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T'uctuonuronnuasa kapauomuonatus (I'K) orHocuTea K KaTeropuu pegKux MiaJeHYecKux ¢opm mep-
BHYHBIX TeHeTHYECKHX MUTOXOHAPUAJIbHBIX Kapauomuonatuii (KMII). B Hacrosiee BpemMsa B turepa-
Type onmucano okoJio 100 cxyuaes I'K. lannasa ¢popma KMII manucgecTupyer HapynieHHEeM cepaedHoro
pUTMAa K IPOBOIAMMOCTH, CHMIITOMAMM HETOCTATOUHOCTH KpoBooOpamenus. ¥ 19—22% mereit qe6rorom
3a00JIeBaHUA SBJISIeTCSA BHe3amHas1 cMepTh. CriennduyecKknx MeToI0B JeueHns He pa3padoTaHo, aHTH-
aputMudeckas repanusd He 3ddexTuBHa. B craThe mpencraBiieHO KIMHHYECKOE HAOIIONeHe peOeHKa
6 mec ¢ I'K. IIpuBenensl faHHbIE O TATOreHe3€e, KIMHUYECKOH, MOP(}hO0JIOrHYecKOil 1 HHCTPYMEHTAJIbHOM
JHATHOCTHUKE 3TOr0 PeIKOro 3a60IeBaHusI MIOKaP/aA.

Knrouesvie cnosa: zucmuoyumoudnas kapOluomuonamus, MUmoxXoHopuaibHas MUOnamus, 6He3an-
Has cmepmb, HapyuleHue cep0eyroz0 pumma, namoJozuieckas aHamomus, demu.

Histiocytoid cardiomyopathy (HC) refers to rare forms of infant primary mitochondrial genetic
cardiomyopathies (CMP). Currently, the literature provides about 100 cases of HC. This form of the
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Tuctuonmurouguaa wapauomumonatua (I'K)
ABJAETCA PEeNKOIl MJameHuecKoi (opmoii 3aboJie-
BaHUU MUOKapAa, KOTopas, COrJIaCHO KJjaaccupura-
muu American Heart Association (2006), oTHOCHUT-
cA K IIePBUYHBIM Fre HeTUYEeCKUM KapIuOMUOIaATAAM
(KMII), xareropmm «MHUTOXOHAPHAJbLHBIE MUOIA-
Tun» [1].

IamHoe 3aboseBaHMWEe BIIEPBBbI€ OBIIO OIHCAHO
B 1962 r. D. Voth mox masBaHMeM «apaxXHOIIHUTO3
cepaeunoii Muimiibl» [2]. IIpu onucanuu I'K B uTe-
paType BCcTpeuaeTcs pPAJ CUHOHMMOB: MJaJeHue-
ckasa KMII, muaanenuyeckass kcanromarosuas KMII,
oukornuTapHas KMII, ¢pokanbuaa sxupoBasd KMII,
M30JIMPOBAHHBIA KapAWAJIbHBIN JUMNUA03, MYJIbTH-
(doxrasbHAA OIyX0JIb cepara u3 Kietok IIypkunse,
raMmapToMa MHOKapAa W MOPOBOAAINEH CUCTEeMBI
cepAlla, meHucrTad TpaHchopmamua muokapzaa [3].

ATHoJIoTUA U TaTOTeHe3 MaHHOTo 3a00JieBaHUS
mo kouma He usyueH. B 80-90-e rompr XX Beka
obcysxaasioch 3HaUeHWe WH(PEKIUU, B YaCTHOCTH,
BUpPYycCa KpacHyxu, nuromeraigosupyca (IIMB), Bupy-
ca mpocToro repreca B BosHukHOoBeHuu 'K [3].

Omnucanme cemeiHbIX cayuaeB I'K, mpeobsazga-
Hue 3aboaeBaHUs y AeBouek (3:1) u mpeacraBuTe-
Je# eBpomeounHoit pacekl (80% ) mosBoauIU TIPES-
TMOJIOXKUTh HaJIUYMe TeHeTUYEeCKON AeTepMUHUPO-
BanHOCTH naHHOU (opmbl KMII u X-cuemnieHHOTO
HACJeNOBaHUSA C JOKaJM3alueidl reHa B CErMeHTe
Xp22[3-5].

B mocaenmme roabl MHTEHCUBHO BEETCA IIOUCK
IeTePMUHAHTHBIX T'€HOB, OTBETCTBEHHBLIX 3a pas-
Butue 'K, m myranuii, IpUBOAAINIUX K TaHHOMY
3aboseBanuio. Myramnusa B reie G15498A MUTOXOH-
npuanabnoit [[THK (mTIHK), xomumpyroolmeM MHUTO-
XOHAPUANBbHBIN IuTOXpoM B, mpuBozutr kK medex-
Ty MHUTOXOHIPUAJIBHOTO TPAHCIIOPTA SJIEKTPOHOB
u ABJAETCA IIePBONl TeHETHWUYECKON aHOMaJIUew,
BbIABJIEHHOIT y manuentoB ¢ 'K [6, 7]. B aute-
paType mpeacTaBJeH eqWHCTBeHHBIN ciayuaii 'K
npu MERRF-cunapome (MHOKJIOHYC-3IIUJIEIICUA
C PBAaHBIMU KPACHBIMU BOJIOKHAMM) — MHTOXOH-
IpuaabHOM 3a00J€BaHUU, CBA3AHHOM C TOUYEUHON
myranueit A8344G 8 mtIHEK [6]. [lanHasa myTanusa
ABJISETCA CIOPAAUUECKON U He OOHAPYIKeHa y 00JIb-
muHcTBa nanuenTos ¢ 'K [8].

Omnucano KJIMHHYECKoe HabsiomeHue 4-mecau-
HOM meBouku ¢ 'K, mopokamMu pasBUTHUA TOJIOBHOTO
moara pu MLS-cuuapomMe (MUKPODTATBMUI U APY-
THe TOPOKU Pa3BUTHUA OpPraHa 3PeHUA B COUETAHUU
c JUHEHHBIMU Ae)eKTaMHU KO:KH) — 3ab0JieBaHUU
¢ X-CIleIlJIeHHBIM HAcJIeJOBAHWEM W MYyTaIlluAMU B
pasnuunblx reHax (MID1, HCCS u ARHGAPS).
IIpu obciemoBaHMU JaHHOTO IallMeHTa Oblaa BIIEP-
Bble OTKpbITa HOoBaA myTtamnusa ¢.589C>T (p.R197%)
B reie HCCS, oTBETCTBEHHOM 3a IIPOIECCHI OKUCIIH-
TeJIbHOTO (hochOPUIUPOBAHUA B MUTOXOHAPUAX [9].
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CMP manifests with cardiac rhythm and conduction disorders, symptoms of heart failure. The debut
of the disease is sudden death in 19—22% in children. Specific treatment methods are not developed,
antiarrhythmic therapy is not effective. The article presents the clinical case of a 6 months old child
with HC. The data on the pathogenesis, clinical, morphological and instrumental diagnosis of this
rare disease of the myocardium is provided.

Key words: histiocytoid cardiomyopathy, mitochondrial myopathy, sudden death, heart rhythm dis-
turbances, pathological anatomy, children.

B oxmom m3 mociemHuX wucciaemoBammit 'y 12
netreii ¢ 'K GbLIu ompenesieHbl KJacTepHbIE I'DYII-
mbl TeHOB B cermenTax 1q21.3c (S100A8, S100A9,
S100A12) u 2ql2.1a (ST2, IL18R1, ILISRAP),
a Tak:ke TreH B cermente 9p24.1b (MJI33).
BosHUKHOBeHME MyTalliil I'eHOB BeJeT K Hapylle-
HUIO0 UX JKCIIPeCCHU. BBICKA3aHO MPEIIIOIOKeHNe
0 BJIHUAHAN CHUTHAJBHOI'O KacCKala KOIHUPYEMBIX
6eaxoB IL33/ST2/p38-MAPK/S100A8-S100A9 ua
aKTuUBAIMi0 amomnTo3a Kapauomwuonutos (KMII),
pasBuTHE X runepTpoduu 1 Kapauopudposa, CHIU-
JKeHIe COKPATHUTEJbHON CIIOCOOHOCTH MHOKAapPHA,
UTO MOYKET MMeTh 3HaueHue B matorernese I'K.

B macrosiee BpemMs B JINTEPATypPe BCTPEUALTCS
omucanue okogo 100 ciryuaes I'K [8].

Ina TK xapaKTepHBI pas3jauyvHbIe KJINHUYE-
ckue mpoaBieHua. ¥ 19-22% T'K mebiotupyer c
CHHIPOMAa BHe3aIlHON MJjajeHuecKoi cmeptu [10].
VY GosbiuHCTBA meTei mamHas ¢gopma KMII mamu-
(decTupyeT HapyIIeHNEM CEPAEYHOI0 PUTMA — BO3-
HUKHOBEHUEM TaXUAPUTMUMN KeJyLOUKOBOM WU
HAIKeJyJOYKOBOM JTOKAJN3AINN, PE3UCTEHTHRIX K
AHTUAPUTMUYECKON TepaIllny, BO3SMOMKHO PA3BUTHE
GUOPUNATANUY KETYIOUKOB. ¥ IOJOBUHBI U3 HUX
HapyIlleHHue CePAeYHOr0 PUTMa PETUCTPUPYETCS B
TeueHue 3 Hexeab u 6osiee [3]. ¥ 10% nanuentos 'K
accormuupoBaHa ¢ cuHApoMoM Wolff—Parkinson—
White (WPW) [11]. ¥V yactu 601bHBIX MaHUMeECTA-
nus 'K cBsizaHa ¢ IPOABICHUIMU CEPAEYHON HEZ0-
CTATOYHOCTH HAa (DOHE IIOJIHOI'O 340POBbS WJIN CHM-
TITOMOB MH(PEKIIMOHHOTO TOKCUKo3a [4, 12, 13].

IIpu T'K uwacro (16%) BcTpeuaroTca apyrue
MOPOKM ¥ 3a0oJieBaHUA cepaia: Ae@eKThl MeK-
JKeJIYIOYKOBON M MesKIIPeACepPIHON IIeperopooK,
(purbdpos1aCTO3 SHAOMUOKAPAA U I'UIIOILIA3KS JIEBBIX
oTzaesioB cepara [3, 12, 14].

YacToTa SKCTPAKAPAMAJIBHON [ATOJOTHUHU COC-
TaBasgeT no 17% [3]. Cpenu sKcTpakapIuaIbHBIX
aHOMAJIMI y OOJBHBIX OTMEUAIOTCSA IIOPOKM PAa3BU-
THS OpraHa 3peHus (IOMyTHEeHIE POTOBUIIbI, MUKPO-
dranpMusi, KarapakTa, apaKus), roJOBHOMO MO3Ia
(rugponedannss M areHesuss MO3OJIKMCTOrO TeJja),
JInHeHHbIe He()eKThI KOMKU, BOJIUbS IIACTh; ¥ 4 maru-
€HTOB THCTHUOIMTOUIHLIE KJETKU ObLIN OOHApYy Ke-
HBI B 9K30KPUHHBIX U 9HIOKPUHHBIX Keses3ax [3, 9,
12, 14, 15]. V 3 mamueHTOB OTMEYaJoCh COUeTaHMIe
cepIevHol 1 sKCTpaKapaAuaabHOM maToaoruu [3].

IIpu ayromcum MaKpPOCKONMYECKH OTMeda-
erca xapauomeranus (95%), coueramme rumep-
TpouM MHOKApAA U SUIATAIUU IIOJOCTHU JIEBOTO
JKeJIyLOUYKA C IIOBBIIIEHHON ero TpabeKyJIspHO-
cteio [3, 11]. Ilox sHAoKapAOM JIEBOTO KEJIyoOU-
Ka, B HNANWIJISPHBLIX MBIIIIAaX, B IIPEICEPIUAX,
HA CTBOPKAX MUTPAJIBHOIO M TPUKYCIUIAIBHOTO
KJIAIIaHOB OOHAPY KMBAETCSA MHOMKECTBO OKPYIJIBIX
JKeJITO-0eJIBIX WJIM JKeJITOBATO-KOPUUYHEBBIX MUKPO-
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ysesqkoB. lHOTZa y3€JIKM pacIiojaraloTcs IO dIIU-
KapgoMm. I'mcrosormueckm y3eJKU IIPEACTaBISAIOT
co0oif raMapTOMOIIOLO0HY0 IPOJU(pEePaIUui0 TOJIU-
TOHAJBHBIX IIEHUCTBHIX W T'PAHYJUPOBAHHBIX KJie-
ToK. OHH MOTYT pacmoJiaraTbCsA BHYTPU ITPOBOMA-
mieit cucrembl cepana (28%). Ilpu saeKTpoHHOMN
MHUKPOCKOIUU BBIABIAIOTCA yBeauueHHble KMII ¢
HeOOJBIIINM KOJUUYECTBOM MHO(MUOPUII U MHOMKE-
CTBOM AaHOMAJILHBIX YBEJIWUYEHHBIX MUTOXOHAPUI
C J1e30pTaHMBOBAHHBIMU TI'PEOHAMU W KPHUCTAMH,
COZlepsKaIlMX IJIOTHBIe BKJIOUeHUA. KieTku comep-
JKaT TJIUKOTeH, JUIUIbI, PACCEeIHHBIN IUTMEHT,
coueraiorcsa ¢ porycamu (pudposa B muokxapze [3,
5,11, 16, 17]. IMeHHO TUCTUOIUTOULHBIE KJIETKHU
00J1a1af0T aPUTMOTeHHBIM ITOTEHIIUAJIOM, VIaJIeHNIe
Y3eJIKOB-CKOIJIEHUI dTUX KJIETOK MOYKET IIPUBECTH
K ncue3HOBeHUI aputmuu [18].

IIpu oTcyTcTBUM JleueHUs JaHHOe 3a0oeBaHue
3aKaHYMBAETCS JeTAJIbLHO B TeUeHUe IEePBBIX 2 JIeT
JKMB3HU. B KauecTBe JieueHUA MpeAJiaraeTcsa pe3ek-
WA aPUTMOTEHHBIX 0YaroB, JIOKAJIU3AIIUA KOTOPBIX
oIpefiesigeTcA IIPU IIOMOIIU BJIEKTPODU3nOoIoTnIe-
CKOT'0 WCCJEIOBAHUS Cep/Ila, C YCTAHOBKOM MCKYC-
CTBEHHOTO KapANUOCTUMYJIATOPA WJIU HUMILJIAHTH-
pyeMoro xKapanosepTepa-gedudbpuaiaaropa. B iure-
paTrype OIMCaHbI CJIy4YauW YCIEITHOTO IIPOBEAEHUSA
TAaKKUX OMEPATHUBHBLIX BMeHIaTeJabcTB y gereil ¢ I'K.
AauTesbHOCTh KaTaMHe3a OHOU IMaIlMeHTKN COCTa~
BUJIa 7 JIET, O APYTUX IMalueHTaX U3BECTHO, UTO OHU
CMOTJIN IOXKUTH A0 2-J€THEro Bo3pacTa M cTapliie.
OpHAaKO IIPU BOBJIEUEHUH B IIPOITECC BHAUUTEIHHBIX
Y4acTKOB cepAna U Ju(p@Py3HOM paclipoCTpaHeHUun
W3MEeHEHUII OllepaTUBHBLIE BMeEIIATEJbCTBA OKAa3bI-
BaroTcA Oe3pedyabTaTHbIMU [3, 18, 19].

Huxke mpuBoauM KJImHHUYEcKoe HabJIomeHUIe
meBouku K., 6 Mec, IOCTymuBIIeil B OTIeJIeHIE
peanuManuu u uHTeHcuBHOI Tepanuu (OPUT)
Mopo30BCKOUN [OETCKOUM TOPOACKON KJIMHUUYECKOU
6onpHUNBl (MIT'KB) B cocTOSHMM KJIMHUYECKON

CMepTH.
W3 anamHesa »KU3HU U3BECTHO, YTO pedbeuoK oT II Ge-
pemennoctu (I GepeMeHHOCTH — Hepas3BUBAIOIIAACH,

MEeJUITMHCKUHM abopT) ¢ MpU3HAKAMU T'UIOKCHUU ILIOLA
(monyuasa seuenue amoysatropuo). Ponsr I, Ha 42-11 Hene-
Jle, caMOCTOsATeJbHbIe, Oe3 marojaoruu. Macca Tejga mpu
posxneruu 3590 r, nauHa — 56 cm. 3akpuuasia cpasy, K
rpyau IPUJIOMKEHa B IIepBble uYachl. BeImucaHa m3 poj-
noma Ha 4-e cyTKu. Ilepumos HOBOPOMKAEHHOCTH IIPO-
Tekan ¢usumosornuecku. Baxknmumuanusa: BIJK B poxmo-
me. HabGuarogaiack HEBPOJIOTOM IIO TOBOAY MBbIIIIEUHOM
TUIOTOHUM, NIPU mpoBegeHuu HeiipocoHorpadpuu (HCT)
B BO3pacTe OJHOI'0 MecCsAlla BbIABJIEHA KHCTA COCYAHCTOrO
cirerenus. ['o10oBy aep:kur ¢ 3,5 mec, B 6 Mmec He CUIUT.
Takum 00pasom, ICHEXOMOTOPHOE Pa3BUTHE C 3aJePIKKOM
TeMII0B. PU3nUECKOoe Pa3BUTHE COOTBETCTBYET BO3PACTYy.
W3 nepeHeceHHBIX 3a00JI€BaAHUI — OCTPBIN PUHOMDAPUHTUT
B 3 mec. B Bospacre 1,5 mec peOeHOK ObLI IMPOKOHCYJIb-
TUPOBAH KapAMUOJIOrOM, IIPOBeAeHa sXoKapauorpadus
(9XOKT'), BbBIABIEHO OTKpBITOEe OBajdbHOe OKHO (0O0O0)
3—4 MM, yMepeHHOe yBeJINUYeHNne II0JIOCTHA JIEBOTO JKeJIy-
nouka (JIZK) u seBoro nipeacepausi, yMepeHHOE CHUYKEHe
COKpPATHUTEeJbHOM crtocobHocTr Muokapaa JIK — ppakmusa
BeIOpoca (PB) 50% (umopma >60% ), oTMeUeHAa ITOBBIIIIEH-
Hasd TPabeKyJIsAPHOCTh B O0JIACTU BEPXYIIKU W CpPegHei

Final_2_15.indd 99

tpetu JIJK. 9KI' He mpoBoamiach. 3aKJOUeHHE Kap-
nuojora: O00; ymepennoe yenauuenue JIVK, ymeperHoe
CHIKeHUe cucTosnuyeckoin Gpyurinuu JIJK — mocTrumok-
cuuecKas KapauoIaTUs HOBOPOKIEHHBIX.

W3 amamuesa 3abojeBaHuA M3BeCTHO, yTo 15.09.13
OHEM BO BpeMs MPOTYJKH MaMa 3aMeTHJia, YTO PeOeHOK
BHE3AIHO «00MSAK» B KOJISICKe, IOOJIefHeN, He pearupo-
BaJI Ha BHEITHUE BO3AeHCTBUSA, OTMEUAIOCh aPUTMUUHOE
penkoe AbIXaHUe C IIOCJIeNYIOIIell OCTaHOBKOI. Bpuramoit
CKOPO#l MEIWIIMHCKOI ITOMOINY AUATHOCTUPOBAaHA KJIH-
Huyeckasa cmeptb, Y] 10 B mun, Al 1 YCC He onpene-
JISTFOTCS; MTPOBOAMINCH PEAHUMAIIMOHHBIE MEPOIPUATHS:
UBJI memxom AmOy, meduOPUIIANNS TPOU3BOLUIACH
3 pasa, agperanus 0,1 MKr — KaKJble 2 MUH BHYTPUMBI-
IIeYHO, JeKCa30H BHYTPUMBIIIeuHo. [loce BoccTaHoBIe-
HuA cepauebuenua nHrananua Oy, nHQysua jonaMuHa.

IeBouka OblIa HEOTJOMKHO TOCIUTAJIU3UPOBAHA B
OPUT MIATI'KB. Cocroanue npu noctymiaeruu 15.09.13 B
21.15 kpaiiHe Ts:Ke0€, 0e3 cosHaHuA. KoXKHbIe ITOKPOBLI
IIUaHOTUYHBIE, MPAMOPHBIE, XOJOAHbIe Ha OIlynb. [Ipu
CaMOCTOSITEILHOM JbIXaHUU — Hes((HEeKTUBHBIE eJUHNY-
Hble BIoxu. TOHBI cepAIia riiyxue, apuTMUUHbIE C TeHIeH-
muei K 6pagukapauu. OTMeuyaeTcs MOBBIIIIEHNE MBIIIeY-
HOTO TOHYyCa B PyKaX II0 TUIY TOHUUECKUX CYIOPOT.
3pauku OD=0S, 6e3 peaxkiuu Ha CBeT, I'Ia3Hble A0JOKU
miaaBatorre. [IpoBefeHbl peaHWMAITMOHHBIE MEPOIPU-
THs, B Pe3yJbTaTe KOTOPBIX CepAeuHas AeATeIbHOCTh
BoccraHoBusiack, YCC mo 140 B MuH, 3pauyKu Cy3UJIUCH.

PebGenox momereH B majaTy, HauaTa ammapaTHas
NBJI B pexxume BIPAP. B 22.00 sapeructpupoBaHa
CcyIIpaBeHTPUKyJIApHada Taxukapausa, dCC 215 B muH,
AJIl 118/87 MM pT. cT., Temmeparypa Teaa 38,5 0C.
BuyTpuBenHo cTpyiiHO BBegeH u3onTuH (6e3 adderra),
sareM AT® (mesmauurtesnbHbIH 9QdeKT cHuKeHusa YCC
no 188—-190 B MmuH, coxpaHeHHe SKTOIUYECKOTO PUTMA),
(usruecKkue MeTOAbI OXJAaXKIeHUA (TeMIlepaTypa CHU3H-
nack 10 37,7 0C). Hauara nady3nsa KopAapoHa U3 pacueTra
15 mr/kr B cytru (1 mi/4), gonamusa 4% 5 MKI/KI/MUH,
6oJifocHO BBOAWIM nAeKcameTasoH 0,6 Mr/Kr, KOHBYJIEKC
1 vt (200 Mr) /4, mpenapaTsl KaJiud; Ha3HaUeH MeKCHUI0J,
JIa3UKC, KAllOTeH, BEePOIIITHUPOH.

B panpHelimeM TaxuapuTMHUSA peIUIUBUpOBAIA
15.09.13 8 24.00 1 16.09.13 B 2.00 (Ha ocMOTp — BAJIasA
IBuUTaTeNbHadA peaknus), B 3.30—4.00 u 7.00 pasBuiuch
TOHUYECKYE CYAOPOTHY C YTHETEeHNEM CepPAeUHON qesaTeNb-
HOCTU. TPMIKIBI IPOBOAMIACH TIOBTOPHASA KapANOBEPCUS
— nepubpuananusa. 16.09.13 8 10.00 ypoBeHb CO3HAHUSA
— koma I.

IIo manupim OKT 16.09.13 8 9.00: UCC 70-200-240
B MuH. IlocTosHHAsA pPeNMUAUBUPYIOMIAs MpeacepIHas
TaxuKapausa; 0as3oBbelii cuHycoBblil purMm 80—105 B Mun
¢ yoauaenvem uHTepBanaa QT ma 0,07-0,08 c; sum30161
GubpunAnUu HpeacepaAuil ¢ abeppaHTHBIM BHYTPUIKE-
JYOOYKOBBIM IIPOBEJEHUEM, SBJEHHUSA JJIEKTPUUECKOit
anbrepHanuu. Ilocrosuubiii cuagpom WPW. 9XOKT
16.09.13 B 9.00: Ha done Taxukapauu ¢ HCC 190-210
B MUH pe3Koe CHUKeHHe cucToJuuecKor pyHkiuu JIK
(®PB 25-35%). Ymepennasa aunaranud JIVK (koHeuHBII
IUacTOIUYecKuit pasmep 27 MM, HOpMa — A0 25 MM).
IToBrinienHasa TpabeKyasaIpHOCTb Bepxymiku JITK — Henb-
351 UCKJIIOYUTH CHHAPOM HEeKOMIIAKTHOI'0 MUOKapaa?

Penrrenorpagus opranos rpyauoi Kiaetku 15.09.13:
B JIETKUX 0e3 MHUIbTPATUBHBIX U3MEeHEHUH, KOPHU JieT-
KHUX CTPYKTYPHBI, AuadparMajbHble CUHYCHI CBOOOTHEI,

APANUOAOTNUN
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Puc. 1. XM 9KT pesourku K. ot 17.09.13 B 22.02 (nosAcHeHuUe
B TEKCTE).

97.00.2615 13:34:36
arasens

TaReaTane 1313 3075 B eF 8

Puc. 2. XM 9KT ngesouxu K. ot 17.09.13 B 22.23 (mosicHeHuUe
B TEKCTE).

Puc. 3. Makpockonus JIJK (mosicHeHue B Texcre).

ceparie 6e3 ocobernocteit. HCT' 15.09.13: sxorpaduueckas
KapTUHA OTeKa IOJKOPKOBBIX TAaHIJINEB C [JBYX CTOPOH,
GoJIbIIIe CIeBa, yMepeHHAas BEeHTPUKYJIOMETalN s, IPOsBIe-
HUS TOCJIeICTBUI BHYTPUYTPOOHO runokcuu. ¥ 3 opra-
HOB OpriomrHO# mosioctu u mouek 16.09.13: muddysubie
U3MeHEeHUs B IOJKeIyJOUHOM JKelede, TeUeHN U IOYKaX.
Ob6muitananmuskposn15.09.13:Hb115r/1,Ht33,2%,
a. 34,13 +109/1, mam@. 71% , Tp. 649+ 109/, COD 7 Mm/4.
Buoxumuueckuit anaiauns Kposu 16.09.13: o6iuit 6e10K
57 r/n, moueBast Kucaora 0,491 mmoab/J1, KpeaTuHUH 60
MKMOJb/J, Kanuit 3,0 mmoas/in, AJIT 89 Ex/a, ACT 266
En/n, JIOT 691 Ex/a, I'TT 48 Ex/n, CPB 0,008-0,010 r/a1.
Koarymorpamma 16.09.13: HesHaunTeIbHOE YBEJIUUEHNE
TpoMOUHOBOTO BpemeHu (27,4 ¢); cHu:KeHue (pubpuHore-
ua o Kimaycy (1,87 r/x). [IJ1s1 KOHTPOJISI 91IM30/a TUIIep-
raukemun 16.09.14 ngo 21 MMoOJb/J OIpenessijiics ypo-
BeHb I'NIMKUpOBaHHOTrOo remoryobuna HbA, 5,8% (mopma
4-6%). O6cnemoBaHMe Ha ONIOPTYHUCTHUUECKVE MH]EK-
muum 16.09.13: IgG IIMB 109,7 (B HOpMe — OTpHIL.).
17.09.13 HasHaueH BHYTPUBEHHBIN UMMYHOTJIOOYJINH.
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Ha ¢one mposommmoit tepanuu 16.09.13 B 12.00
BoccTanoByeH cunycoBblii putMm. OKT 16.09.13 B 12.00:
YCC 140 B MUH, CUHYCOBBI!l PUTUIHBINA PUTM, CUHIPOM
IpesKIeBpeMeHHOr0 Bo30y KIeHu Keaynoukos (WPW).
9XOKT 16.09.13 B 12.00: HekoTOpOE yBeJIUUEHNE CUCTO-
nuueckoit pyarnuu JIFK @B 43% .

17.09.13 8 10.00 cocTossHme pebeHKa 0OCTAeTCs OUeHb
TAYKEeJIbIM, YPOBeHb co3HaHUA Koma III, croHTaHHBINA
pediexc Babumnckoro ¢ aByx cropor. Ha UBJI. Ko:xxubie
TIOKPOBHI GJIeJHBIE, AKPOIMAHO3a HET, IACTO3HOCTh CTOII.
B nerkmx Xxpunsl He BhICAyIIMBaoTCA. TOHBI cep/lia Ipu-
TJIyLIeHbI, PUTM PUTHUIHBINA, KOPOTKUI CHCTOJINYECKUI
mym cieBa oT rpyaunbl. YCC 140-146 B muH. Ileuensb
Ha 4,5 cM HU)Ke Kpas pebepHOU Oyru, MaIbIUPyeTCs
Kpail cenesenku. HasHaueHHas Tepamus IPOJOJI’KeHA.
17.09.13 B 11.00 mauaTo mpoBeIeHIE XOJTEPOBCKOTO
mouuTopupoBanus (XM) OKT'. C 22.02 ua XM 9KT': peru-
CTPUPOBANNCH IPOGEIKKM CYNPABEHTPUKYIAPHON Taxm-
kapauu ¢ YCC 168—-182 B MuH, KOTOphIE MEPEXOIUIHN B
AMMB0[bl TpeleTaHUs NpeAcepauil ¢ mpoBeieHueM 1:1
YCC 277 B muH (puc. 1).

B 22.23 snuzon Gubpuaaanuil KeayJouIKoB 3aKOH-
YHJICS OCTAHOBKOI cepana. ITocie paspana neubpuiiis-
TOpa KPAaTKOBPEMEHHO BOCCTAHOBUJICS CUHYCOBBLIM PUTM
(YCC 45-70 B MmuH). 3aTeM PUTM HEYCTOMUYUBLII C uepe-
[OBaHUEM CYIPaBEeHTPUKYIAPHON TaXUKapAUY, TpeleTra-
HUY IpeJcepaunii, JKeayLoUKOBOM TaXUKAPAUN «IUPYIT»,
Gubpuananuu Keaynouxkos (puc. 2). 17.09.13 B 23.30
Ha (pOHe KPAaTKOBPEMEHHOI OGpajuKapAuy BOSHUKJIIA acu-
crosud. IIpoBoauMEbIe peaHUMAIIOHHbIE MEPOIIPUATHUSA B
moaHOM o6beme B Teuenne 30 muu — 6e3 apdpexra. CmepTh
KoHcratupoBaHa B 24.00.

Ha ocHOBaHVUM KJINHUKO-aHAMHECTUYECKUX JaHHBIX
U pe3yJIbTATOB IIPOBELEHHOI'0 00CIe0BAHA OBLI YCTAaHOB-
JIeH KJINHUYeCKuil nuarHos3. OCHOBHOI: IepBUYHAA Kap-
OUOMUOIIATHA: HeKOMIaKTHBIN Muokapy JIK. Cunapom
Boasdpa—Ilapkuncona—¥Yanira. Hapymienue purma cepn-
11a: HeIIPephIBHO-PEeIUIUBUPYIOIAad CyIPaBeHTPUKYJIAD-
Has TaxXWKapausd; TpeleTaHUe IpeicepAuil; KeayIouKo-
Basg TaXWapUTMUA; TpeneTaHue M GUOPUIIANUA JKEIy-
04YKO0B. BHYyTpryTpo6HSEIH KapAuT? OcIoKHEHUS OCHOB-
Horo: Apurmorerntas gunaranus JIXK. HegocraTounocts
KpoBoobpairnenus IIB. CocrosiHue mociie KJIMHUYECKOH
cvmeptu (15.09.13). IlocTrumokcuuecKkoe IOpaKeHUe
ronoBHoro Mosra. OTek BellecTBa TIOJIOBHOT'O MO3Ta.
CymoposkHbIH cuHApPOM. [pIXaTelbHas HeZOCTATOUHOCTH
III ct. Cocrosirme mocsie UBJI (3 cyTOK) 1 peaHUMAIIUH.

Ha ayTroncuu obHapy:KeHBI Kapaumomeranus (Macca
58,22 r, mopma 37 r), BeIpaKeHHAas TPaOEKyJIAPHOCTH

Puc. 4. Mukpockonusa MUOKapaa M 3HAOKapaa (mMosCHeHue B

TEKCTe).
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JIVK, mucmiasusi TPUKYCHHIAJIBHOTO KJjalaHa, TOIO0J-
HUTEJbHBIE XOPAAJTbHbIe HUTU ATPUOBEHTPUKYISPHBIX
KJiarmaHoB. B o6sacTu puGpo3HOro KOJbIla MUTPAJILHOTO
KJIallaHa MMeJINCh OKPYTJIble YTOJIIEeHUA XPAIIeBUIHON
IJIOTHOCTHU, 6GeJIecoBaTOroO IBeTa: TPU — AUAMETPOM 2 MM
u onuH — 4 MM (puc. 3). BeisiBiIeHbI MUOTE€HHAA AUJIaTa-
MU TOJOCTeH KeJyIOUKOB, (PuOPO3TacTo3 dHIOKaApIa
sneBoro mpexacepaus u JIJK, pacmiupenme ycTbsa aopThI,
KOapKTallusa aopThl — MPeNIyKTAJTbLHBIN THUI, TAIOILIA-
3UsT HUCXOISAIIEH YacTH aopThl, pacCIIWpeHure CTBOJIA U
BeTBell JIETOUHOM apTepuu, OTKPBHITOE OBAJLHOE OKHO
U apTepuaNbHBIN MPOTOK; Majgas Macca Jerkux (macca
80,5 r, mopma 115 r), HapyIiIeHre JOOYJIAIINN IPaBOTO
JIETKOTO; OTeK JIeTKWX; IIapeHXWMaTo3Has AucTpodus
meueHu, MOUeK, MUOKapaa; HabyxaHue BeIecTBa I'0JI0B-
HOTO MO3ra.

IIpu rucTosornyecKoM HCCIeLOBAHUU OOHAPY KEHBI
0YaroBble CKOILIEHUS OOJIBINUX MOJUTOHAIBHBIX KJIETOK
B MUOKAap[e U SHIOKapje, MOJ SIHKapAOM; B MUOKapie
TakKe Gorycsl pubposa (puc. 4).

ITamoaozoarnamomuueckuii 0uaznos:

OcHOBHOE KOMOMHUPOBAaHHOE 3a00I€BaHLe:

1) BposKAeHHAA TUCTUOIUTOUAHAS KapAUOMUOTIATHAS
(KcaHTOMATOB3HAS KapAMOMUOIATHUA): KapAUOMeraus
(macca 58,22 r, Hopma 37 1), BRIpaKeHHas TPabeKyIap-
HocTh JIJK, ructmonumrougHble paspacTaHus B 00JacCTH
(u6PO3HOTO KOJIbIIA MUTPAJHHOTO KJalaHa, MHOTeHHAas
OUJIaTaIlusA IOJ0CTel KeJlyIouKoB, (hrbpoaiacTod sHI0-
Kapja JIeBOTO IPeCePaANs U MKeJyI0UKa;

2) BPOKAEHHBIA IIOPOK CepjAIa: AUCIIA3USA TPUKY-
COUAATBHOTO KJallaHa, MOMOJHUTEJIbHBIE XOPHAAJIbHbIE
HUTA aTPUOBEHTPUKYJIAPHBIX KJAMaHOB, (PUOPOMUKCO-
MaTO3HbIE pas3pacTaHUsA HA CTBOPKAX ATPUOBEHTPUKY-
JIAPHBIX KJAMlaHOB, PaCIIUPeHUe YCTbsA aoPThI, Koap-
KTalus aopThl — NPeAAYKTAJbHBIN THUI, TUIOIIAZUSI
HUCXOMAIIEI YaCcTH aOPThI, pACIIUPeHNe CTBOJIA U BeTBeH

JIETOYHOM aprepumn, OTKPbITOE€ OBAJIbHOE OKHO U apTepu-
aJIbHBIT IIPOTOK.

COHyTCTByIOH.II/Ie 3a00JIeBaHHUA: Majgasd Macca Jerkux
(macca 80,5 r, mopma 115 r), HapyIlieHue JOOYIAIIUN
IIPaBOI'O JIETKOI'0; MUKPOHOAYJIAPHAA AUCILJIAa3uA HAaAIIO-
YEeYHHUKOB; KOPTUKAJbHAaA KUMCTO3HAA AUCIIJIa3ud II0OYEK;
AUCIIIIa3usd BUJIOUYKOBOI JKeJie3bl C npem/:[eBpeMeHHoﬁ
JKUPOBOUM TpaHchopMamueii; MaabopManusa COCYAOB
MSATKOI MO3TOBOiT 060JIOUKH.

OcCJI0;KHEeHU: OTeK JIETKHUX; IMIapeHXnMaTo3Had auc-
Tpo(uda IeveHu, MoUeK, MUOKapAa; HaO0yXxaHue BeIecTBa
TOJIOBHOT'O MoO3ra.

3aKJ0ueHne: CMEepPTh OEBOYKH B BO3pacTe 6 mecs-
IIeB HaCTyIIuJja oT Cep,[[e‘lHO'JIeI‘O‘IHOﬁ HeaJOoCTaTO4YHOCTH,
O6chIOBJIeHH0171 OCHOBHBIM 3a00JIeBaHHEM cepaia.

HanHOoe KJIMHUYECKOe HAaOJI0JeHUe IIpeJCcTaB-
JdeT PedKuil BapUaHT HePBUUYHON T'eHEeTUYecKOu,
MOTEeHIINAJIbHO JIeTaJbHOM, pe)paKTepHON K Tepa-
nuu KMII, BcTpeuaromieiica TOJIBKO B paHHEM JeT-
CKOM BO3pacTe, IPEeuMYIIeCTBEHHO Y JIeTell IepPBhIX
mecanes xkusHu. [ediorom 'K y nmanHoro pebeHka
ABUJIACh BHe3alHasd apUTMOTeHHasdA CMEPTh B BO3-
pacte 6 mec. smenernusa ma 9XOKI', obHapy:xeH-
Hble y OeBOYKH B 1,5 Mec, ObLIM HeIOOIeHEHBI.
BosMmorkHO, mpoBeseHue 0ojiee AeTaabHOTO o0cJie-
IOBAHUSA ITO3BOJIUJIO Obl BHIABUTH HapPYIIIEHUE Cep-
JIEeYHOTO PUTMA 1 IIPOBOAUMOCTH, UTO B COUCTAHUU C
MBIIIEYHON I'MIOTOHUEN 1 3aIePKKOI TEMIIOB IICH-
XOMOTOPHOTO PAa3BUTHUS MOTJIO OBITH OCHOBaHUEM
IJIS IUarHOCTUKU MUTOXOoHApuaabHo KMII.

Taxum o6pasoM, BbISIBJIEHUE AAa’Ke MUHUMAJb-
HBIX MU3MEHEHUU CO CTOPOHBI CePeUHO-COCYAUCTOMN
CHUCTEeMBI y AeTell TPYAHOr0 Bo3pacTa TpedyeT KoM-
IJIEKCHOTO oO0OcJyiefoBaHUSA C 00A3aTeJbHBIM IIPO-
BegernueMm JDKI', OXOKT u npu HeobxomumocTu XM
IKT.
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