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reMOXpOMaTOB — 37O HacneAcTBeHHoe 3aboneBaHue, npmeoasiiee K nopa>xeHU MHOrmMx opraHoB 1 TKaHen,
accounnpoBaHHoe C nposBneHneM gpyrux reHetTmdiecknx 1 ayTOMMMyHbIX I'IOpa)KeHVIVI. B cratbe npencrtae-
NeHbl 2 cnydas cemMenHoro reMoxpomartosa y oTua U CbliHa, OGCV)K,U,a}OTCﬂ TPYOHOCTM ero AMarHoCTuKK, a Tak-
xe I'IEperéCTbI capyrumu 3aboneBaHnaMMU. I'IpOBe,ueHme ANarHOCTUKKU OCNIOXHAETCA TeM, HTO NposaBneHna
3ab01eBaHMs YacTo Mano3aMeTHbI U HECI'IeLl,VI(bVILIHbI, ocobeHHo B ero gebtoTe. Tak, B YaCTHOCTU, MALMEHT
13 NepBoro KNMH1U4YecKoro npumepa O6paTVIJ'ICﬂ C BXO4SWKMM AnarH030M «aptepualibHaa rmneprteH3snsa».
Y ero cbiHa paCCTpOIZCTBO dYTUCTUHECKOro CnekTpa HUKTO He CBA3biBan C OTArOWEHHOM HacneaCcTBEHHO-
CTbHO. I'Ipo6neMa remMoxpomarto3a COCTOUT B TOM, YTO ero ie4yeHne Ha paHHUX CTaausx B Hactosllee BpemMa
He pa3pa60TaHo, a Ha CTaann KIIMHNYeCkKux I'IpOﬂBJ'IeHVIIZ OHO BO MHOIOM sBndeTca CMMNTOMaTU4YeCcKnMm,
XuMmnoTepanuna pekoMeHaoBsaHa nuulb B TSOKENbIX Clly4asax. anI BbISIBSIEHUM AaHHOro 3aboneBaHus napam,
nnaHWpywuwuMm getopoxxgeHue, HeobxoamMmMo npoxoauTb reHeTn4eckoe KOHCYJIbTUpOoBaHKE.
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Hemochromatosis is a hereditary disease that affects many organs and tissues. It is associated with other
genetic and autoimmune disorders. The article presents 2 cases of family hemochromatosis (a father
and his son), the difficulties of its diagnosis, as well as the interconnections with other diseases. Making
a diagnosis is complicated by the fact that the manifestations of the disease are often subtle and non-
specific, especially at its beginning. For example, a patient from the first case report presented with an
incoming diagnosis of arterial hypertension. Nobody had found any associations between his son’s autism
spectrum disorder and his complicated heredity. One of the problems related to hemochromatosis is
that its treatment at the early stages is currently not developed. At the stage of clinical manifestations,
the treatment is mostly symptomatic. The chemotherapy is recommended only in severe cases. If this
disease is diagnosed, couples planning pregnancy should be consulted by a geneticist.
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BBEOAEHUE

[emMoxpoMaTo3 — 3T0 HapylleHne MeTabonnsma
Kenesa, KOTOpoe XapakTepusyeTcsl NOBbILWEeHHbIM
BCACbIBAHMEM >Xene3a B KUWeYHWKe U NpuBoOaAUT
K paclUMpPeHuio LMPKYNMPYIOLWero nyna xenesa, 4to
OTPaXaeTcs B NOBbILEHHOM HacblLWeHnn TpaHchep-
PUHA U MOXEeT NPUBECTU K NPOrpeccupyroLlemMy Ha-
KOMNEHMIO XKenesa B OpraHM3me, KoTopoe B Hauborb-
Lew cTeneHn npossnsetcs B neveHu. K coxanenuo,
COCTOSIHWME YacTo MackupyeTcs nop apyrve 3abone-
BaHMSI, YTO 3aTPYAHSIET €ro AMArHOCTUKY U NeveHmne.

HacnenctBeHHbIl (NepBUYHLIA) rEMOXPOMaTO3
Ha paHHUX cTaguax 3aboneBaHus B Poccum gua-
rHOCTMPYIOT KpaiHe pefKo 13-3a ero 3Ha4yuTeslbHON
deHoTMnNMYecKol reTeporeHHoOCT 3aboneBaHust u oT-
CYTCTBMSI NATOTHOMOHWYHbIX CUMNTOMOB. [laHHas na-
Tonorua MaHudecTnpyet y My>kinH B 5—10 pas yawe,
YeM Y XEeHLMH, YTo 0ByCIOBNEeHO MEHCTPYanbHbIMK
KpoBonoTtepsiMu. Y My>X4uH 3aboneesaHue obbl4HO
auarHoctupytoT B Bo3pacte 40-60 neT, y XXeHLWnH —
nocne meHonayssl [1].

3TUOJIOTUA U NATOTEHE3

MepBUYHBI reMoxpomaTo3 MoXeT HbITb 0bycnoB-
JIeH MHOXXECTBOM reHeTUYeckmx MyTaLumui, C y4ToM
KOTOPbIX MOXHO BbIAENNTb HECKOJSIbKO TUMOB AaHHOTO
3aboneBaHus:

— T'emMoxpomaTto3 MoxeT bbiTb 06ycnoBneH AByms
MyTauunsamu B reHe HFE: nepBas npuBOAWT K 3aMeHe
LMCTeNHa Ha TUPO3MH B 282 nosoxeHun (C282Y), BTo-
pas — K 3aMeHe rMcTMAnHa Ha acnapTar B 63 nono-
»xeHun (H63D). Mpu B3auMoaeincTemMm peLentopoB
TpaHcdeppuHa — TfR1c n HopmanbHoro HFE nopas-
NSieTcst NepeHoC KOMMJIeKca «TpaHCcheppuH-Keneso»
yepe3 MeMbpaHy, YTO NPUBOAUT K HAKOMJIEHUIO Xe-
nesa B Buge ¢epputuHa B a3HTepouute. Mpu Hannunm
MyTaumm B reHe HFE BblluenepeyncneHHble n3meHe-
HWS1 HEBO3MOXXHbI, YTO NPUBOAMUT K TPAHCMOPTY BCEro
»enesa B KPOBOTOK, HE3aBMCMMO OT peasibHbiX No-
TpebHocTel ero noTpebHocTel gns apuTponoasa [2].

— [pyrov npnyMHON Ans BOSHMKHOBEHUS remo-
XpoMaTo3a MoryT beITb MyTauuu B reHe HAMP, koTo-
pbIvi OTBETCTBEHEH 33 CUHTE3 B NeYeHu rencuamHa.
lencmavH ymeHbLwaeT abcopbumio xenesa B Kuwey-
HWKe 1 CHWXaeT ero BeicBoboXaeHne 13 geno B ne-
YyeHu.
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— lOBeHUNbHBI remMoxpoMaTos Hacnepyertcs
Nno ayTOCOMHO-PeLecCMBHOMY TUMY M pa3BMBaeTcs
3a cyeT MyTauuu B reHe HIV, kogupyrowem CuHTes
peuenTopa TpaHCcheppuHa 2-ro TMna, KoTopbIi ABNS-
eTCs MOAYNATOPOM NMPOAYKLMMK rencngnHa B oTeer
Ha 13bbITOK )Kenesa B opraHusme.

— Eweé ogHon npuumHon ons pa3BuTUS remo-
XpoMaTto3a MoryT bbiTb MyTaumm B reHe SLC40A1L,
B pe3yJfibTaTe Yero »kene3o OTKNaAblBaeTcs npenmy-
LeCTBEHHO B PeTUKYN03HAO0TeNNnanbHON cncteme
(Npu pmaHHOW MyTauuu HacnedoBaHWe 3aboneBaHus
NPOWCXOAMT NO AYyTOCOMHO-AOMUHAHTHOMY TUny) [3].

KJIIMHUYECKUE NPOSABNIEHUA

Mpy remoxpomaTo3e xene3o HakanaumBaeTcs
BO MHOIMMX OpraHax M TKAHSX, TakUX KaK NeyeHb,
cepaue, nogykenyno4yHas xkenesa, nepegHsia fons
runodusa, cyctaBbl U T.4. K paHHUM cMMNTOMam
OTHOCATCA Hecneunduyeckue xanobbl, Hanpumep,
BSNIOCTb, CNabocTb, NoTeps Beca, 6osb B XXMBOTE.

ApTponaTus BCTpeYaeTcs y MOJIOBMHbI NauMeH-
TOB, CTPAAAKOLWMNX reMOXPOMaTO30M. Ha HaYanbHOM
3Tane nopax)atoTcsi B OCHOBHOM BTOPOW W TpeTuit
NSACTHO-baNaHroBbIe CyCcTaBbl KUCTEW, HO MOTYT No-
pakaTbCs W Apyrue CycTaebl, B TOM yucie Tazoben-
peHHble, 3ansCTHbIe, FTONEeHOCTOMNHbIE U KOJIeHHbIE.
femMoxpoMaTo3 Takxe MoxeT BblTb acCoUMMpoBaH
C Pa3NUYHbIMU HAPYLUEHUSAMMW KOCTHOWM TKaHW, B TOM
yncne C yMeHblUeHWeM KOCTHON Macchl, UBMEHeHueM
MWKPOapXMTEKTOHUKN KOCTU, OCTEONEeHMen, ocTeo-
Nopo30M ¥ B pesynbTaTe — nepenomMamu [4].

MexaHW3M pa3BUTUSI CaxapHOro aMabeta ocHoBaH
Ha noBpexaeHun B-kKNeTok ocTpoBKoB JlaHrepraHca
NoAXeNyA0o4YHOMN Xenesbl U3-3a HaKoMNIeHUs Xxenesa
N Pa3BUTUS PE3UCTEHTHOCTU NEYEHMU K UHCYNINHY B pe-
3ynbTaTe COMyTCTBYIOLLEro NOBPEeXAEHUs! NeYeHu, YTo
NPUBOANT K TMNEPrInKeMuun.

MMNOroHagoTPONHbIA FTMNOrOHAAN3M Yalle BCero
BCTpeYyaeTcs npu lOBEHUNbHOM reMoxpomaTtose.
Y My>XX4UH OH NpOosiIBASeTCs B BUAE UMMNOTEHUUN, No-
Tepu IMbnao M 0CTeonoposa, a Y XeHLWMWH Bbi3blBAeT
aMEeHOoper Unu, pexe, NpexneBpeMeHHy0 MeHo-
nay3y; TaKkxe MOoyeT BO3HWKaTb rMnoTMpeos.

KnuHunyeckas kapTuHa noBpexaeHus nevyeHn Mo-
XeT bbITb pa3NNYHOM, BKNtoYas BeccMMnToMHoe no-
BblLLEHWE YPOBHS CbIBOPOTOYHbIX aMUHOTPaHChepas,
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Hecneumnouyeckyto 6onb B npaBoM nogpebepbe nnu
OC/IOXHEHUS TepMUHANbHOW cTaguu 3aboneBaHus
neyeHu [5]. Mpu oTCYTCTBMM NEYEHUSi reMOXpoMaTo3
MOXeT Np1BecTy K Gpnubposy neveHu, LMppo3y u rena-
TOLEeNNoNSpHOM KapumMHome [6].

Mpeobnagarownm gepMaTonormieckum nposs-
JIEHMEeM y NauMeHTOB C FreMOXPOMaTO30M sBsieTcs
rMnepnurMeHTauus, Xxapakrepusywascs Takumm
npu3HakaMu, Kak runepnurMeHTMpoBaHHble pybubl,
cepoBaTasi U BpOH30Bas NMUrMeHTaLMs KOXMK. 3TW Npo-
SABMEHUS NPenMyLLeCTBEHHO BO3HMKAKOT HA y4acTKax
Tena, NnoaBep)XeHHbIX BO3AENCTBUIO COJTHEYHOrO CBe-
Ta. Y Taknx nauMeHToB TakXke BCTpeyvaeTcs atpodus
KOXW 1 aTpoduyeckme pybubl, 0cOBEHHO Ha TbiNbHOM
CTOpPOHEe KUCTeN nnv nepegHern NoBepXHOCTN HMXKHUX
KOHeyHocTeln. Anoneuunst NposBnseTca B Takux ¢Gpop-
Max Kak pybuoBas, o4aroBas wau yHuBepcanbHas
anoneuus [7].

Mpu remoxpomatose y 15% nauneHToB Habntoga-
HOTCS CUMNTOMBI CO CTOPOHbI CepAe4YHO-CoCyanCTON
CUCTEMBI, KOTOPbIE SABASIOTCS CneAcTBUEM Kapauo-
MuonaTtum, Kotopast MoXeT BblTb Kak pecTpuKTUB-
HOW, TaK U AnnataumoHHoi. CocTtoaHne nmeet npo-
rpeccupytollee Te4eHne, KOTopoe MOXXeT NPUBECTU
K CMepTH OT 3aCTOMHOM CepAeyYHOn HegoCTaTOuHOCTH,
€C/IN He HavaTb NleyeHre CBoeBpeMeHHO. YyalleHHoe
cepouebreHne N BHe3anHas cepaeyHasl CMepTb BO3-
HUKAIOT M3-3a OTJIOXKEHUS Xene3a B NpoBoasLLen
cucteme cepaua [8].

HapyweHue meTaboniMama xesnesa B LleHTPanbHOM
HEepBHOW cucTteMe HefaBHO ObINO NpuUsHaHO dakTo-
pPOM pUCKa ANs HeCKONbKUX HerpoaereHepaTUBHbIX
paccTpoiCTB, Cpean KOTopbix 0cobyto rpynny cocTas-
NS0T pacCTPOMCTBa ayTMCTUYeCKoro cnektpa [9].

OUATHOCTUKA

MepBbiM aHanM30M, NO3BONSIOLMM 3aNOA03PUTL
reMoxpomaTos, BAseTcs UsMepeHue YpoBHS remo-
rnobvHa 1 3pUTPOLNTOB B KIIMHWUYECKOM aHanuse
KPOBMU, HO B AanbHelweM Heobxoaumo noaTeepxae-
HWe HapyweHus obmeHa xenesa. CaMbIM NPOCTbIM
M CaMbIM TOYHBIM UCCNIeOBaHNEM NPU FreMOXpOMa-
TO3e SABNSIeTCS OLeHKa ypoBHS deppuTuHa u koadpdu-
LMeHTa HacblweHus TpaHcheppuHa:

— YpoBeHb depputrHa ans XeHwmH >200 mr/n,
ans My>k4mH > 300 mr/n;

— Ko3adduumeHT HacbliweHns TpaHcheppuHa ans
XKEHLUMH >45%, ons My>X4uH >50%.

CnegyowmMm 3TanoM AMArHOCTUKMW SBNSIETCA FeHo-
TUNupoBaHue. eHeTnyeckoe TectupoBaHune Ha HFE
pC282Y n pH63D npoBoguTCS BCEM NOASM, Y KOTO-
pbiX MOBbILWEHbl YypOBEeHb GeppuUTNHA B CbIBOPOTKE
KPOBW M HACbILEeHWe TpaHCcheppuHa, a TakxKe Noaam
C M30JIMPOBaHHbLIM MOBbIWEHNEM YPOBHSI peppuUTUHA
B CbIBOPOTKE KPOBW, €CIN HEeT APYrnXx OYeBUAHbIX
npu4nH. KpoMe TOro, nccnegoBaHne NpoBoaUTCS
poACTBEHHMKAM NepBOW CTeneHn poAacTBa Jitogen
C reMOXpoMaTo30M, cBs3aHHbIM ¢ HFE [10].

K HewnHBa3MBHbIM UHCTPYMEHTaM OLIeHKWU COCTOSI-
HWUS MeYeHn Npu reMoxpomartose oTHocaTca APRI
(MHAEeKC CoOoTHOLLEeHMsI acnapTaTaMUHOTPaHChepasbl
1 TpoMboumToB) u FIB-4 (MHOekc Ha ocHOBe BO3pa-
CTa nauMeHTa, Konuyectsa TpoMbouNTOB, YpPOBHEW
acnapTataMWHOTpaHCchepasbl U anaHMHAMUHOTPAHC-
depasbl), a Takxke FibroScan (M3mepeHue »EctkocTn
neyeHu C NOMOLbO TpaHCabAOMUHANbHOW 31acTo-
rpacdwuu). NMauneHToB C NoATBEPXAEHHOW UK Be-
pPOATHOW NeYEHOYHOM HeJOoCTAaTOYHOCTbLIO cliegyer
DOMmKHbIM 06pa3om obcnenoBath ANs BbISIBIEHUS
BHEMNEYEHOUYHbIX OCNOXHEHUN. IHOOKPUHHLIA Npo-
$unb 40MHKEH BKIIHOYATb GOSTUKYNOCTUMYNNPYIOLLNIA
rOPMOH, NIOTEUHU3UPYIOLWMIA FOPMOH, TECTOCTEPOH
WAWN 3CTPOreHbl, YTOObI BbISBUTb BO3MOXHbIN TMMNO-
rOHaAOTPOMHbIV TMNOroHaan3m, ocobeHHo npw toBe-
HWUNbHbIX GOpMax.

B KayecTBe MHCTPYMEHTaNIbHOM ANArHOCTUKM C Le-
JIbIO KOJIMYECTBEHHOTO onpefeneHns pacnpeneneHus
»Kefiesa B pasnnyHbIX OpraHax BbIMOMHSAETCS MarHuT-
HO-pe3oHaHcHas Tomorpadusa (MPT). ins nsmepexus
MWHepanbHOM NAOTHOCTU KOCTHOWM TKaHW NPOBOAMUTCA
OBYX3HepreTnyeckas peHTreHoBckas abcopbumome-
Tpusa [11]. Ana ucknioveHns natonorum cepaua npo-
BOAMTCA 3fieKTpokapamorpadums n axokapgmorpadums
(3x0KT). B HacTosILee BpeMsi HeT AOCTaTOYHbIX AaH-
HbIX, YTOBbI pPEKOMEH[0BaTh KOHKpeTHOe NOPoroBoe
3HavyeHue beppuTUHA, NPU KOTOPOM AOMKHA BbITh
BbINonHeHa buoncusa neyenu [12].

NEYEHUE

JleyuebHas ¢onebotomus («KpoBOMyCKaHUEN)
no-npexHemy siBNseTcs peKoMeHAyeMbiM MeToloM
NeyeHus NepeBoi NMHUK Npu reMoxpomarose. Ha Ha-
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YasbHOM 3Tane fleyeHns MoXeT notTpeboBaTbCs yaa-
neHune okono 500 Mn KpoBw (B KaXXAOM U3 KOTOPbIX
coaepxutca 240-250 mrxenesa) 1 pa3 B 1-2 Hegenw.
Mepen KaxxablM yaaneHnem nopunu Kposu cnepyet
npoBepaTb YypoBeHb reMornobuHa. KoHueHTpaumio
deppuTMHa cnepyeT onpenensitb Nocne YeTblpéx
npouenyp ¢nebotToMumn, Nnoka OHa He JOCTUTHET
200 Mkr/n, a 3aTtem kaxnable 1-2 npouenypsl dpnebo-
TOMMU, NOKa OHA He CHM3uUTca fo 50 Mkr/n.

Cnenyowmm 3TanoM siBAsSIeTCS noaaepXX1BatoLLas
Tepanusi. Kak ToNbko coaepyaHue xenesa B opra-
HU3Me CHU3UTCS, nevyebHyto bneboToMuo MOXKHO
NpoBOAUTbL pexe, obbIYHO ABa-yeTbipe pasa B rof,
B 3aBMCMMOCTHM OT NnoTpebHocTel naumeHTa. CornacHo
pekomMeHaauuam EASL (European Association for the
Study of the Liver, EBponeiickas accoumaums no ms-
y4yeHuto 3abonesaHuit neyexHn) [13], ypoBeHb dep-
pUTMHA HWkKe 50 MKr/n Ha 3Tane MHAYKUUN U HUXe
100 MKr/n Ha 3Tane NoAAepXuBatoLLei Tepanum ocTa-
€1cs uenbto gnst pnebotomMun. dneboTomMms MoxeT
3aMeanuTb NporpeccupoBaHve 3aboneBaHus, a B He-
KOTOPbIX Cy4asx gaxe obpaTuTb ero Bcnatb [14].

Eweé ogHUM 13 MetogoB Tepannumn reMoxpomMaTosa
aBnsieTca apuTpouuntadepes. Llens npouenypbl — CHU-
3UTb KONIMYECTBO 3PUTPOLIUTOB U/USIN COAEPXKaHUe
xenesa. Iputpountadepes bonble NOAXOAUT ANs
noarpynn nauuMeHToB c 3aboneBaHnamu cepaua,
NMOCKONbKY CBSA3aH C HE3HAYUTENbHbIMU U3MEHEeHUSs-
MW reMOANHAaMWKN NO CpaBHeEHUto ¢ pneboTomuen,
a Takke Ans NauneHToB C HU3KMM YpOBHEM TPOoMbo-
uMTOB MK Benka, NOCKONbKY BO BpeMs 3pUTpoLK-
Tadepesa yaanarTcs TONbKO 3pUTPOLMUTLI, @ Apyrve
KOMMOHEHTbI KpOBM BO3BPALLAKOTCA B OPraHN3M.

Y nmauMeHTOB C BblpaXeHHOW neperpyskon xene-
30M U OTCYTCTBUEM peakuuun Ha pneboTtomuio, B TSI-
XeNbIx cnyvasx reMoxpomatosa 6e3 HFE (loBeHunb-
HbI TUM), NPY NIOXOM COCTOSIHUM BEH U/UNW aHeMUH,
a TaKXke Mpu 0CNOXKHEHUSAX CO CTOPOHbI Cepaua MoryT
BbITb NpoTUBOMNOKa3aHua K ¢nebotomumn. Bmecto
3TOro MOXKHO Ha3HayaTb NpenapaTthl, XenaTmpyoLuime
»xeneso.

NEPBbINA KITIMHWUYECKUI CITYYA

BrnepBble Ha nNpuém kK TepaneBTy HayuyHo-
KAUHUYeckoro ueHTpa «Mpemen» naumeHt 32 net
obpatunca B utone 2024 roga no pekomeHgaumm

www.jscientia.org

[eTcKoro HeBposiora ero cbiHa. lpy ocMoTpe npeab-
ABAAN Xanobbl Ha NepmoanYeckne HeMHTEHCUBHbIE
andoy3Hele ronoBHble bonu, cnactmyeckme 6onu
B npaBoM nogpebepbe cpegHein MHTEHCUBHOCTH
nocJsie NpMéma >XMpHOM NULLK.

HaHHble xanobbl 6ecnokonnm naumeHTa B Te4eHne
5 net. Takke naumMeHT OTMeTUJ, 4YTO 4acTo ronoB-
Hble 60K CBSi3aHbl C MOBbIWEHNEM apTepuanbHOro
nasneHus (ALl), koTopoe oTMe4vaeT B TeyeHue 5 net
C MakcuManbHbIM nogbémom o 200 n 80 mm pr. cT.,
apgantupoBaH k 120 n 80 mm prt. cT. OTMeyaer, 4To
TMMOTEH3UBHYIO TePanuio He NosyYyaeT U Npu NoBbI-
weHun ALl noxuTca cnaTb, NOC/e Yero OHO HOpMa-
nusyertcs.

MaumeHT camocTosTeNnbHO Npoweén obcnenosaHme
nepeg npuémom B utone, No pesynstatam nabopatop-
Horo obcnenoBaHus Hb1N0 BbISBNEHO:

— TOBbILWEHWE YPOBHS 3pUTPOLIUTOB U remornobu-
Ha (5,92 x 102 /n 1 190 r/n cooTBETCTBEHHO), a TaKkXKe
rematokpuTa (53,3%);

— runepbunupybuHemuns (bunupybun obwmi
24,96 MKMoOnb/n);

— MOBbIWEHNe YPOBHS CbIBOPOTOYHOrO Xenesa
(47 mkmonb/n);

— TNOBbILIEHME NATEeHTHOW Xene3ocBsa3biBatoLei
crnocobHoctu (19 MkMonb/n).

B Broxnmmnyeckom aHanmnse KpoBu TpaHCaMMHa3bI,
MOYeBMHa, KpeaTuHUH, 6enok n 6enkoBble Gpakunu,
Kanui, HaTpui, rnokosa, CK® B npegenax HOpMbI.
O6wuit aHann3 Mo4n — 6e3 OTKIIOHEHUIA OT HOPMBI.

Mo pe3ynbTataM MHCTPYMeHTanbHoro obcnenosa-
HUS BbINO BISIBNEHO:

— Ha yNnbTpa3BykoBOM uccnegosaHuu (Y3U) opra-
HOB BPIOLWHOM NONOCTU: KapTUHA ANPPY3HbIX U3Me-
HEHWI NeyYyeHn NO TUMY XMPOBOTO renatosa, yme-
peHHas renatoMeranus, nepernb xenyHoro nysbips,
M3MEHEHWS XXenym B HEM Mo TUMY cagxa, CnieHo-
Meranwus.

— Y3W noyek: KapTMHa MUKPOJIMTOB 06emnx noyek.

— 3nektpokapaunorpadus (3K — ropusoHTanbHoe
NONOXEHWUe INeKTPUYecKoi ocu cepaua, NpuUsHaku
rmnepTpodumn Mrokapaa 1eBoro Xenyaouka.

M3 aHaMHe3a Tak)e U3BEeCTHO, YTO nauueHT pabo-
TaeT Ha cTpolike, paboTa cBA3aHa ¢ dpusmyeckumu
HarpyskaMu, 4acTo yxyALlleHne caMoyyBCTBUS OTMe-
yanock nocne paboyero AHsA. IMOLMOHaNbHbIE CTpec-
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Cbl NAaLMEHT oTpuuaeT. BpeaHble NpUBbLIYKK Takxe
oTpuuaet. Annepruyeckme peakumun B BUAE Kpanue-
HULBI OTMEeYaeT Ha npenapaTt beccmepTHUKA, TMHKro
Bunoba v Ha cpeacTBa BbITOBOW XUMUMU.

HacnenctBeHHbIV aHaMHe3 cobpath 6bIN0 CIOXHO,
TaK Kak, CO C/IOB NaLMeHTa, ero poautenu He obcne-
0O0BaHbl M 33 MeAUUUHCKON noMoulblo He obpala-
Jmck. OgHaKo naumeHT coobwun, 4To oTel nepeHec
MHbapKT MUOKapAa M OCTpPoe HapylweHue MO3ro-
BOro KpoBoobpatleHus. Takke OH OTMETUI, YTO, Kak
Wy HEro, y ero oTua M CbiHa OTMeYaeTcs rmnepemums
JIMLA, KOTOPYH paHee HUKTO He pacueHus Kak naTto-
Jiornyeckyto. Take U3BECTHO, YTO CbiHY NaLMeHTa
6bIN YCTAaHOBNEH AMArHO3 «ayTU3my.

Mpn ocMoTpe obLee cocTosiHMe YAOBNETBOPUTESNb-
HOe, NoJIoXXeHNe akTUBHOe, CO3HaHue sicHoe. Teno-
CNOXXeHne HopMocTeHnyeckoe. Koxxa HopManbHOM
BIXXHOCTU, rMnepemus nuua. HopmanbHoe pa3sutune
NOAKOXHO-)XMPOBOW KnetyaTtku. NMepudepunyeckmnx
OTEKOB HeT. KocTHo-cycTaBHas cucteMa 6es Buaun-
Mbix gedopmaunin. bonesHeHHOCTb NpY Nanbnaunm
napasepTebpanbHbIX ToYek oTcyTcTByeT. [epudepu-
Yyeckue NMMdoy3nbl He yBennyeHbl, besbonesHeHHble.
['pyaHas knetka obblyHOM GpopMbl. B NéErkux gbixaHue
BE3WKYJISPHOE, XpUMbl He BblCNywmBatoTcs. YactoTta
OblXxaHni 16 B MUH. paHnubl cepgua He pacwupe-
Hbl, PUTM MPaBWUJIbHbIN, TOHbI CEPALA ACHbIE, WYMbI
He BbIC/TYLUMBAOTCA. YacToTa cepaeyHbIX COKpaLLeHnit
(YCC) 84 ypapa B MuHyTy. ALl Ha 0beux pykax oanHa-
KoBoe 150 1 90 MM pT. CT. SA3bIK BAAXXHbIN, YNCTLIN.
XXUBOT MSArkuit, 4yyBCTBUTENbHbIN B 0651acT npoek-
LMK nogxkenyao4vyHon xenesbl. CUMNTOMbI pa3gpa-
»KeHus BprolnHbI oTpulaTesnbHble. MeyeHb BeicTynaeT
Ha 2 cM u3-noa kpas pébepHoi ayru. Ctyn Kawwuue-
0bpasHbIit 40 4 pa3 B AeHb. [lokonaymnBaHme no nosic-
HuLe 6e3bonesHeHHO c 06enx cTopoH. [Ansypumn Her.

MpeaBapuTenbHbI gnarHos: AncknHesus xenve-
BbIBOAALLMX NyTew. XXenyHokameHHast bonesHb B CTa-
Ouun cnagXx-cMHgpoma. l'emoxpomatos? CuHgpom
Xunsvbepa? lenatomeranus. M'mnepToHnyeckas
6onesHsb Il ctaguun. CteneHb apTepuanbHoit runep-
TeH3un 3. Puck 1 (HU3kwuit). BropuyHas runepreHsuna?
MouekameHHas 6onesHsb.

PekomeHaoBaHO obcnefoBaHWe: reHeTUYeckuin
aHanu3 KpoBu Ha cuHapoM Xunbbepa, remoxpoma-
TO3, TMPEOTPONHbIV ropmoH (TTT), Y3U cocynos wew,

IxoKT, cyToOYHbIN MOHUTOPUHT ALl, KOHCYNnbTaUns
remMatonora ¢ pesynbTaTamu obcnenoBaHus, pubpo-
roractpoagyoaeHockonus (erac).

B nnaHe neveHuns Ha3HayeHa wWaasawas auvera,
BOAHbIN pexxum (notpebneHune XUAKOCTU He MeHee
2000 mMn B cyTkM), naHKpeaTuH 25 Thic. EQ x 3 pasa
B AeHb BO BpeMs efbl 14 aHew, Aanee npu norpetu-
HocTu B Anete, MebeBepuH 200 Mr x 2 pasa B AeHb
YTPOM 1 BevyepoM 3a 30 MUH Ao eabl 14 gHen, ne-
puHgonpun 5 mr no 1 TabneTtke yTpoM NOCTOSIHHO,
6uconponon 5 mMr no 1 TabneTtke yTpom NocTosiHHO,
kantonpun 25 mr npu ALl Boiwe 140 n 90 MM pT. CT.

Ha noBTOPHYO KOHCYNbTaLMIo NauueHT obpatuncs
B aBrycte 2024 r. c pe3ynbTaTaMu goobcnenoBaHus:

— ®rAcC: akcmanbHasa xuaTtanbHas rpbbka nuie-
BOZHOrO OTBEpCTUS Anadparmel, 3po3us AUCTanbHOro
oTAena nuuweeona 6 x 2 MM (npukpbiTa GUbpPUHOM)
C XXenyfqo4yHon MeTannasmen guctanbHoro otaena
nuwesoaa (B3sTa buoncus), cnusncTas xenyaka
1 ABeHaauatTunepcTHown kuwky 6e3 ocobeHHocTen,
TeCT Ha xenukobakTep oTpuLUaTenbHbIii.

— 3xoKT: nonoctn cepaua He yBenmyeHbl, CTeHKN
He yTONWeHbl, IoKanbHas U rnobanbHas cokpaTu-
MOCTb He HapyleHa. Ppakuuns Bbibpoca 62%. Oua-
cronuyeckas ancdyHkuma JDK He BoisiBneHa. CTBOpKM
a0pTaNbHOrO KflanaHa He ynaoTHeHbl. B nonoctu ne-
pvkapaa cBOHOAHOW XMAKOCTU He BbISIBNEHO.

— YnbTpa3BykoBas gonneporpaous 6paxuo-
uedanbHbIX apTepuit: 6paxvouedanbHble apTepum
Ha 3KCTPaKpaHMasibHOM OTpe3ke NPoXoAuMsbl, Npo-
CBeTbl UX CBOBOAHbI. IXOr€HHOCTb KOMMJIEKCa UH-
TMMa-mMeana He NoBbllLEHa, KOMMNEeKC He YTONLLEH.
OuddepeHunpoBKa Ha cnou He yTpayeHa. KocsBeH-
Hble NpU3HaKN HecTabunbHOCTU WeHoro oTaena
NO3BOHOYHWNKA. YMEPEHHO Bblpa)KeHHas Henpsimo-
NIMHENHOCTb X0Aa NO3BOHOYHbIX apTEPUIN Ha 3KCTpa-
KpaHWanbHOM ypoBHe 6e3 HapylueHWs NoKanbHOW
reMoAUHaMUKHK, C NPU3HakamMun mmodacumanbHoOm
Komnpeccun. NMpusHakn 3KCTpaBa3alibHOro BAMS-
HUS Ha KPOBOTOK NO NPaBOW MO3BOHOYHOW apTepumn
C U3MEeHeHMEeM CKOPOCTHbIX NokasaTenen npv npo-
BEA,EHUN NO3ULIMOHHbIX NPOB Ha 3KCTpakpaHManbHOM
ypoBHe (komnpeccus aptepum). MunodacunansHas
KOMMNpeccus BHyTPeHHeWn SpEMHON BeHbl CnpaBa
C Np13HaKkaMu BEHO3HOTO 3acTos B 6a3unnsapHbIx otae-
nax. MNpw npoeegeHnun npobel C NOBOPOTOM rONOBbI
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NPOVCXOAMWT NepepacnpefeneHe BeHO3HOro OTTOKa
13 NOSIOCTU Yepena C yCUeHneM KpoBOTOKa Mo rnas-
HbIM BeHaM € obenx CTOpoH, MO3BOHOYHLIM CnyieTe-
HUAM, KOCBEHHbIEe NPU3HaKn MModacLmManbHON KOM-
NPeccun Ha HUXKHEM LEHOM — BEPXHEM rpyaAHOM
oTadene cnpasa. KocBeHHble Npu3Haku HecTabunb-
HocTK C2 (byHKUMOHANbHLIV CTEHO3 NPaBOi NO3BO-
HOYHOW apTepuu Npu Bxoae B MO3T).

— Ob6cnepoBaHuve Ha cuHapoM Xunbbepa — BbisiB-
JleHa roMo3uroTHas mMyTtaums reHa UGT1 TA6/TA6.

— O6cnenoBaHMe Ha reMOXpoOMaTo3 — BbisSIBNEHa
MyTaums 187 C>G H63D — CG (annensb, accoummpo-
BaHHasl C PUCKOM Pas3BUTUS KIIMHMYECKMX NposiBe-
Hui), 193 A>T S65C — AA, 845 G>A C282Y — GG.

O61beKTUBHbIN cTaTyc 6e3 guHamuku. ALl Ha obeunx
pykax oguHakoBoe 120 n 70 MM pT. CT.

BepuéunumposaH gnarHos: Femoxpomaros 1 tuna.
BropuyHas aptepuanbHas runepteHsna 1 crenexu.
LOunckuHesuns xenyesbliBoadawmx nytein (GyHKUmo-
HaNlbHOE PacCTPOMCTBO XenyHoro nysbips). XKb
B CTaauu cnamxX-cmHapoma. Cunagpom Xunsbepa. lNa-
cTpo33odareansHas pedntokcHast bonesHb B CTagmm
3po3uBHOro 330¢arunTa (3HAOCKONUYECKN — CTeneHb
A no Jloc-AHpkenecckon knaccudukauum). Metanna-
31 AUCTanbHOro oTAaena nuwesofa? Mpbka nuiie-
BOAHOro oTBepcTus anadpparmel? OCTEOXOHAPO3 Luel-
HOro otAena No3BOHOYHWMKA.

PexkomenpgoBaHo foobcnenoBaHue: CyTOYHBI MO-
HUTOPWHI AJl, KOHCYyNbTaLMs remMatonora c pesynbTa-
TaMu obcnepoBanus, 3FAC-koHTposb Yepe3 1 Mecau,
peHTreHockonus BepxHux otaenos XKT ¢ KoHTpacTu-
poBaHueM bapuem, MPT weinHoro otaena no3BoHOu-
HWKa C nocneayoLLe KOHCyNbTaunen Hesponora.

Ha3HayeHo neyeHwue: Wagawasa ameTa, BOAHbLIN pe-
XUM (noTpebneHue xxunakoctn — He MmeHee 2000 mn
B CYTKM), 330Menpa3on 40 Mrx 2 pa3a B AeHb YyTPOM
HaToLWaK 1 Ha HoYb 28 aHew, Aanee 40 Mr Ha HOYb
14 pHeit; naHkpeaTtuH 25 Toic. EA. x 3 pasa B geHb
BO BpeMs efbl 14 gHei, ganee npu NorpewHocTu
B auete; nepuHgonpun 5 mr 1 1ab. yTpo NoCTosHHO;
6uconponon 5 mr 1 1ab. yTpo NOCTOSAHHO; KanTonpwi
25 mr npu Al Bbiwe 140 n 90 mm pt cT. PekomeHpo-
BaH koHTposib ALl, YCC.

Ha KOHTPOMbHbIA NPUEM NauneHT obpaTnics B KOH-
ue aBrycta 2024 ¢ pesynbtaTtamu goobcnenoBaHus.
Mpv ocMOTpe oTMeYan yny4lieHne caMoyyBCTBUS —
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ronoBHble u abgoMuHanbHble 6onn He Becnokounu.

Mo 6uoncuu nuuieBoaa BbISIBNEH XPOHUYECKUI
cnabo BblpaXKeHHbI HEaKTUBHBIN pedntoKc-330dharuT,
XPOHMYECKas 3NUTeNM3npoBaHHas 3pO3Ms CIN3NCTON
nuwesoaa.

MaumeHTy 66110 peKOMEHA0BaHO NPOJOIXNUTL
Tepanuio n obpaTuTbCs NO pe3ynbTatam Bcex obcne-
NOBaHUN.

Ha KOHTpoNbHOM BM3WTE NauneHT xanob He npeab-
ABNAN, NPeACTaBun cnepyoLmne pesynbraTbl:

— [lematonor — HocuTenb reHoB HAaCIeACTBEHHOMO
remoxpomato3a (D63 het). BropuyHas nonmuutemus.
PekoMeHa0OBaHO KpOBOMyCKaHWe, MOBTOPHAas KOH-
cynbTaums.

— PeHTreHockonus BepxHux OTAENnoB nuLiesapu-
TeNbHOro TpakTa: HeJoCTaTOYHOCTb KapAuu, CHU-
>X€HNe MOTOPHO-3BaKyaTOPHOW PYHKLMKM Xenyaka,
YETKUX AaHHbIX 33 FPbKY NULEBOAHOro OTBEPCTUS
Anadparmbl He BbISIBIEHO.

— ®racC-koHTposib — HEJOCTAaTOYHOCTb Kapauu,
XPOHMYECKNIN ANCTanbHbIN pednokc-330darvT B cTa-
OUN PEMUCCUN C 3N1eMEHTaMM LUIIMHAPOKNETOYHOW
MeTannasuu cnmsnctoit obonoyku nuwesoaa, kata-
panbHbIA AUCTaNnbHbIA pedniokc-330daruTt. AKTUB-
HbI QYO[AEHO-TacTpaibHbIV U racTpo33odareanbHbIi
pedniokc.

— CyTo4YHOEe MOHWUTOPUPOBaHME apTepuanbHOro
NaBneHns — cpefHecyToYHble nokasaTtenu ALl B npe-
Aenax HOpMbl, OTMEYalOTCS eANHUYHbBIE 3NU30AbI CU-
CTON0-ANACTONMYECKOW apTepuanbHON rMnepTeH3nn
Ha poHe Pn3nyeckomn akTMBHOCTH, nocsie eabl. CyTou-
HbI Nnpodune — gunnep.

— MPT welitHoro otgena Nno3BoOHOYHUKa — MP-npu-
3HaKM YMepeHHbIX AereHepaTuBHO-ANCTPOdUYECKmX
M3MEHeHWi WeiHoro otaena No3BoOHOYHMKA (0CTeo-
XOHAPO3), HapyLUeHWe CTaTUKKM, Ha4asibHas NpoTpy3us
ME>XXMO3BOHKOBOIO ANCKA Ha ypoBHe C4.

B utore cpopmynupoBaH gmnarHos: lemoxpoma-
T03 1 TMna. BropuyHasa aptepuanebHas runepreHsus
1 cTteneHun. IncknHesmns xenyesblBOASALWMNX NyTewn
(dyHKUMOHaNBLHOE PacCTPOCTBO XENYHOTO Ny3bIps).
XKB B ctaguu cnagx-cuHgpoma. CuHgpom Xunb-
b6epa. NacTpo3zodareansHas pedntokcHas bonesHb
B CTaAMM He3po3uBHOro 33odaruta (3Hgockonunye-
Ckn — cteneHb A no Jloc-AHgykenecckon knaccnoum-
Kauum). OCcTeoxoHAPO3 WeWHOro OTAena No3BoHOYHN-
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Ka. HayanbHasi NpoTpy3us Meno3BOHKOBOrO AUCKA
Ha ypoBHe C4.

PekoMeHpoBaHO neveHue: wWaasawas auerta, Bog-
Hbll pexxuM (notpebneHne He meHee 2000 mMn xua-
KOCTM B CyTKW), NEPUHAONPUN 5 Mr yTPOM NOCTOSHHO,
6uconponon 5 Mr yTpom NOCTOSIHHO, YPCOAE30KCUXO-
nuesas kncnota 250 Mr 2 kanc. x 3 pasa B AeHb nocne
efbl 3 Mecsua C nociegyowmMM KOHTPOIeM U3MeHe-
HWIA >xen4yHoro ny3bips no Y3M opraHoB bptoluHoii no-
noctu, deHobapbutan 100 mr 1 1ab Ha Houb 10 gHeW
C NocieayloWwmM KOHTposieM ypoBHs obuwero 6unu-
pybuHa, kantonpun 25 mr npu Al Bolwe 140 n 90 Mm
pT CT, KPOBOMYCKAHMS MO peKOMeHAaLMN remaTosora.
Takxxe bbln pekoMeHaoBaH KoHTponb Afl, YCC.

Mpwn obcyxaeHnmn ¢ neyawnm Bpayom naumeHTa
B NMOJIMKJIMHMKE MO MECTY XXUTENbCTBA CTau U3BECTHbI
pe3ynbTaThl NocneaytoLero HabnoaeHns 3a naunex-
TOM: Ha dOHe KpoBOMNyCKaHWii nokasaTtenu obmMeHa
enesa, remornobuH, 3puTpoLUnThI NPULLAN B HOPMY,
Al 3HauMTeNbHO CHU3MNOCh, YTO NOTpeboBano oTMe-
Hbl TMMOTEH3WBHOW Tepanuu.

BTOPOW KJIMHUYECKWUIA CITYYAN

MaumneHT BMeCTe C XeHOoM 1 cbiHOM obpaTunnck
Ha KOHCYNbTaLMi0 K HEBPONOry MegULMHCKOTO LieH-
Tpa FOXHbI BnepBble B Mae 2023 r., koraa CbiHy bbino
6 net. MaTb npenbsBASeT anobbl Ha 3aAepXKKyY Ncu-
X0-peyeBoro paseuTusi pebeHka.

M3 aHaMHe3a usBecTHo, 4To pebeHok oT nepeoli be-
peMeHHOCTM, NpoTekaBLuel C TOKCMKO30M B NepBOM
TPMMeCTpe, Yyrpo30ii NpepbiBaHus, a TakKe ConpoBo-
»xaasLwerica OPBU B nepeoM 1 BTOpoM TpumMecTpe be3
aHTubakTepuanbHoi Tepanuun. Pogsl nepsbie camo-
cTosiTenbHble B Cpok 40 Hepenb. Macca pebéHka npwm
poxxaeHuun coctasnsna 3350 r, poct — 52 cMm, oueHka
no wkane Anrap 8/9 6annos. 3akpuyan cpasy, K rpyam
NpUNoXeH B poaunbHOM 3ane. [pyaHoe BckapManBa-
Hue po 3 mecaues. Ha nepeoM MecsiLe BbISIBASIUCH
GYHKUMOHaNbHbIE HAapyLUEHUs CO CTOPOHbI Xeny-
[OYHO-KMLLEYHOTO TpaKTa. BeegeH JOKOpPM cMeckbio
c 3 Mecsiues, NpUKopM — ¢ 4 Mecsiues. MNuwesas an-
Nneprus Ha NepBoOM rofy >XM3HW, X0No40Bast KpanuBe-
Huua. Bbina TeHaeHuUmMs K 3anopaM. B aHanunsax kposu
Habntopanock NoBbIWeHWe YPOBHS reMornobuHa mMak-
CUManbHo Ao 163 r/n, 3pUTPOLMUTOB — MakCUManbHO
[0 6,01 x 10*2/n. YpoBeHb xenesa He u3amepsancs.

PaHHee MoToOpHOe pa3BuTMe no BospacTy. OTme-
Yanacb 3agepxka opMUPOBaHUS NeneTHON peuu,
B 1,5 roga 66110 OTMEYEHO HapyLUeHNe KOHTAKTHOCTH.
C 2 net npoxoaunu obcnegosaHve 1 nonyyanu neye-
Hue B Hay4yHO-NpaKTU4ecKkoMm LieHTpe AeTCKOM NCUxXo-
HeBpOJIOrMK C AMarHO30M: 3aepXKKa NCMX0-peyeBoro
pasBUTWS, ayTUCTUYECKUIA CNeKTp paccTpoicTs. Mpo-
BOAMIIOCH NleYeHne — ronaHTeHoBast KUCI0Ta, Nou-
nenTuabl KOpbl FONIOBHOTO MO3ra cKoTa. Mo3xe MaTtb
OTMeTWna HapacTaHue ayToarpeccuu, arpeccum rno ot-
HOLWIEeHMIO K B3pOC/bIM, MO MOBOAY Yero B HayyHo-
NpakTU4YeckoM LeHTpe OeTCKOW NMCUXOHEeBPONornu
6bl1 Ha3HaYeH pUCNepuaoH.

Ha anektpoaHuedanorpamme ot gHBaps 2022 r.
perMcTpuMpoBanacb OCHOBHAsi aKTUBHOCTb B npefenax
BO3pacTa, COH cGOpMUPOBaH Mo cTagusm, Gusnono-
rmyeckme naTTepHbl CHa BblPaXXeHbl, TUNMUYHOMW 3Nu-
aKTUBHOCTW He 3apeructpuposaHo. lpu nposepe-
HUW TPaHCKpaHWanbHOW gonnneporpapun cCocynos
ronoBHoro mosra 4.08.2022 r. BbIIBNEH 3aTpyAHeEH-
HbIA BEHO3HbIA OTTOK MO BeHe [aneHa n npsMomy
CUHYCY, CHUXXEeHMe nepupepuyeckoro conpoTusne-
Hus. B 3 roga npoBegeHa oueHKa KOPOTKONATEHTHbIX
CNIYXOBbIX BbI3BaHHbIX MOTEHLUMUANOB — NaToNOrMmn
He BbISIB/IEHO.

B aHanusax KpoBuM — MOBblIEHWE remMornobuHa
1 MOYEBOW KMCNOTbI, TaK)Ke paHee 6blnv NoBbILWeHb
HelpoHcneunduyeckas sHonasa, 6enok S-100 v nak-
TaT, B CBSA3U C YeM Bbino pekoMeHA0BaHO BBeAeHue
KOMBWHMPOBaHHOTO Npenapara, CoOAepXallLero Kanus
rmapokapboHaT, IMMOHHYIO KUCIOTY U HaTpUs LUMTpaT.

Mpw Y3W 6proLHoi NONOCTU NaTONOMMK He BbISIBIEHO.

Takxe KOHCYNbTUPOBaH MMMYHOJIOrOM, KOTOpbIi
He BbISIBUJ1 A@aHHbIX 32 BUPYCHYIO MHdekunto. JaHbl
pekoMeHAaLMmn No KOPPeKunn HapyweHunin nuuwe-
BapeHwus.

Ha MOMeHT ocMOTpa 3aHMMancs c foronegom-
nedexkTonorom, Helponcnxosiorom, oCTeoNnaTom,
nosefeH4YeckMM TepaneBToM, NPOBOAUINCE KypChbl
nenbdmHoTepanumn. CocTosiHMe C NOJIOXKUTENTbHOWN An-
HaMuKoW — cTan 6onee KOHTaKTHbIM, YMeHbLIUNach
arpeccus, B peuu nosiBUNUCb HOBbIe CloBa, Gppasbl,
nopaepyXvMBaeT 3puTenbHbIi KoHTakT. Ctan npoboBaTtb
4TO-TO Aenatb caMocTosTeNbHO. OYeHb ANUTENbLHO
npucyTcTBoBana xoabba Ha nepegHeM otaene cTon —
Ha MOMEHT OCMOTpa NOX0AKa HOPMOTUNUYHA (yny4-
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LWeHMsl Nocsie HeMPOKOPPEeKLUUN 1 0CTeonaTUYeckon
Koppekuuu). Mosaemnance Npocbbbl — CTan roBopuTb
«gany», noMoraet Mame.

Ha npuéme npoBefeHa TpaHCKpaHMWaNibHasa [omn-
nneporpadus cocyoB roIOBHOrO MO3ra — OoTMe-
YyaeTcs 3aTpyAHeHne BeHO3HOro OTToKa: BeHa Mane-
Ha — o 70 cM/cek, BeHbl Po3eHTanst — 24, 22 cMm/cex,
JIMHEeHas CKOpOCTb KPOBOTOKAa — B Npefesiax HopMsl,
nepudepuyeckoe ConpoTUBIEHME He HapyLeHo.

Mpn 0b6bekTUBHOM 06CNef0BaHMU CO3HAHMKE
He HapyweHo. MeHuHreanbHbIe U 06LWEeMO3roBbIe
CMMNTOMbI He BbisiBNieHbl. ECTb 3puUTenbHbIA KOH-
TaKT, AAeT PyKy — 340POBAETCS, Ha UMS OT3bIBaeTcs,
[0Ma BbINOJIHAET UHCTPYKUMW, Ha 3aHATUSIX NOSBU-
JIOCb NOHMMaHWe bonee CNOXHbIX 3agaHui. Mpwu
OLeHKe YepernHo-MOo3roBbIX HEPBOB rNa3Hble Wenu
CUMMETPUYHbI, S3bIK N0 CPEANHHOW NMHUK. MoxeT
BbINOJIHUTL MHCTPYKLMIO — «Aal NpaBylo HOTy».
He noka3sbliBaeT Yactu Tena. CyxoxunbHble pedniekcbl
YKUBbIE CUMMETPUYHbIe. MblLeYHblii TOHYC COXpaHEeH,
He HapyLlweH. EcTb KoopanHaTopHas, Mesikas MoTop-
Hasi HeNoBKOCTb. ATakcuu npu xoabbe Her.

MNocTtaBneH guarHos: AyTUCTUYECKUI CNeKTp pac-
CTPOWCTB (HapyLeHne CeHCOPHOW MoAyNsiLuMK, Hapy-
LeHue pa3BuTue peuu).

PekoMeHAOBAHO: NPOAOIKUTL NPUEM pUcnepu-
OOHa 1 Mr cyTku AnutenbHo, NoBeaeHYeckas Tepanust
(ABA-Tepanus).

Mocne noaTBepXAeHus AnarHo3a reMoxpomaTosa
y OTUa CblH Takke Bbln HanpaeneH K remaTonory, npu
obcnenoBaHMM y KOTOPOTO BbiNv BISIBNIEHBI T Xe
MyTaLMu, YTO U Yy OTLA — FOMO3MTOTHAs MyTauus
reHa UGT1 TA6/TA6, mytaumsa 187 C>G H63D — CG
(annenb, acCOUMMPOBAHHBIN C PUCKOM Pa3BUTUS KJTN-
HUYeckmx nposenenunin), 193 A>T S65C — AA, 845
G>A C282Y — GG. l[eMaTonoroM AnarHOCTUpPOBaHbI
cMHAPOM Xunbbepa U reMmoxpomaTos, No NOBOAY
KOTOPbIX BbINO peKoMeHAo0BaHO HabntoaeHwue.

OBCY)>XOEHUE

[aHHble KNUHWYeckue ciiydaum LeMOHCTpUpYoT
CJIOXKHOCTb [MarHOCTMKM reMoxpomarosa. Y oTua
remoxpomatos bbin BbisiBNeH bnarogaps AMarHocTu-
pOBaHHOMY NOBbLILEHHOMY YPOBHIO 3pUTPOLUTOB
¥ reMornobuHa, NoBbIWeHWo apTepruanbLHOro fas-
JleHust U renatomeranuu. Y cblHa reMoxpomaTos 6bin
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BbISIBJIEH JIMLLb Noc/e BepudmrKaLumm auarHo3a y otua.

CornacHo AMepukaHCcKoMy rangnawny [15], re-
natoMeranus SBASeTcs 4acTblM CUMNTOMOM reMo-
XpomaTo3a u B 10% cnyyaeB MoxeT bbiTb NposiBne-
HMEM LMppo3a neyeHun. Takke B LAHHOM JOKyMeHTe
npeacTaBneHa MHGopmauums, YTO HaKoMIeHNe xesnesa
B CEpALe MOXeT MPUMBECTU K KapaMoMMUonaTnm, Kak
PeCcTPUKTUBHOW, Tak U AunaTauMoHHOK, dbubpunns-
unu npepcepani n cepaeyHon HegoCTaToOYHOCTH.
Hanuune n3bbiTka Kenesa accouMmMpoBaHoO C HapyLle-
HUeM QyHKLMM 3HOOTENUS U YBENIUYEHNEM TONLLMHbI
KOMMJIeKCa MHTUMa-Meamna COHHbIX apTepuit, YTo Npu-
BOAMT K YCUNIEHUIO OKCMAATMBHOIO CTpecca, a Takxe
aunactonuyeckon auchyHKUMn, cnocobeTBytowen
HapyLWeHW reMOANHAMUKM U NOBbLIWEHUIO AaBfe-
HUS HaMNoJNIHeHMS!, C NocNeayoLWUMmM NPosIBIEHNAMMU
CUCTONNYECKOW OANCPYHKLNM NEBOro Xesynoyka, 4to
MOMXET CONPOBOXXAATbCS BTOPUYHOM rMnepTeH3nen.

3puUTpoLMTO3 NPU reMoxpomaTtose, B OTanumne
OT NepBUYHOIO 3PUTPOLINTO3a, HE ABNSETCS CNeacTBU-
eM M36bITOYHOW NPoAYKUUM 3pUTPOLIUTOB KOCTHBIM
M03roM. OCHOBHOW MPUYMHOWN 3PUTPOLIMTO3A Y NaLK-
€HTOB C reMOXpPOMaTO30M SIBNSIeTCS OKCUOATUBHbI
CTpecc, CBsI3aHHbIM C HapyweHneM GyHKUUM 3HO0-
Tenua n rmnokcnen TkaHen. Mo3aTomy apuTpoumnTos
MOXXET BbICTYMaTh B Ka4eCTBe 0OOHOro U3 NposiBNeHui
reMoxpomaTosa, XoTb OH HabntofgaeTca U He y Bcex
nauuwenTos [15].

Kak nokasanu npefacraBneHHble cilydau, Hacnen-
CTBEHHbI/i FeMOXPOMATO3 MOXET NPOsBAATLCA pas-
JINYHBIMU KOMOPBUOHBIMY COCTOSIHUAAMM U FTeHeTHnYe-
CKUMU nepekpéctamu. Ny otua, vy cbiHa bbin Takxe
BbIsiBfIeH cMHAPoM Xunbbepa. Mpu 3ToM oTCyTCTBYIOT
KpynHble nccnefoBaHus, AoOKasblBatoWme accouma-
LMI0 OaHHbIX reHeTuYecknx 3abonesaHwuii, a B onu-
CaHWUW OTAENbHbIX KIMHUYECKUX C/ly4aeB aBToOpbI
He NpUXoAsT K eAMHOMY MHEHWIO: OfHN rOBOPSIT O CO-
YeTaHUM paccMaTpuBaeMbIix COCTosiHUI [16], opyrue
[enatoT BbIBOAb! O NepeKkpécTe AaHHbIX 3aboneBaHui
[17]. OgHako Bce yKasaHHble runoTessbl TpebytoT ao-
Ka3aTenbCTB B WMPOKOMACLUTAOHbIX UCCIe0BAHUSIX.

leHeTnyeckas NnpenpacnonoXeHHOCTb K pacCTpou-
CTBaM ayTUCTMYECKOro CNeKTpa Ha CerogHsWHWN aeHb
He BbI3blBaeT COMHeHWiA. poaeMOoHCTpUpoBaHHOe
HabnogeHne ceMeiHoro reMoxpomaTtosa siBasieTcs
WMHTEPEeCHbIM C TOYKM 3peHns BO3MOXHOIO reHeTuye-
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CKOro nepekpécTa Mexay AaHHbIM COCTOSIHUEM U pac-
CTpoOWCTBaMu ayTmucTuyeckoro cnektpa. K Bbisogam
0 BO3MOXXHOCTW TaKoro nepekpécTa npuLnun B CBOEM
nccnepgosarum O. H. Gebril u N. A. Meguid [10].

AMepuKaHCKui rangnariH [15] cooeput pekoMeH-
Aaumm no obsizaTenbHON AMarHOCTUKE reMoXpoMaTo-
3a Yy poACTBEHHWUKOB NepBoW IMHUK A CBOEBPEMEH-
HOWM NPOdUNIAKTUKN Pa3BUTKUS OCNOXHEHUI, a TaKxKe
NpoBeAEeHNI0 FeHeTUYECKOro KOHCYIbTUPOBaHMS Npu
NNaHUPOBaHUN [ETOPOXAEHMUS.

3AKNTKOYEHUE

MpeacTaBneHHble KNMHUYeCKMe cilydamn C y4eTom
poACTBa NaLMEeHTOB UMetoT obLue MexaHM3Mbl pas-
BUTMKS, HO pa3fiMYHbIe KNMHUYECKMe NposiBNeHUs.
B cnyyae oTua reMoxpomaTto3 OCNOXHWUIICS BTOpUY-
HOW rMnepTeH3unel n coyeTancsl C CMUHAPOMOM XKunb-
6epa, y CblHa — coyeTancs ¢ pacCTPOMCTBOM ayTUCTK-
4eckoro CnekTpa U TakKe C CMHAPOMOM Xunsbepa.
Ons MUHMUMU3aLUUKU NPOSIBEHUI reMoXpoMaTo3a
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