJIOHEHWiT He oTMedaeTcs. [lepBble TpU3HaKyU Ta-
TOJIOTMM MOTYT TIPOSIBJISITBCSI TAKXKE HETIPOU3BOJBHBIMM JIBIKE-
HUSMU WA TIOBBIIIEHHBIM MBIIIEYHBIM TOHYCOM. B TeueHme
MepBbIX 2 JIET XKM3HU HEBPOJOTUYECKUE TTPOSIBIICHUS IIPOTPECCH -
DPYIOT M TUIMYHbBIC UISI OOJIE3HU MUpPaMUIHbIE U 3KCTpanupa-
MMIHBIE PACCTPOMCTBA MOTYT IIPUBOIUTH IaKe K TOTHOM ToTepe
MOTOPHBIX HaBBIKOB. TeueHre 601e3HN CUITbHO HATIOMUHAET T0-
cienoBaTebHOE pa3BuTre cummnrtoMatnku ipu J LI, u aToT mu-
arHo3 4acTo IpealIeCTBYeT MPaBUJIBHOMY, a pacIio3HaTh 00JIe3Hb
JIéma—HuxeHa yaaercst TOJIbKO MOcJIe MOSIBJICHUST TUTIEpYpPUKe-
MWU WK €€ KJIMHUYECKUX MPOSIBIIEHUI JTMOO caronoBpexaar-
1iero rnopeneHus [24, 25]. JJanHble aHamHe3a y 6oJbHoro I rmoJ-
HOCTBIO COOTBETCTBYIOT OTIMCAHHBIM BBIIIIE TTPU3HAKAM: BITJIOTh
IO TIOAPOCTKOBOTO BO3pacTa, KOTJa CTaJlo OYCBUIHBIM COUYETa-
HUE HEBPOJIOTMYECKUX CUMITTOMOB C aCCOILIMMPOBAHHBIMU C TH-
nepypukemMueit 3a60JieBaHUSIMU, MALIMEHT HAOJII01aJICs] Y HEBPO-
siora ¢ auarHosom JILITT. A nposiBUBLIMECS B IETCKOM BO3pacTe
3MU30bI CAMOTIOBPEKIAIONIETO IMOBENEHNsI, BO3MOXKHO, HE ObI-
JIV TOJDKHBIM 00pa3oM OIEHEeHBI, TaK KaK He HaHeCTH CYIIeCT-
BEHHOTO Bpe/ia 3M0pOBbIO peOeHKa, OB PEIKUMH U CO BpeMe-
HeM ucyesnu. CrieayeT OTMETUTh, YTO BO3MOXHO TIOJIHOE Per-
peccupoBaHue AaXe CEPhEe3HbIX CIydyaeB CaMOITOBPEXIAIOIIETO
noBeneHus [25]. bojiee yeM B 3/4 ciydaeB, Kak U 'y ONIMCAHHOTO
HaM# OOJILHOTO, Y€ B paHHEeM JIETCKOM BO3pacTe UMEIOT MECTO
SIBJICHUS JU3apTPUU Pa3HOU CTeNeHU BblpaxkeHHoCTH [21, 23].

K coxanenuto, matopu3noJornaeckie MeXaHu3Mbl pa3BU-
tus nopaxkenust LIHC npu 6one3nu Jléma—HuxeHa He SICHBI.
Tak, HeCMOTpsT Ha LIMPOKUIA CIIEKTP MPOOJIEM, CBSI3aHHBIX C M-
neprpoaykimeit MK, mpuuMHHO-CIEICTBEHHAsI CBSI3b MEXIY
HUMU ¥ HEBPOJIOTUIECKUMHU U TTOBEICHUECKUMU TTPOSIBIICHUSIMU
He YCTaHOBJIEHA, W Teparvisl aJUIOIyPUHOJIOM, TIPOBOINMAST C MO-
MEHTa poXIeHus, He BiuseT Ha nmopaxkenue LIHC [23]. metoT-
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cs1 JaHHBIE O CYILECTBEHHBIX OTKJIOHEHUSX Mepefauu JonamMuHa
HelipoHaMy Ga3aJIbHbIX TAHIJIMEB, KOTOPbIE MOTYT MIPUBOIUTH K
9KCTpaNUPaMUAHON MATOJOTMU U ObITh MPUYMHON MOBEEHYE-
CKUX aHOMAJIMA. DTO MOXET MPOUCXOIUTh U3-3a BbICOKOW 3KC-
TIPeCcCU aHOMATBHBIX PEIeNTOPOB K aNeHO3WHY U JOMaMUHY B
KJIETKaX, ucrbIThiBatomx aAeuiut 'OPT [26]. B onbitax Ha HO-
BOPOXJIEHHBIX KpbICaXx YCTAHOBJIEHO, YTO AC(PUIUT IOoMaMHHAa,
BbI3BAHHBII JIEHCTBUEM 6-TUIPOKCUIONIAMMHA, Pa3pyIIAlOIIM
KaTexoJlaMUHCOepKalllie HEHPOHbBI, aCCOLUMUPOBAJICS C CaMO-
MOBPEXAAIOIINM TOBeJeHUEM Y XUBOTHBIX [27]. TeM He MeHee
TOYHBII MEXaHU3M, KOTOPBII OOBSICHWII Obl BIUsSSHUE Nedulinra
I'®PT Ha pyHKIMIO Oa3aTbHBIX TAHTIMEB U HAPYIIICHUS B HEWPO-
TPaHCMUCCUU JOTIaMUHA U aIEHO3WHA, OCTAaeTCsl HEU3BECTHBIM.

HamHoro pexe vcxogHO MpeBaaupyloT HapylueHusi, o0y-
cJloBJIeHHbIe runepnpoaykuueit MK, Hanpumep oOHapyxeHue
«XKeJITOTO TecKa» B TIOATY3HUKAX M3-3a HAIMIUS B MOYe OOJIb-
IIOTO KOJIMYEeCTBA KPUCTAIJIOB MOHOYypaTa HaTpUsi U MUKPO-
WJTM MaKpoTreMaTypuu, BO3MOXHO Havasao 3a001eBaHUs U C pa3-
BUTHSI OCTPOM MOYEUHOIN HEJOCTATOUHOCTH BCJIEACTBUE He(hpo-
JINTHA3a WK allia03a ¢ HEYKpOTUMO# pBoToit [25, 28—31].

HanpotuB, y GOJBHBIX ¢ 4acTUYHBIM nepurutom ['OPT
MPEBATMPYIOT KIMHUYECKUE TIPOSIBJICHUsI, HEIOCPEICTBEHHO
cBsI3aHHBIE ¢ runeprnpoaykiuueit MK [21], yTto B mmoiHOIT Mepe
oTpaxkeHo B uctopuu 6oje3Hu 6parheB C. Ele HemaBHO mpen-
0J1arajoch, 4YTO KOPPESILIMU MEXIY TSKECTbIO HEBPOJIOTUYe-
CKOI CUMNTOMATUKU U MPOSIBICHUSIMUA 3a00JIeBaHMsI, CBSI3aH-
HBIMU C TUTIEpypUKeMueit, mpu 6oe3Hu JIema—HuxeHa HeT u
runepripoaykiust MK B paBHOI cTeTieHU XapaKTepHa JUIsl BCeX
BapMaHTOB 3a0ojeBanus |22, 23]. OnHako maHHBIe aHaIu3a 474
caydaeB 6one3nu JIéma—HwuxeHa mokasaiu, 4To TpU «KJIacCH-
YeckOM» €€ BapMaHTe U B Cilyyae HaJMYMSI TOJbKO MaTOJIOTUU
HEPBHOI cUCTeMBbI MoKa3aTeau 3Kckpern MK ¢ Moyvoii Bbiiiie,
4yeM TakoBbIe y 60JbHbIX ¢ [DPT-accounnpoBaHoil TUIIepypu-
KeMUel TPy COTIOCTaBUMOM CBHIBOPOTOYHOM ypoBHe MK [21].

B omucanHHBIX HaMu ciydasiX KIMHWYECKUE TPOSBICHUS
runepypukeMun Kax y 6osnbHoro I, Tak u 'y 6pateeB C. xapakTre-
PU30BATUCh TSKEJbIM TEUEHHUEM TMOoJarpbl: XpOHUYECKOEe Teve-
HME apTpuTa, ObICTpoe (HOPMUPOBAHUE MOIKOXKHBIX TO(DYCOB.
O0pazoBaHue TOGYCOB yke BCKOpPE MOCJe MEePBbIX MPUCTYIIOB
TOIarPUIECKOTO apTpUTa — YacToe siBjieHue pu 6ose3nu JIé-
ma—Hwuxena, HO cBoeBpeMeHHOe Ha3HAaYeHUE aUTOMypUHOJa
caepXrBaeT X BO3BHUKHOBeHUeE [23].

YV Bcex o0cieqoBaHHBIX HAMU OOJIBHBIX BBISIBISLICS Hed-
ponutra3. Ho Haubosee TsKenble MPOSIBACHUSI TUIIEPIKCKPE-
unn MK 1 ocTpast mouyeyHast HeIoCTaTOYHOCTD (MMOTEHLUATbHO
KU3HEYyTpoxatomas) oeutn y 6ompHoro C. (muammuii 6par).
[Momoo6HbIX cutyaruii ipu ['®PT-accoummupoBaHHON TUTIEpPY-
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pUKEeMUH, KakK IMpaBwio, yaaeTcs uzbexaTh Ojaromapsi cBoe-
BpEMEHHOMY Ha3HAYeHWIO W aIeKBaTHOW Teparmuy aJlJIoMypH-
HosioM [32]. OgHako pa3BuTuhe HedpoauThaza mpu 0O0JIe3HU
Jléma—HuxeHa ocraeTcsl cyliecTBeHHON MpoOjieMolt naxe B
clTyJasiX XOpOIIEro KOHTPOJISI YPUKEMUU C TIOMOIIIbIO aIeKBaT-
HBIX 103 ajionypuHoia [33—35].

ITpoaomKUTEIBHOCTh XKU3HU TIPU «KJTACCUYECKOM» Bapu-
aHTe 00JIe3HM, KaK MpaBUJIO, OrpaHuYeHa 2—3 JeCSITUICTUSIMU.
Hawubonee vactoil mpUIMHON CMEPTU SIBJISIETCS TTHEBMOHWSI,
KakK TIpeaIroiaraeTcsl, CBsI3aHHasl ¢ aclMpalueil, oMHaKO ¢CTh
COOOIIIeHUsT O BHE3AITHOM CMEpPTU TaKUX OOJIBHBIX, TP 3TOM
MPUUYMHY CMEPTH He BCeTa yIaeTcsl BbISICHUTD Iae Mocjie Mpo-
BEICHMs ITaTOJ0roaHaTOMMYECKOro ucciaemnoBaHus [25, 36].

IIpenmnonaraercsi, YTO MPUUYMHOIN TMOEIU B ITUX CIAydasix Ciy-
KUT TMOpakeHWe HepBHOU crcTeMbl [36].

JleueHue Gosie3HM cuMnTomMaruyeckoe. Tak, ¢ 1eIbl0 yMEHb-
LICHUST BBIPAKEHHOCTH HEBPOJIOTMUECKOM CUMITTOMATUKA Hanbo-
Jiee YacTo UCIOJIBb3YIOT OeH3aIMa3eHbl, HO, K COXaJICHUIO, JII0-
Oast MeIMKaMeHTO3Hasl Teparus rpu oosne3nu JI€ma—HuxeHa He
MOXET CYIIECTBEHHO MOBJIUSTh HA HEBPOJOIMUYECKYIO CUMITTOMA-
TuKy [23]. He Bcerna achdexTuBHa 1 KOPPEKIIUsl HAPYIIEHWIA, CBSI-
3aHHBIX ¢ Tumieprponykimeit MK. OnHako HEeCOMHEHHBIE yCTIEXU
MEIUIIMHCKOM TeHETUKHM TTO3BOJISTIOT HAIESIThCSI Ha peIlieHHE TIPO-
0J1eMbI HAaCJIEACTBEHHBIX 3a00/IeBaHUI, B TOM uucie 0ose3Hu JIe-
ma—Huxena. Bo3amoxHo, yxe B Ovkaitiiem OyayiieM o0 3ToM
MHTEPECHOM 3a00J1€BaHUM OCTAHYTCSI JIUILb BOCTIOMUHAHUSI.
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