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TyGepo3Hbii cknepos (TC) (snunonga, 6onesHb byp-
HeBunng — lMNpuHrna) maeecteHd ¢ koHua XIX B., oT-
HOCUTCA K rpynne dakomMaTo3oB. 3TO ayTOCOMHO-
AOMWHAHTHOE MYIbTUCUCTEMHOE FeHEeTUYeCcKoe 3a-
BoneBaHue, xapakTepu3syloLleeca onyxonenoaobHbl-
MU NOPaX€HUSIMW TOFIOBHOTO MO3ra, KOXM, rma3Horo
abnoka, cepaua, nerkux um no4vek, HasbiBaeMbIMU
ramaptomamm [21]. Yacrtota TyGepo3HOro ckneposa
coctaenset 1 : 30 000 HaceneHua. PacnpocTpaHeH-
HOCTb Cpean HOBOPOXAEHHLIX BapbupyeT oT 1 : 5800
4o 1:10 000 [16].

BepoatHOi npuunHOK onyxoneobpasoBaHusa ABNS-
eTcda TpaHcdopMauma psaga KNeTouHbIX 3NIEMEHTOB
B TaKk HasbiBaemble PEC-kneTku (3nUTenmougHble
MbILUEYHbIE KNETKKU), XapakTEPHOW YepTON KOTOPbIX
ABNAIOTCA HAPYLLUEHUS MUTOXOHAPUANsLHOro annapa-

Ta [3]. B 6onblunHCTBE cny4vaes 3abonesanue (80%)
aBnseTca cneacrsumem mytauuu de novo. bonesHb
OTSINYAETCH BapPbUPYIOLLEN IKCMPECCUBHOCTBIO U
noytn 100%-NpoOUEHTHON nNeHeTpaHTHOCTbID. Mo-
NEKyNAPHO-TEHETUYECKNE UCCNEAOBAHMA, BbINOS-
HEHHble B MOCneAHWE TOAbl, MoKasanu reHeTudec-
KYylIO reTeporeHHocTb 3aboneBaHus. Pasputne TC
onpeaenseTca ABYMS T€HaMM, FOKanu30BaHHLIMM
B ydacTtke 34 gnuHHoro nreva 9-in xpomocomsbl (TC
1 1Tuna—TSC1, koaupyeT 6Genok ramapTuH) U B y4acT-
ke 13 KopoTkoro nneya 16-m xpomocomsl (TC 2 Tuna —
TSC2, koaupyet Genok Ty6epuH). Mosanuuam TC
BCTpeYaeTcd Toraa, Korga TonbKO YacTb KMNETOK Op-
raHu3ma nayueHTa coaepxuT myTtaumm B reHax TSC
1 unn TSC2. MNaumeHTbl ¢ MO3anYHbIM FEHOTUNOM
MOIYT UMETb NOMHLIN cnekTp cumntomoB TC [19].
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MynbTUCUCTEMHOCTL nopaxeHusa npu TC — HeoTb-
emremMasa vactb 3aboneBaHusi, pe3ynbTatOM 4Yero
CTaHOBUTCS LUMPOKUI CMEKTP KMMHUYECKUX MPOSBIE-
Huw [3, 21].

Ona TC obsisaTenbHbIM ABMNSETCS MOPaXXEHUE rorno-
BHOro Mo3ra. Hanbonee TUNU4YHbI KOPKOBblE Tybe-
pbl, cybaneHaMmanbHble y3nbl U aHOManuu 6enoro
Bewecrtsa mo3sra [3, 9, 11]. CBoeBpeMEHHOE BbIsiB-
neHue KOpPKOBbIX TyDEepoB M KanbLMdUKaToB MO3ra
OYeHb BaXHO ANSA AuarHOCTukM TC. HambonblLuyro
3HAYMMOCTb B Bepudukauun Ty6epoB npu obcne-
JOBaHUM OONbHbIX MMEET MAarHUTHO-pPe30HaHCcHas
ToMorpadus, kKoTopas No3BOMSeT BU3yanM3npoBaThb
TyGepbl B 95% cnyyaeB. CybaneHaMmManbHble y3er-
KM ODbIYHO OCTAKOTCHA CKPbITbIMWU GECCUMMTOMHBIMM
Ha BCEM MPOTSHKEHUU >KM3HWU, HO UMEIOT MOTEHUMan
yBENUYEHUS B pasmMepax U pasBmBaloTcsa B cybaneH-
AUMAanbsHyl0 TUraHTOKNETOYHYIO acTpouuMTomy. 3Tu
NOPaXKEeHUS TUMWYHBLI ANS FOMOBKM XBOCTATOro sapa
U NPOABAAKTCA CUMMATOMAMKU rugpouedanun, 4To
00yCrnoBneHo oBCTpyKUMEN Toka uepebpocnuHanb-
HOW XMAKOCTK Yepes oTBepcTre MoHpo. B knuHu4vec-
KON KapTUHe Haubonee xapakTepHbl CYAOPOXHbIE
NapoKCU3Mbl, YMCTBEHHAA OTCTanoCTb, HapYLUEHUSA
NoBeAEHMUS, U3BMEHEHUSA B LIMKIE KCOH — 604pCTBO-
BaHue».

Haunbonee pacnpoctpaHeHHOe nposierieHne TC B
MageH4YecTBe UMK paHHeM AeTCTBE — CyA0pOoru, Ko-
TOPbIE YaCTO ABMAKOTCA MAHU(PECTHBIM CUMITOMOM
3abonesaHus. OHM MOTyT ObITb NApLManbHbIMU UK
reHepanu3oBaHHbIMU, @ y AETEN PaHHEro Bo3pacra —
TaKke aTOHNYECKUMU, MUOKNOHNYECKUMU. Cya0pPOXK-
Hble NPUCTYNbI B BO3pacTe Ao 1 roga u HegocTaToY-
HbI MEANKAMEHTO3HbIN KOHTPOMb Haa anunencuen
M MHAHTUNBHBIMK cnasMmamu ABNATCA dhakTopa-
MW PUCKA YMCTBEHHOWN OTCTanNoCTH.

Ona TC xapakTtepHbl 1 npobrnemMbl NOBEAEHYECKOro
W aganTauuoHHOr0 xapakrepa, 0cobeHHo ayTusm [7].
AyTtusm npu TC, Kak npaBuno, BO3HUKAET B paHHEM
JETCKOM Bo3pacTte. Tem HE MEHee, MEPBLIE NPU3HAKU
3TOro 3aboneBaHudA HepeaKko (PUKCUPYIOTCA Bpavyamm
y>Xe B MniaeH4eckoM BO3pacTe, MOCKOSbKY BO3HUKa-
0T Ha (DOHE 3a4EPXKKU HEPBHO-NCUXUYECKOTO Pa3Bu-
Tn4a. PaHHMM nNpusHakom ayTuama y AeTein nep.oro
roga *u3Hu sBndetrca «be3pasnuyHoe OTHOLUEHMWE
K COCTOSAHUIO KOoMmdpopTa». PebBeHOK paBHOAYLUEH K
poAMTENAM, BAJNO pearupyeT Ha rorioc MaTepu, KOpMm-
nenue rpyabto. MnageHey npakTMMeCKU HUKOTAA He
ynbl0aeTcs, anaTuyeH, He NPOABNSET MHTepeca K
UrpyLLKaMm, NPaKkTU4eCKn He pearmpyeT Ha obpaLeH-
HYIO K HeMYy peyb. B ganbHeluem KOMMYHUKALUOH-
Hble MPOBNeMbl 3aKMYaTCa B NEPBYIO O4epeb B
TPYAHOCTAX peyeBoro odweHns. OTMEYEHOo, YTo Y
MHOTUX aeten ¢ TC peyb Nnubo OTCYTCTBYET, NMMOO
UMEET CYLLECTBEHHYIO 3a4€epXKKy B pa3suTun. OJaxe
NPy HanuyMu yAOBMETBOPUTENLHOIO 3anaca Cros,

AeTn 00bIMHO Mano ero ucnonb3ytoT. MHorne dpasbl
npu 3TOM CTPOATCH rpaMMaTU4ecku HEBEPHO. Oua-
nor ¢ AeTbMu 3aTPYAHEH U HEPEAKO OH NPOTEKaEeT no
TUNY «BONPOC — OTBETY.

Ona TC TunuyHbl 0cobble nopaxxeHusa Koxu. MNarHa
TMNOMUIMEHTALUMMU HA TENe U KOHEYHOCTAX OObIY-
HO MPUCYTCTBYIOT C POXAEHUA WM MNPOSIBNAIOTCA
B rpyaHom Bo3pacte. OHU nyylue BUAHbLI B ynbTpa-
dUONETOBOM CBETE MNPWU MCNOML30OBaAHUM FaMMbl
Byaa, MOryT 6bITb pasHon pOpMbl, HO Knaccuyeckue —
3280CTPEHHbIE, YCEYEHHbIE C OAHOW CTOPOHbI UMK
OKpyrnble M uHorga nuctoBumaHown dopmbl. C BO3-
pactoM HabnagaeTca TEHAEHUMA K YBEMUYEHUIO X
yucna. fmnonurMeHTHble nATHA npu TC nokanuay-
I0TCH NPEMMYLLECTBEHHO HA TYNOBULLE U AroauLax.
MoaobHble NOpa)keHUst UMEKTCS U Ha BONOCUCTOMN
YacTH roNOBbI U aCCOUMUPYIOTCA C TMMONUIMEHTaLM-
el Bosioc (Nonmo3 — ceable Npaau, npexaeBpemeH-
HOe noceaeHue). Pubpo3Hbie BNALLKM BCTpeYaoTcs
y 25% 6onbHbIXx ¢ TC M Takke asnatorca obnurat-
HbIM Npu3HakoMm 3aboneeaHuda. ®ubposHblie ONsL-
KM MMelOT DexeBbI LBET, LIePOXOBaThl HA OLyMb
N HECKOMbKO BbLICTYMAIOT Had OKPYXXAalOLLEW KOXEW.
OHU 4acTo MOABMSAIOTCH YK€ Ha MEPBOM rogy Xu3-
HU W ABMAIOTCH, TakKuM 006pa3oM, OAHUM M3 NEPBLIX
KNMMHMYECKUX CUMNTOMOB 3aboneBaHusa. Yaule Bcero
dUBPO3HbIE ONSALKA NOKANU3yTCa Ha nby. AHru-
onBpPOMbI Nuua — obnuratHelil NnpusHak TC — Ha-
onogatTtca B 47-90% cnyvyaeB M NOABNATCA, Kak
npasuno, nocne 4 net. BHewHe oHW NpeacTaBnAaloT
co0On nanynbl UNM y3nbl PO30BOr0 UMM KPacHOro
LuBeTa C rnagkon, bnecrsauwen NnoBepPXHOCTbIO. AHIU-
ohmbpombl pacnonaraloTca Ha nuue CUMMETPUYHO,
C ABYX CTOPOH — Ha WEeKax U Ha HOCY MO TUNY «Kpbl-
nbeB 6aboykuny, a Tawke Ha nogbopoake [3].

MN3meHeHnsa cepaevHO-COCYaUCTON CUCTEMbl MpU
TC npoaBnATCS pa3BUTUEM pabaoMUOM, KOTOpPbIE
4acTo cry»aT NepBbIM KNUHUYECKMM npusHakom TC.
Haunbonee Bbicokas 4vacTtota pabgoMmombl cepaua
npu TC HabMAAaeTcsl y HOBOPOXAEHHbLIX (y 21 u3
23 petei) n aeten rpyaHoro sospacta (y 11 us 33)
[2, 15, 17]. PaBaomuombl MOryT ObITb B BUAE OOHO-
ro y3na unm MHOXeCTBEHHbIMW. OHU, Kak npaBuno,
NOKanNU3ylTCA B XKENyAo4YKax u UMEOT CMELLAHHbIN
WMHTpa3kcTpamMypanbHblii pocT [1]. B 0o4eHb peakux
cnyyasx pabaomMMOMbl MOTYT JOKanm3oBaTbCs B
npeacepamnsax, MCXoaa U3 MEXnpeacepaHon nepe-
ropoakn. Onyxonu pasnuyarTca no ceoum dopme
U pa3mMepam, KOTOpblE€ BapbUpYKOT OT HECKOMNbKMX
MUITIIMMETPOB A0 HECKOSIbKMX CAHTUMETPOB, UMEIOT
HenpaBuIbHYO POPMY M BCEr4a YETKO OTAESNIEHbI OT
oKkpyxawouwmux TkaHen [2, 20]. YnbTpa3ByKkoBOE WUC-
crnegoBaHMe MO3BOMSET BbIABMTL ONyXOnb cepaua
eule BO Bpems BHYTPUMYTPOOHOro pa3suTus nnoaa,
Ha4unHaa ¢ 21 Hegenu rectauuu [1]. Bo Bcex cnyva-
AX BHYTPUYTPOOHOW AWArHOCTMKM OMYyXOSfM Yy HOBO-
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POXXOEHHOTO A0MKEH OblTb MCKMOUEH TC aaxke npu
OTCYTCTBMM CeMelHOro aHamHesa [5]. Cpeaun Bcex
cnyvaeB pabaommuom cepaua B 86% Habnoganca
TC [1].

KnuHuyeckne cumntombl pabaoMmMoM y HOBOPOX-
JEHHbIX pasnuyHbl. MpU MacCUBHLIX ONYXONAX MO-
KeT HabnoaatbCsl BHYTPUYTPOOHas cmepTb nnoga
nnbo npexxaeBpeMEHHOE poxaeHue pebeHka C Hu3-
KOW OLIEHKOW NO LKkane Anrap, ¢ pacnpoCTpaHeH-
HbIMWU OTEKaMW U BbIPaXKEHHbLIM LMaHo30Mm [8]. MNpu-
MepPHO y 50% HOBOPOXAEHHbIX OMYXO0Sb MOXET ObITb
BbISIBIIEHA CNy4YanHO MpW NPOBEAEHMM MNIAHOBOrO
axokapauorpaduyeckoro obcnegoBaHusa no NoBoay
TC. OBbIMHO 3TW ONYXOMNW HE HapPyLIaT reMoanHa-
MUKY U HE MMEIOT BbIPAXKEHHOTO MHTPAaMypPanbHOro
pocta [1]. MI3BeCTHbI Cnyyanm AMarHOCTUKM pabao-
MUOMBbI Npu 06CNeaoBaHNM HOBOPOXAEHHLIX MO NO-
BOAY NapoKcuMaManbHOW Taxukapauu [6]. UmetoTca
Cco00LEeHUA O cnyvassx CMEpPTU HOBOPOXAEHHbLIX OT
3aCTOMHON cepAedHon HepgocTaTtodHocTu [3, 7]. 3a-
MEYEHO, YTO ONyXONK cepAua, Kak npasuno, ObICTPO
YBENUYMBAIOTCA BO BPEMSA BTOPOW NONOBUHLI Bepe-
MEHHOCTW, B OCHOBHOM AOCTUralOT MakCUMarmbHbIX
BENMYMH K MOMEHTY POXAEHUS, a 3aTeM NOCTENEHHO
YMEHbLLAIOTCA B pa3mepax. CMOHTaHHaa perpeccus
pabgommom HabnwaaeTca y geten mnagiwe 6 ner.
Mocne 6 nert onyxonu OBbIMHO HE MCYe3aloT, Oa-
HaKko MOTYT HECKOSbKO YMEHbLUaTbCA B pasMepe U
yucne [12]. MNpu TC yacTto 0TMeYalTCa pasnuyHble
HapyLUeHus puTMa U NPOBOAMMOCTU, KOTOPbIE MOTYT
NpUBOAUTbL K BHe3anHon cmepTu. B nepuoage HoBO-
POXAEHHOCTU PabaAOMUOMBI CONMPOBOXKAAIOTCH Hapy-
weHuamu putma cepgua y 13 us 33 geten, B ToM
yucne cuHapomom Bonbda — MNapkMHcoHa — YanTta
M napokcuamanbHOW Taxukapauen [1, 21].

Haunbonee TunuyHon natonoruern novek npu TC aB-
NATCA aHrMOMUOMNUMOMBI U KUCTbI, KOTOPbIE YaLle
BCEro ObIBalOT MHOXECTBEHHBLIMU U ABYCTOPOHHUMM;
0HaKo BCTpPeYaloTCa U eAUHUYHBbIE KUCTbI U aHrmo-
MWONMUMNOMBI C NOKanu3aunemn TonbKko B OAHOW MOY-
Ke. o gaHHbIM pa3HbIX aBTOPOB, NOPAXEHUE MOYEK
npu TC BCTpevaetca B 47-85% cnydyaes, npuyem
M30NUPOBaHHOE nopaxeHue B AebioTe 3abonesa-
HUA BCTpeyaeTcs nuwb B 1-2%. AHIMOMUOSIUMOMBI
npeacTaBnAwT cobon aobpokadeCcTBEHHbIE 06pa3o-
BaHWUs, COCTOSLLME U3 aHOMAasbHbIX COCYA0B, rMaako-
MbILLEYHbIX KNIETOK M XKMPOBOM TKAHM C NOKANbHO-UH-
Ba3UBHbIM POCTOM. KUCTbI MOYEK MOTYT pasBuBaThCA
B niobom otaene HedpoHa, GbIBAIOT €AUHUYHbLIMM
UM MHOXECTBEHHBbIMM, 4YacTO HEOTNMYUMBbIMU OT
KUCT NPU NOJSIMKMCTO3HON BONe3Hu B3pOCnoro tuna.
Bo3apacrt BbIsIBNeHMs KUCT pasnuyeH. Hanbonee vac-
TO OHM AuarHocTupyoTca noxxe 10 net, ogHako B
psae crydaes NONMKUCTO3 OBHApYXMBaeTCA y AeTen
paHHero Bo3pacrta U gake npu ynbTpasByKOBOM MC-
cnegoBaHuu nnoga. MNepebiMU KIIMHUYECKUMMW CUMI-

TOMamu KUCTO3a NOYEK MOTYT ObITk 601 B NOACHMLE
unu rematypusd. VckniovyeHnem SBRAETCS paHo Bbl-
ABMIEHHAA NONMMKUCTO3HAA BONE3Hb, KOTOpas MOXET
nebloTupoBaTbh apTepuanbHOW runepreHsmen. Ons
MOCTaHOBKM AMarHo3a KuMCcTo3a MO4YeK [OCTaTouqHO
YNbTPa3ByKOBOro uccriegosaHus [3].

M3MeHeHnsa B opraHax >kenygovyHO-KULLIEYHOTO Tpak-
Ta npu TC pa3HooGpasHbl, BCTPEYaloTCAa OTHOCHU-
TENbHO YacTO U NPOABMAKTCA NATONOrMel POTOBOK
NonocTu, nedeHn u npamMon kuwku [3, 13]. Haubonee
TUMUYHbIE HAPYLLEHWS, BbISBMSAEMbIE NPU UCCNEno-
BaHUU POTOBOW NOMOCTU, — 3TO Y3NOBLIE OMYXOMMW,
dubpombl unum nanunnomMbl. OHU NOKANU3yTCA
rmaBHbIM 0Opa3oM Ha nNepegHem Kpae AeCeH, npe-
UMYLLECTBEHHO HA BEPXHEN YEMOCTU, HO TaKKe
BCTpevarTca Ha rybax, cnM3mcTton obomnovke LEK,
CrnuHke a3bika u Hebe. [edekTbl amanu 3ybos oTme-
YalTCAa NpakTU4eckn y Bcex 6onbHbiX ¢ TC. OaHUM
u3 Hambonee TUNWYHBLIX HAPYLIEHWW ABNSeTca ge-
dekt amanu 3y6oB B BuAE yrnyobneHui, Y4Ccno Ko-
TOpbIX BapbupyeT oT 1 A0 11 Ha kaxaom 3ybe. MNpu
TC B neveHn nogBnAKTCA OAWHOYHbIE U MHOXECT-
BEHHbLIE FAMaPTOMbI M aHTMOMUONMMNOMBI, Habnaa-
eMble y 10% 60nbHbIX.

MNopaxxeHue opraHoB 3peHus npu TC xapakrtepusy-
eTcd NosBIIeHUWEM raMapToOM CETHATKU W 3pUTENBHO-
ro HepBa, KOTOpPbIE BbLIABNAKTCA NpUMEPHO y 50%
60nbHbIX. OCHOBHBIM KITUHUYECKUM CUMMTOMOM SB-
naeTcsa nporpeccupylowlee CHmxkeHne speHuna [18].

MN3MeHeHuns opraHoB abixaHua npu TC y getei pax-
Hero Bo3pacra BCTPeYalTCa OYeHb peako. Jlerkue
BOBIIEKAIOTCA B NaTONOMMYECKMIA NPOLECC 00bIYHO
nocne 30 net. Hanbonee TUMUYHBLIM MOpPaXKeHUeM
nerkux aAenaTca kuctol [10]. Ha peHTreHorpamme
rPYOHON KNETKW BbISABNAETCHA YCUIEHHbLIA PUCYHOK
NEroYHoW MapeHxXMMbl U KapTMHA «COTOBbIX» fer-
kux [10].

JleTanbHoCTb naumeHToB ¢ TC Bbicoka — 20% 6onb-
HbIX ymupaet o 30 net. MNpuy4mHbI CMEPTU 3aBUCAT
OT BO3pacTa: B MNnageH4yecTBe npeobnapawT cep-
Ae4HO-cocyauncThlie OCnoXkHeHud, Bo Il gekage xus-
HU — ONYXONM MO3ra, a NoYeYHble HaApYyLUEHUS Yalle
npuBoaaT kK cmeptu B IV=V gekagax. JletanbHbli
UCXOA, CBA3AHHBLIA C 3NUNENTUYECKUM CUHAPOMOM,
BO BCEX BO3PACTHLIX rpynnax >XW3HW BCTpeYvaeTcs ¢
pPaBHON YaCcTOTOMN.

HecmoTpa Ha TO 4TO pacnpocTpaHeHHocTs TC cpe-
AW 4eTckoro Hacenexwmsa B Poccum conocraBuma ¢
YaCTOTON TaKMX XOPOLLO M3BECTHLIX NPAKTUKYHOLLUM
Bpauam 3abonesaHuii, kak Mykosucumao3s (1 : 9000),
deHunketoHypua (1 : 7200), spoxkaeHHaa AMCdyH-
KUMsi KOopbl Hagno4veyHukoB (1 : 12 000), 6onesHb
BypHesunna — lMpuHrna B CO3HaHUKM 60NbLUMHCTBA
OEeTCKUX Bpayen OTHOCUTCS K Ka3yuCTUYECKU peaKon.
Kpome TOro, Bblpa)XeHHbIA KNMHUYECKUIA NONMMOp-
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du3mM 3aboneBaHus ¢ BOBNEYEHUEM B NATONOTMYEC-
KW MPOLECC CPa3sy HECKONbKMX OPraHOB U CUCTEM
(UeHTpanbHON HEepPBHOW W CepAevYHO-COCYAUCTON
CUCTEM, OpraHoB 3peHud, noyek u ap.) genaet TC
npeaMeTom NPodIECCUOHANBHOIO UHTEPECA HE TOSb-
KO neauaTpoB, HO U CNeuuanMcToB pa3nn4YyHoro npo-
duna (kapauonoros, HEBPOSIOroB, OKYNUCTOB, He-
dponoros u T.4.).

MnnocrtpaumMein K  BbllWeCKa3aHHOMY  SBRAKOTCA
KNMHUYECKue HabnmoaeHus Tpex nauueHtos ¢ TC,
HaxXOAMBLUMXCA Ha NEYEeHUM B KapAMOMNyNbHOMO-
normyeckom otaeneHun Y3 WBaHoBckon obnac-
™M «ObnactHaa geTtckas KnuHudeckash OonbHuLUa»
(OKB) B 2008-2009 rr., 04HO U3 KOTOPLIX Mbl NpU-
BOAMM B Ka4eCTBE npumepa.

AHHa, 1 rof 4 MecsAueB, pogunack OT nepBoil bepemeH-
HOCTW, BO BpeMsi KOTOPOI MaTb NepeHecna cudunuc, no
noeogy 4Yero 6bina nponedveHa. B 32 Hegenn Gepemen-
HOCTW MpW YNbTPa3BYKOBOM UccrnedoBaHun y nnoga oeina
BbISiBNeHa onyxonb cepgua. Poakbl npousownu B 38-39
Hedenb C MOMOLYbI BakyyM-3kcTpakuun. Bec pebeHka
npu poxgeHun — 3350 r, anuHa — 49 cm. OueHka no LWka-
ne Anrap — 6-7 6annoB. B nepuoge HOBOPOXAEHHOCTU
JeBoYKa Haxogunacb Ha fie4eHun B cTauuoHape ¢ gua-
rHosom: «Onyxone cepgua (pabgomunoma). CynpaBeHTpu-
KynsipHas 3KcTpacucTonusa. HepocTaTouHOCTb KpoBOOO-
palleHua | cteneHun. MNepuHaTanbHoe nopaxeHue LIHC,
CUHAPOM yrHeTeHWs. KoHbloraumoHHas xentyxa | ctene-
HWU. BHYTpuyTpoGHas nHdekuusa?» THKeCTb COCTOAHUSA B
nepvoge HOBOPOXAEHHOCTU Gbina obycrioBneHa HeBpoO-
niorn4eckoil CMMNTOMaTUKOR U naTtonoruei cepaua.

Bnepsrlie B OIKB geBouyka nocTtynuna B Bo3pacTte 1 Mme-
cAua AnA yTodHeHus guarHosa 3aboneBaHus. [pu no-
CTynneHun mama pebeHka xanob He npeabsaBnseT. Bec
JeBOYKU Npu nocTynneHnn—3670r (3-i «kopugop»), pocT —
51 cM (3-# «kopugop»). Kpuk Tuxuin. KoxHble NOKpOBbI
6negHele, ¢ XenTyWHLIM OTTEHKOM, MPaMOpPHbIM PUCYH-
koM. TonwuHa NoAKOXKHO-XMPOBOrO C0s, TYProp TKaHen
PaBHOMEPHO CHWXeHbl. BbiABNAKTCA CTUrMbl AM33MBpu-
oreHesa: runepTenopuamM rmas, gedopmaLns yLHOro 3a-
BWTKA, KPbIITOBUAHbIE KOXHbIE CKNagku Ha Liee. AycKynb-
TaTWBHO AbIXaHue nyapunbHoe. [paHnLbl OTHOCUTENBHON
CepAeYHON TYyMocTW CMelleHbl BIeBO A0 MepeaHel ak-
CUNNAPHOW NUHMKU. TOHbI cepaua NpUrnyLleHbl, ¢ Yac-
TOTOW cepAeydHblX cokpalleHuit 140 yaapoB B 1 MUHYTY.
BeicnywusatoTea pefikme (40 5 B MUHYTY) 3KCTpacUCTOMbI
W TUXWIA, KOPOTKWIA CUCTONUYECKUIA WYM AyloLiero Tembpa
BAONb JIEBOrO Kpas rpyauHel, 6e3 npoeegeHus. NeyeHb
nanbnupyeTcs Ha 2 cM U3-nof npaBoro kpas pebepHon
ayru. MNMpu ocMoTpe HeBpOMoroM oTMedeHa Bpaxuueda-
nua, AUCKpaHUsa, acMMMeTpuUs rmasHbix wenen (D > S),
nrasaroLlne ABMKEHNUS rMasHbix S610K. BbisBneHo noBbI-
LeHNe MbILLEYHOro TOHyca HOor Mo nupamugHoMmy Tumy,
CUMbHbIE CYXOXUMbHLIE pednekchl (D > S), KMoHyckl cTom,
OTCYTCTBME YCTAHOBOYHOIO peddriekca Ha rosiosy.

OnekTpokapauorpadguyeckoe nccnefoBaHue cepila Bbi-
SIBUNO MPU3HaKK rMNepTpocuK NpaBbiX OTAENOB cepiLa
C SBNEHUAMU Neperpysku, AU dy3Hble UBMEHEHUS B MU-

oKapAe v pefKue cynpaBeHTPUKYNSPHEBIE 3KCTPacucTomMbl.
Mpu axokapaunorpaduyeckom obcriefoBaHUN B NOMOCTAX
060ounxX KenyaoukoB U NpaBoM MNpejcepinn obHapyKeHbl
MHOXeCTBEHHbIe NnonuMnoobpasHele ONyxonu cepala pas-
Mepamu: B ieBoM xenygouke (JIK) — 19 x 12 mm, B npa-
BoM xenygouke (MXK) — 14 x 10, 9 x 10 1 12 x 14 MM,
B nNpaBom npeacepaumn (MM)—9x 10un 7 x 10 MMm. Boisie-
NIeHO pacluMpeHWe NpaBbiX OTAEMNOB Cepala U Mexnpes-
cepaHoe coobLlyeHne HebonbLUMX pasMepoB (4UamMeTpoM
5 MM). Ha peHTreHorpaMme opraHoB rpyAHOA KneTku
OTMEYEHO ycuneHne W oboralleHne feroYHoro pUcyHka
3a CYeT rMnepBofieMUM Marnoro kpyra KposoobpalleHus,
pacluMpeHue cepgla B MonepedHUKe BMEeBO U yBernuye-
HWe KapauoTopakanbHoro uHgekca go 0,69. MNpu yneTpa-
3BYKOBOM WCCMefOBaHUM NapeHXMMaTo3HbIX OpraHoB
GPIOLLIHOW MNOIOCTH U NOYEK NaToNornn He BelsBNEHO. Mpu
OCMOTpPe OKYNUCTOM rfasHble cpefbl Gblnu NPo3pavHbl-
MW, AUCKU 3pUTENbHBIX HEPBOB PO30BLIMU, YETKUMU; W3-
MEHEHUIA cocyaUCTOl ceTn He obHapyxeHo. OTKINOHEHNN
B obLleM aHannse KpoBu, BUOXMMUYECKOM aHanuse Kpo-
BuW, obLleM aHanuse Mo4Yu He oBHapyKeHO. YCTaHOBMEHO
3HaYMTenbHOE MOBLILEHNE YPOBHA MapKepa OnyXofeBo-
ro pocTa B KpoBWu (anbdadeTonpoTeura) go 364,5 ea/mn
(npn Hopme go 10 ea/mn).

B 2,5 mecdaua npu noBTOpPHOM MOCTynneHwn pebeHka B
OLKBE BbINoNMHEHa KoMMblOTepHas ToMorpadus roroBHo-
ro Mo3ra, KoTopasi BepuuuupoBana BHYTPEHHIO rugpo-
Ledanuto; paclunpeHne nogobono4eyHOro NpocTpaHcTea
3afHero otAena mMoaxeyka o 1 x 0,7 x 2.8 cM, NobHbIX
obnacteil — o 4 cM, MEXNonyLapHOi LUCTEPHBl — A0
4 cM, a Takke MHOXECTBEHHble Meflkue y4acTKu MOBbl-
LIEHHOW M MOHMXXEHHOW NNOTHOCTU B KOpe nomnyllapui
6onbluoro mo3sra, 6onee BolpaXKeHHbIe B NOGHbLIX JONsX.
Mpy peHTreHoNorMYeckoM UccrefoBaHnn KOCTel nNpaBon
KACTW BbISIBNEHbl €fWHWYHbIEe MPOCBETNEHUSA (KOCTHble
KWCTbIl) B MeTasnudusax 0CHOBHLIX dhanaHr nanbLes.

B Bo3spacTe 6 MecsAUeB oTMeYeHa MaHWecTalus cyfo-
POXHOMO CUHAPOMa B BUAE «KWBKOB» U «3amupaHuii». B
7 MecsiLEeB NOSIBUNMUCH reHepann3oBaHHbIe TOHUKO-KITOHM-
Yeckue Cyfoporu.

B 1 rog 4 mMecsua feBoyka NOCTyNaeT Ha KOHTPOSIbHOE
obcnepoBaHue n neveHne B OJKE. MNpu ocMoTpe cocTo-
sAHWe pebeHKa pacLeHeHO Kak Tshkenoe. TsKecTb COCTO-
AHWA Obina obycrnoBrneHa HeBPOSIOrMYECKOW CUMMTOMa-
Tukoi. Bec npu noctynnernum — 8050 r (1-i «kopugop»),
pocT — 73 cM (2-1 «kopugop»). BeliiBneHa 3HauuTensHas
3afepXKka MOTOPHOro pasBUTUSA: He AEPXWT rofioBy, He
nepeBopayvMBaeTCs, He CWAUT, OTCYTCTBYeT onopa Ha
Horu. [JuarHocTupoBaHa AudpdysHas MblledHas runo-
ToHMA. OMoumnoHanbHasa cdepa pesko obeaHeHa. 3Byku
W croBa He MPOW3HOCUT. Barmsag duKkcupyeT Ha KopoT-
koe BpemsA. ExeaHeBHO (1-2 pasa B CYTKW) OTMe4valoT-
CA KIOHWKO-TOHWYECKWE CYAOPOrH, KpaTKOBPEMEHHbIe,
camocCTosATeNbHO npoxogsue. KoxHble nokposbl 6ned-
Hble. AyCKyNbTaTUMBHO AblXaHue My3puiibHOe, C 4acTOTON
AblxaHua 32 B MuHyTy. ObnacTb cephua Bu3yanbHO He
M3sMeHeHa. ToHbl cepfua npurnyLleHsl, pPUTMUYHblE. Yac-
TOTa cepfeydHblX cokpalleHuin — 114 B 1 MUHYTY. Beicny-
LUMBANCsA KOPOTKUWA CUCTONMYECKUA LIYyM BAONb NEBOro
Kpas rpyauHel. [NapeHxmmaTosHble opraHel nNpu nanbna-
LKW He yBern4eHbl.
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Mpn 3SKIM-ncecnegoBaHWmM BISBNEHLI NPU3HAKU MUNepTpo-
mu NeBoro Xenyaodka U nNpaeblX OTAENOB cepaLa, And-
dysHele usmeHeHus B muokapge. CoHorpadua cepaua
(puc.) BBISIBUNa yMepeHHOe pacluMpeHWe npaBbiX OTAe-
1noB, BTOPUYHbIA fedheKT MexnpencepaHOn Neperopoaku,
MHOXECTBEHHbIE onyxoneBuiHele obpasosaHus MK, JDK
u MM, Mpun sxo3HUedanockonMYeckoM unccnegoBaHum
rOMOBHOr0 Mo3ra OGHapyXeHO MoBbILeHWe Mynbcaluu
M-axocurHana, paclumpeHue OGOKOBBIX Xenydo4ykoB [0
10 MMm. OSnekTpoaHuedanorpadua 3aperncrpuposana
NMPU3HaKN BbIpaXeHHOW Ae3opraHusauun OuoanekTpu-
YeCKOW aKTMBHOCTM TOfIOBHOMO Mo3ra. 3adukcupoBaHbl
3NUNenTUOPMHas akTUBHOCTb (aCUHXPOHHas, MefneH-
HoBONHOBas, rpybee Bo BpeMs hOTOCTUMYNALUN), Npu-
3HaKu AUCHYHKUMM MOAKOPKOBO-CTBOMNOBLIX CTPYKTYP.
OKynMCTOM BbIsiIBIeHa BEHO3Has aHruMonatus cocyjoB
ceTyaTkn oboux rnas.

AHanM3 faHHbIX aHamHe3a, KITMHWYECKOro W JOMOSTHU-
TeNbHbIX WCCrefoBaHWiA NO3BOMWI YCTAaHOBUTL AWarHo3
TC, koTopblh 6bin noagTBepxaeH B HL| CCX um. A H. Ba-
Kynesa.

HOunarHoctuka atoro 3abonesaHns 06bIMHO OCHOBBI-
BaeTCA Ha KIIMHWUYECKUX U MHCTPYMEHTANbHO-PEHT-
reHonornyeckux npusHakax. B 1998 r. 6binu npuHs-
Tbl AnarHoctuyeckue kputepum TC [1, 20].

R10 G881 C9 A2

:Cardiaec

HecomHeHHbIn gnarHo3 TC npeanonaraet Hanu4yue
ABYX NEPBUYHbIX NPU3HAKOB UMW OHOTO NEPBUYHO-
ro nNpusHaka u ABYX BTOPUYHbIX, BO3MOXHbIA Auna-
rHO3 — OAHOr0 MEPBUYHOIO WM OAHOIO0 BTOPUYHOIO
npu3HaKa, npeanonoXUTENbHbIA AWarHo3 — O4HOro
NepBUYHOIO MNK ABYyX (M Gonee) BTOPUYHbLIX NPU3HAa-
koB (Tabn.).

Takum obpasom, gnarHo3 TC y aaHHON BOMNbHOW AB-
NAeTCA HECOMHEHHbIM, TaK Kak UMEKTCs ABa nep-
BUYHbLIX (MHOXXECTBEHHbIE pabaoMMOMbI cepaua u
KOpKOBbI€ TyOepbl) M 0AWH BTOPUYHbIN NMPU3HAK (KOCT-
Hbl€ KUCTbI).

MonekynapHO-reHeTUYECKUN TeCT 0ObIMHO HE SB-
naeTca HeobxoaMMbIM ANS YCTAHOBEHUA AUArHO-
3a. OH MOXET NOMOYb TEM MaUMEHTaM, Y KOTOPbIX
anarHod TC coMmHuTeneH. Ho noka HeT cTonpoueH-
THO HaZEeXHOro MeToAa BbIABMEHUA MyTauun, u
OTpPULATENbHBLIA pe3ynbTar TecTa He UCKM4YaeT
Hanuuua 3aboneBaHusa y naumeHta [23]. EguHc-
TBEHHbIM METOA0M NpeHaTanbHOW AnarHoCcTukn TC
B HacTosiLlee Bpems ABNAETCA axokapauorpadus
nnoja, HanpaBfeHHas Ha BbiSABNIEHUE pabaoMUO-
Mbl cepaua.

DUA: 100%

Puc. JaHHble coHorpadum cepaua
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Y4acToK «LarpeHeBOn KOXu»

MHOXeCTBEHHbIe raMapTOMbl ceTHaTKu

KopkoBkle Tybepbl
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KocTHble KUCTbI**
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B ctaumMoHape gesoyka nmomnyyana npenapartbl Npo-
TUBOCYAOPOXHOro (kapbamasenuH), Ba3oakTUBHOIO
(UMHHapPU3KH), HelpoTpodu4eckoro (L-KapHUTUH)
OENCTBUS, a TaKXe akTUBATOPbl HenpomeTabonuama
(neputuHON).

CnegyeTt OTMETUTB, YTO B HACTOSALLEE BPEMS HE Cy-
LeCTBYET 3TUONOMMYECKOr0 M MNaToreHeTU4ecKoro
nedyenns TC. MeaukaMeHTO3Haa KOPPEeKUUa UHTEN-
nekTyanbHbIX HapyLlieHun npu TC He paspaboTaHa.
PacnpocTtpaHeHHOe B 0ObIMHOM MPAaKTUKE HasHaude-
Hue getam ¢ TC HOOTPOMHLIX NpenapaTtoB U NCUXO-
CTUMYNATOPOB ODOCHOBAHO HEAOCTATOYHO, TaK Kak
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