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NYHU-MA3YPUHCKUE YTEHUA.

Matepuanb VI BcepoccUNCKO HayYHO-NPaKTUYeCcKoN KoHbepeHuMn Monoabix yyeHbix um. P.O. JlyHua
n A.B. MasypuHa (2025 r.) /KonnekTve aBTopoB (nog pepakumei K.M.H. J1.E. JlapuHoii n 4.M.H. A.b. Mouce-
eBa). — M.: PHUMY um. H.W. NMuporoea, 2025. — 32 c.

B uspgaHum npeactaBneHbl Matepuansl VI (2025 r.) BcepoccuiticKoii HayuHO-NPaKTUYECKOi KOHDEpeHLum
MonoAblxX yuyeHbix um. P.O. JlyHua n A.B. MasypuHa.
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OEHUNKETOHYPUA: CIOXXHOCTb
MPOCTOINo ANMATHO3A
JNlo6aHos M.E.

HayyHbie pykosoguTenu: K.M.H., gouyeHT l'ymeHiok 0.U.,
A-M.H., npogeccop YepHeHkos I0.B.

®rboy BO «Capatosckuit MY um. B./. PasymoBCKOro»
MwuH3spaBa Poccuu

BeepeHune, akTyanbHocTb. eHnnkeToHypus (OKY) —
peaKoe HacneACTBEHHOe 3a60NeBaHNe, CBA3AHHOE C Ha-
pylweHueM meTabonusma GeHnnanaHuHa us-3a gedekra
tbepmeHTa deHunanaHuMHrugpokcunasol. PacnpocTpa-
HEHHOCTb BapbupyeTcsi No pernoHamM. bnarogaps HeoHa-
TaslbHOMY CKPUHMHTY U MONEKYNIAPHO-TEHETUYECKOI iu-
arHocTUKe CTano BO3MOXHbIM paHHee BbisiBneHne OKY
¥ NpejoTBpaLLeHne OCNOXHEHUIA. [eHeTUYecKue ucene-
[JOBaHMA NMOMOralT He TONbKO MOLTBEPAUTb LMarHos3,
HO U BbISIBUTb peakue GopMbl runepheHnnanaHmHeMmum,
TpebytoLmne UHAMBUAYANbHOTO NOAX0AA K NeyeHuto. 04-
Hako guarHocTtuka ®KY octaeTca cnoxHO.

Knunuunveckuit cnyvail. Manbuuk E., 1 rog n 9 mecs-
LeB, NpU HeOHaTaNbHOM CKPUHUHTE BbIIB/IEH YPOBEHb
deHunananuna (OA) 2,7 mr/gn, npu petecte — 2,9 mr/
An (Hopma o 2 Mr/gn). AHaMHes3 XWU3HU: pogunca ot
3 6epemeHHocTH, MeTogoM IKO. TeyeHne 6epeMeHHO-
CTH 6e3 0c06eHHOCTU. [IOHOLIEHHbI, poJbl CAMOCTO-
ATeNbHble B CPpOK. Macca Tena npu poxaeHun 4030 r,
NNuHHa Tena 56 cm, no wkane APGAR — 8/9 6annos.
[eHeanornyeckuit aHaMmHes: He oTArou,eH. CemeiiHbli
aHamMHe3 OTArOWEH NO anjepruyeckum saboneBaHu-
AM: y MaTepu NONMBANEeHTHAs anneprus, y pogHoro
6paTa MaTepu — aTONMMUYECKU epmaTuTt. AHaMHes 3a-
6oneBaHWs: NaLMeHTY NPOBOAMIIOCH MONEKYNSIPHO-Te-
HeTUYECKoe WuccnefoBaHue, BbIIBIEH MaTOreHHbI
BapuaHT B reHe PAH ¢.754C> T (p.Arg252Trp) B reTe-
PO3MroTHOM coCTOsIHMKU. [locTaBneH AnarHos: runep-
(deHunanaHUHEMMs, PEKOMEHAOBAHO UCCNeAOBaHue
ypoBHA GeHunananuHa 1 pa3 B mecsiy. [1pu KoHTpone
ypoBHA ®A pesynbTaTbl 6blIM Ha YPOBHE NMOPOroOBbIX
3HayeHui, MakcumanbHblii nogbem ®A po 3,8 mr/an.
Pe6eHoK HaxoAmMica Ha CMELWAaHHOM BCKapMIMBAHUN.
YyutbiBas coxpaHsitowylocs runepdeHunanaHuHe-
muto, pebeHok HanpaeneH B YKB Ne1 um. C.P. Mupo-
TBOpLEBa. Ha MOMeHT ocMoTpa: pocT — 89 cm (90-97i
nepueHTUnb), Macca tena — 15 kr, UMT — 18,64 (94-ii
nepueHTunb), SDS pocta 0,65 u SDS Beca 1,5. dusuye-
CKOE pa3BuTHeE — Bbllle CPeAHEro, [UCTapMOHMYHOE 33
CYeT U36bITOYHOW Macchbl Tena. ManbuMK KOHTAKTEH,
Ha OCMOTp pearupyet OXWBJIeHHO. HepBHO-Ncuxuye-
CKOe pasBuUTME OTCTAeT 3a CYET PEYEBOro PasBUTHUSA.
3ybHas (opmyna cooTBeTcTBYeT Bo3pacTty. PeHoTu-
nuyeckme 0co6eHHOCTU pebeHKa: U36bITOYHasA mMacca
Tena, runepkeparos, COCKOBbIi FMNepTenopusM, He-
CKOJIbKO YAJIMHEHHbIA Yyepen, fBY3y6eL cTon, KypHO-
Cblii HOC, MaKpOrnoCCUs, BbICOKMIA GUAbTP, TONCTbIE
ryobl, BbICOKUM 106, caHfaneBuaHan wenb, Tpesybedl,
BanbrycHas pedopmauunsa cton. NpoBeaeHo Moneky-
NAPHO-TeHeTUYeCcKoe uccnesoBaHue: NONHOreHOMHOe
cekBeHupoBaHue [JHK — B reve PAH (NM_000277.3) B

JIYHU-MA3YPUHCKWE YTEHUSA. MaTepuans! VI Bcepoccuiickoii Hay4yHo-NpakTHYeCKoi KoHhepeHL i Monoabix yueHbix M. P.O. JlyHua un A.B. Masyputa (2025r.)

6 3K30He 13 13 3K30HOB 0GHAPY)XEH PaHEE OMUCAHHbII
B nuTepaTtype BapuaHT (HG38, chr12-102855154 C> T,
c.754C> T) B reTepo3MroTHOM COCTOSIHWUW, NPUBOAS-
Wuii K 3ameHe amuHokucnoTbl (p.Val230lle). B reHe
PAH (NM_000277.3) B 7 3k30He 13 13 9K30HOB 06Hapy-
XXEeH paHee onucaHHblii B nuTepaTtype BapuaHT (HG38,
chr12-102852903 G> A, c.688G> A) B reTepo3MroTHOM
COCTOSHMW, NPUBOAAWMIA K 3aMeHe aMWHOKMCAOTbI
(p.Arg252Trp). MaToreHHble BapuaHTbl BaJWANPOBaA-
Hbl MeTOAOM CeKBEHMpPOBaHMA Mo CaHrepy «Tpuo».
Y npo6aHaa noATBepXAeHbl MyTauuu reda PAH
chr12:102852903 G>Au chr12:102855154C> T; y maTepu
BbIfIBIEH NaTOreHHbl BapuaHT chr12:102852903 G> A
B reHe PAH B reteposnrotHoM COCTOSIHWK, y OTUA —
chr12:102855154 C> T B reHe PAH. Ha ocHoBaHuu gaH-
HblX aHaMHe3a, 1abopaToOPHOro U MONEKYNSAPHO-TEHE-
TUYecKoro obcneaoBaHuii noctaBnex guardos: E 70.0
Knaccuyeckass ¢eHunketoHypus. leHeTuyeckuit Au-
arHos: chr12:102852903 G> A n chr12:102855154 C> T
reHa PAH (komnayHp-reteposurota).

3akniouenue n BbIBOAbI. B npefcTtaBneHHOM cnyyvae
ANarHoCTMpPOBaHa Knaccuyeckas (GEHUNKeTOHYpus,
06ycnoBieHHas KOMNayHA-reTepo3nUroTHbIM NaToreH-
HbiM BapuaHToM reHa PAH. HeoHaTanbHblit CKPUHUHT
He Bcerga MoXeT ABNATbCA OKOHYaTeNbHbIM 3aKJtoye-
HueM. YpoBeHb (GeHunanaHuHa y nauuneHTa npesbilwan
HOpManbHblii 3HaYEHUS, HO 6bIN HUXE 6 MI/AN, B paMKax
HeOHaTaslbHOro CKPUHMHIa Obin BbIBNEH TOMbKO OAWH
naToreHHbln BapuaHT reHa PAH, uyto 3aTpygHsano nocra-
HOBKY iuarHo3a v Tpe6oBano npoBeAeHNs yrny6neHHbIX
reHeTUYeckux uccnepgosanuid. Cnyvaii noguyepkusaet
3HAYMMOCTb MPABKU/IbHOK MapLLPyTM3aLNu NALNEHTOB 1
MONEKYNAPHO-TeHETUYECKO ANArHOCTUKN S TOYHOIA
NOCTaHOBKM AuarHosa npu GeHuIKeToHypum.

OLWUBKU ANATHOCTUKM
NPUOBPETEHHOIO CUDGUIIUCA
Y OETEWA. KNTUHUYECKUIN CNYYAH
Xaman6aeBa A.A.

HayyHbie pykoBogutenn: goyeHt Axmetosa A.K.,
AouyeHT MaykaeBa C.b.

HAO «MeanumHckmnii YusepcuteT Cemeits

AKTyanbHocTb. Cudunuc — 310 MHPEKLMOHHOE 3a60-
neBaHue, Bbi3biBaeMoe 6akTepueii Treponema pallidum.
Cudunuc y peTeit — 3TO He TOJIbKO MeAULMHCKAS, HO
W counanbHas npobnema. Habniogaetca yBenuyeHune
yucna cnyyaes, 0COBEHHO B PErMOHAX C OrPaHUYEHHbBIM
JOCTYNOM K MeauuMHCKOW momouwu. Yacto cudunuc
y feTeil OCTaéTca He AUarHOCTUPOBAHHbIM Ha paH-
HUX CTafusiX, YTO 3aTPyAHAET leYeHne u yBennymsaet
PUCK [J,0/ITOCPOYHBIX OCNOXHEHUN. penmyLecTBeHHO
npuobpeTeHHblit cupunmc nepepaeTcs Yepes KOHTak-
THO-6bITOBOW MEXAHM3M, YTO YBENUYMBAET PUCKK 3a60-
NeBaHMA B CEMbAX C Y)X€ UMEKLUMCS UHOULMPOBAH-
HbIM YeJIOBEKOM.

Lenb. N3yuntb 0COGEHHOCTM TEYEHUS TPUOGPETEHHO-
ro IeTCKOro cuduimnca, olWnGKM [UarHoCTUKK U IeYEHUS.



Knunnyecknii cnyyaii. lMauvenTtka A., 3 roga co cnos
MaTepu xanobbl Ha BbiCbiNaHWs B 06nacTu aHyca, 6o-
Ne3HEHHOCTb, AuckomdopT y pebeHka. Pe6eHok 6oneet
c ¢peBpansa mecsua 2023 r., koraa Bnepeble NOSBMIIUCH
BbICbINaHWs B NepuaHanbHoii obnactu. Hayano sabone-
BaHUs HU C YeM He CBA3bIBaeT. Mpu onpoce matepu yaa-
NoCb BbIACHNTb, Y4TO 3 Mecsla Hasaj 6binn BbICbINaHNA
B POTOBOI4 NONOCTM, KOTOPbIE U3/1IEYUCb CAMONPON3BOSIb-
HO. B TeueHun Mecsla neynnucb camocToATeNbHO, 6e3
addekTa. B mapTe npuexanu B . Cemeit n obpatunmch
B MNATHYK KAMHWKY K NeAnatpy rae 6bin B3AT COCKOO.
HasHaunnu: «ArpocynbdaH», «MeTUNEHOBbIA CUHUI,
«3upTek», «KaHaug b», «<Apnogepm», «Jlaktocnpeii», «3a-
nawH», «betagepm». bbllo BpeMeHHOe He3HaunTenbHoe
yAyyleHne, nocne — BbICbINaHUA CHOBA MOBTOPWIUCD.
13.09.23 obpaTunacb B 06nacTHyto 6onbHuLY T. CeMeid,
OblNIN Ha3HayeHbl Ma3u 1 husnoneyeHue, 6es ahdekTa.
15.09.23 obpatunucb B nonuknuuuky KB, pns o6ene-
posaHus 1 19.09.23 rocnutanuaupoBaHa B KpyrnocyTou-
Hblii CTaLMOHap ¢ npeABapuTenbHbIM guarHosom: Lues I
residive, LWMpokue KoHAMNOMBI. [py NepBUYHOM OCMOTpE
B cTauuoHape: O6Liee COCTOSAHWE YA0BNETBOPUTENBHOE,
Temnepartypa tena — 36,6 poct — 84 cm, Bec — 13 Kr.
HopmanbHoro nutaHus. KOCTHO-MbIWeYHbIA annapat
pasBuT NpaBuibHO. [lepmorpadu3am po3oBblii. paHuLbI
cepAua B npefenax HoOpMbl, TOHbI cepAaLa yacTble. lMynbe
putMuyHblii 80 ya. B 1 MunyTy. Al 90/60. Hocosoe fbl-
XaHue, BAOX/BbIAOX He 3aTpyfHeH. MeyeHb n ceneseHka
He nanbnupytoTca. CTyn oQOpPMAEHHbIN, eXefHEBHbIN.
CumnTom [MacTepHaukoro oTpuuatenbHblid. [uypes 6es-
60/1e3HEHHbII. KoXa BONIOCUCTOI YacTu roioBbl U BUAM-
Mble CnM3ucTble 6e3 maTonoruii. KoxHole NOKpoBbl TY-
noBuLa YnucTble. HapyXHble NoN0OBble OpraHbl pasBUTbI
Mo >eHckoMy Tuny. Ha koxe B nepuaHanbHoil o6nactu
NMeloTCA APKO-KpacHoro LseTa ¢ GuoneToBbiM OTTEHKOM
nanynesHble paspacTaHus, oKpyrnon Gopmbl, LUaMeTpoM
2 MM B Bue GMAWKN C YETKUMM rpaHuLLaMK, BO3BbILLa-
foLmecs Haf KoXei Ha 3-4 MM, CKJIOHHble K MaLiepaLuu,
TBepAble Haowynb. Jlumbatuyeckne y3nbl yBenuyeHbl,
6e360/1e3HEHHbIE, HE CNasiHHbIE C OKPYXatoLWeii TKaHblo,
pasamepoM c Mesnkyto dhaconb. JlabopaTopHas AgnarHocTu-
Ka: 0T 13.09.23 1. — KCP: PB 4+(++++) 1:320, MKp. 4+(+++4);
or 13.09.23 r. — UDA Ha cuduiuc NONOXKUTENLHO,
PUO® 4+(++++). Mpu obcnefoBaHnn poautenei y o6o-
UX BbISIBUNU MONOXUTENbHbIE pe3ynbTaThl Ha cudumc.
Bbino Hauyato neyeHwe: pacTBOp BeH3unNeHUUUNNNH
1 mMaH. (1 peHb 50.0 Tbic.ed. B/M ¢ npo6oid, co 2 gHS
300,0 Tbic. ea. B/M 4 pa3sa B AeHb, Kypc 20 aHeit), pacTBop
BuTamuHa B15%,B120.5%, Butamuu C no 0.5 Mmn nop A3bIK.

MayueHTKa 6bINa BbINUCAHA CO 3HAYUTENbHBIM YNyy-
WeHWeM, nanynesHble BbICbINaHUS B MepuaHanbHok
o6nacTu ynnouleHbl, no6nefHenn. MNpu KoHTpone pas
B 3 Mecsila 0TMeyanach NoCTErneHHasi HeraTuBaums B
aHanusax.

BbiBopgbl. [pefoTBpalLeHne AeTCKOro npuobpeTex-
Horo cudunmca TpebyeT KOMNIEKCHOro NOAX0AA, BKHO-
yatouiero ahpekTMBHbIE Mepbl paHHEr0 BbISIBNIEHUS, Jie-
yeHUs n npodunakTUKy. BaxHo noHMMaTb, Uto cupunuc
nepepaeTcs He TONbKO 4yepes NoSIOBON KOHTAKT, HO U
ObITOBbIM NYTEM.

CNYYAN 3XUHOKOKKO3A
roJIOBHOI0 MO3rA
PawkaHosa [1.M.

Hayunbie pykoBogutenu: goyeHt, Maykaesa C.b.,
Kygaii6eprenosa H.K.

HAO «MeanumHcknia YHnBepcuteT Cemeits

AKTyanbHocTb. KNCTO3HbI 3XMHOKOKKO3 NpeAcTaB-
nseT co6oii cepbesHyto Npo6nemy B pasiMyHbIX peruo-
Hax mupa. B KasaxcTaHe 3XMHOKOKKO3 BCTpeyaeTcsi BO
BCEX 06nacTax pecnybinKK, HO Hanbonee sHAEMUYHBIM
PErMoHOM ABASETCA HOr CTPaHbl, KOTOPbIi sABAseTcs
XXMBOTHOBOAYECKUM LEeHTpOM. OTMeyaeTcs BbICOKMIA
yAenbHblii BEC AETCKOrO HaceneHus B CTPYKType 3a60-
neBaeMocTy (23-24% exerogHo).

KnuHnyeckuit cnyvaii. MNaunentka H., 17 net, nocrty-
nuna c xanob6amu Ha pBOTY, TOLIHOTY, FONIOBOKPYXEHUE,
noTepio CO3HaHUS BO BPEMSA 3K3aMeHa, WaTKoCTb Mo-
X0AKM 1 061yto cnabocTb. Mpo6neMbl Hayannucb 0KOJO
3 Hepenb Hasap, KOrfa NauueHTKa cTtana UCnbITbiBaTh
cnaboCTb, FOIOBHYIO 60/b, TOWHOTY, PBOTY, 60N B XMK-
BOTE U MOTEPH CO3HAHUSA AOMa.

ANMAeMNoNornyecKuit aHaMHes: NPoXMBaeT B aHAe-
MUYHOM MO 3XMHOKOKKO3Y paiioHe. bbifl KOHTAKT C CO-
6aKkamu.

Mpu npoBefeHWM KOMNbIOTEPHOW Tomorpaduu ro-
NIOBHOr0 MO3ra 6blI0 BbISIBIEHO KUCTO3HOE 06pas3o-
BaHUe B NO6GHO-TEMEHHOW 06nacTu nesoi remucdepsbl
(exuHOKOKKOBasi kucTa?). MPT noATBEpAMIO KMCTO3-
HOe o6pasoBaHue B T06HOW 06nacTyi neBoii remuchepsbl
1 naTepanbHyl LMCNOKAL M0 MO3ra.

Ha oCHOBaHWM KJIMHWKO-3MUAEMUONOTNYECKUX W
WHCTPYMEHTANbHbIX AaHHbIX Gblfl BbICTABEH JUarHO3:
KnuctosHoe o6pasoBaHue (3XMHOKOKKOBas KUCTa) N06-
HO-TEMEHHOI o6nacTu neBoil remuchepbl rONOBHOIO
mo3ra. OcnoxHeHue: oTek, aucnokauyus mosra. ConyT-
CTBYIOLWMIA AnarHos: xenesofeduunutHas aHemus ner-
KOW CTeneHu.

BonbHoili 6bina npoBefieHa onepayus No yaaneHuto
KMCTO3HOro o6pasoBanus. Mpu natonororucTonoruye-
CKOM uccnefjoBaHuM 06pa3oBaHuUs 6blN 06HApPYXEHbI
(bparMeHTbl XUTUHOBOI 060/7104KM 3XMHOKOKKOBOI Ku-
CTbl NO6HO-TEMEHHOW 06nacTu nesoii remucoepsl ro-
NIOBHOTO MO3ra.

MauneHTKe 6bl Ha3HaYeH Kypc NpoTUBONapasuTap-
Horo neyveHus. Mocne onepaunu nauneHTKa 6bina Bbinu-
CcaHa M3 cTalMoHapa ¢ NoCneayoLnUM HabloAeHneM No
MeCTY XUTeNbCTBa.

BbiBoabl. [Ipo6nema 3XMHOKOKKO3a OCTaeTcA aKTy-
anbHOM, Tak Kak 3aboneBaHue WMPOKO pacrnpocTpaHe-
HO Ha TeppuTtopuu Pecnybnukn KasaxctaH. OnucaHbl
nopaxeHus pasNnyHbIX OPraHoB W CUCTEM, 3a4acTyio ¢
MHOXeCTBEHHbIM pacnpocTpaHeHeM U KaK cnefcTBue,
BbICOKA YaCToTa ANArHOCTUYECKUX OWMOOK, OCNOXKHE-
HWIt W neTanbHOCTU. Jlokanusauus NaTonorMyeckoro
npouecca npu 3XMHOKOKKO3€ MOXET ObiTb PasfNyYHOM,
4TO 3aTpyAHAeT OWarHOCTUKY U KakK crnefcTBue neve-
Hue 60onesHW. B npuBefeHHOM KNMHWYECKOM cnyyae

NYHU-MA3YPUHCKWE YTEHUS. MaTepuans! VI Bcepoccuiickoit Hay4HO-NpakTUYeckoil KoHpepeHL i Monoabix yueHbix um. P.0. JyHua n A.B. Masypuna (2025r.)



MaTosIornyecKuii NpoLecc I0KannM3oBancs B roOBHOM
mo3sre. Bpauu Bcex cneyuanbHOCTEN JONXKHbI 6blTh Ha-
CTOPOXE B OTHOLEHWM 3XMHOKOKKO3a, yuMTbiBasA pas-
HO0OpasHyl0 NOKanM3aLuo napasuta u NONMMOPHU3M
KJTIMHUYECKUX MPOSBNEHUN.

IXOrPAOUYECKAA AUATHOCTUKA
MOSIMNA TOHKOW KULLKWU Y PEBEHKA
C TOHKO-TOHKOKULIEYHOM
WHBATUHALUEN
Axsepauesa M.

HayyHblii pykoBoguTenb: K.M.H. [anknHa fl.A.
bY3 «Mopososckas AIKb» A3M

AKTyanbHOCTb. IHBarnHauusa KueyHuKa — OAUH u3
BApMaHTOB KWULLEYHOW HEMPOXOAUMOCTH, NpeACTaBAsAIo-
WKt cob0i BHEAPEHUE NPOKCUMANbHOMO yyacTka KuL-
KW B AUCTaNbHblA. MHBArnHauus KulleyHuKa sBnseTcs
OJHUM 13 Haubosnee YacTo BCTPEYAIOLUXCSA BapUAHTOB
OCTPOIi KNLIEYHON HENPOXOAMMOCTH Y AeTeil. Yalle uH-
BarnHaLuma KuweyHuka Habntogaerca B Bo3pacTe oT 4
J10 9 mecsLeB.

CornacHo o0O6LwWenpuHATON Knaccupukayuu, Bbife-
NAOT: TOHKO-TOHKOKULIEYHYIO, UNeOLEeKanbHy U Ton-
CTO-TOJICTOKULLEYHYIO (DOPMbI MHBArMHaLWMU.

Y neteit po 1 roga npuUMHON UHBAruHaLuu Kuwey-
HMKa vawe fABnseTca QYHKUWOHANbHOE HapyleHne
KULEYHOW MOTOPUKM, 06YCIOBNEHHOE BBELEHUEM NpU-
KOpMa, HapyLeHUEM pexuma nuTaHms. Y getei ctapwe
1 roaa CpaBHMTENbHO yalle HabnfalTCA MexaHuye-
CKUE NMPUYMHbI MHBArMHauuu (MOMUMbI, AUBEPTUKYbI,
OMNYXOJIU KNLWIEYHON CTEHKHN).

TOHKO-TOHKOKMLIEYHbIE UHBArMHaLuW y fgeTen npeu-
MYLLECTBEHHO ABMAIOTCA CaMONPOW3BOJIbHO pacnpas-
naowumuca. Takum o6pasoM, He pacnpaBnsiowmecs
WU PeLMANBUPYIOLLME TOHKO-TOHKOKMLIEYHbIE MHBATU-
Hauuu y feTeiil cTapwei BO3pacTHOI rpynnbl TpebyoT
0C060ro [MarHoCTMYECKOro NoucKa Ans o6HapyXeHus
Tak HasblBaemoro «lead-point» — nonmnoB, LMBEPTUKY-
NOB, ONYXO0nei KNLWEYHON CTEHKMN.

B HacToslwee Bpems BbICOKMIA AMArHOCTUYECKUN
norteHuuan exorpad)quCKoro nccnepoBaHua B BbifiB-
NEHUN BCEX BapUaHTOB KULLEYHOI MHBArMHaLuu npeg-
CTaBndeTcqa HeoCnopuMbIM.

B cBA3K C HAKOMJIEHHbIM OMbITOM W UCMOb30BaHUEM
YyNbTPasBYKOBbIX CKaHEpPOB BbICOKOro W 3KCNEPTHOro
K/1acCOB C BbICOKOYACTOTHbIMU gaTumkamu ot 12 Mlu,
NpMMEeHeHneM AONMnJepoBCKUX METOLUK, NOBbICKNIACh
AnarHocTUyeckas posib axorpaguum B OGHApPYXeHUM
BHYTPMMPOCBETHbIX KWULIEYHbIX BKAOYEHWUIA, B YAaCTHO-
CTW NOJINNOB, K&K NPUYUHbI UHBArUHaL K.

Knunuyeckuit cnyvai. [lesouka 3-x net noctynuna
B NpuemMHoe oTaeneHne Mopo30BCKOW AETCKOW Knu-
HWYecKoi 6ONbHULbI C Xasob6amu Ha 601U B XUBOTE,
OAHOKpaTHYyto pBOTY. Mpyu NOCTYNNEHUN PeBEHOK 6biN
OCMOTpPEH AETCKUM XMPYProM U TMHEKONOroM, 6binu
npoBeAeHbl NlabopaTopHble MCCNEA0BaHUA — 06N

JIYHU-MA3YPUHCKWE YTEHUSA. MaTepuans! VI Bcepoccuiickoii Hay4yHo-NpakTHYeCKoi KoHhepeHL i Monoabix yueHbix M. P.O. JlyHua un A.B. Masyputa (2025r.)

KJIMHUYECKMNiI aHanu3 KpoBM, 06Lmnii aHann3 Moum (na-
TONOrMYECKNUX U3MEHEHWNII B NabopaTopHbIX Npobax He
BbisiB/IEHO). Mpyu NpoBefieHHOI 0630pHOI PeHTreHorpa-
(Gbumn GpIoILHOIA NoNoCcTH CBO6GOAHOMO rasa U NaTonoru-
YECKUX YPOBHEW XNUAKOCTHU He ONPeaensnoch.

MauueHTKa 6blna HanpaBfieHa Ha YNbTPa3BYKOBOE
nccnefoBaHue OpraHoB GPIOLIHON MONOCTU U OpraHoB
Masioro Tasa ANA UCKIIOYEHUSA OCTPOI XUPYPruyecKoil
W TMHeKonorMyeckoi natonoruu. B pesynbtaTte npose-
JEHHOro UCCnefoBaHMA NaTONOrMYECKUX M3MEHEHWI
B OpraHax renatonaHkpeatofyofeHaNbHON 30Hbl He
BbiABNeHO. Onpeaensanoch yBenmyeHne MeseHTepuanb-
HbIX TMM(OY3N0B A0 15-16 MM 6€3 NPU3HAKOB X CTPYK-
TYPHbIX U3MEHEHMWIA, 6bIN BU3YaNnu3MpoOBaH HEM3MEHEH-
Hblii YyepBeo6pasHblii OTPOCTOK, LMAMETPOM A0 5 MM.
MaTonorun BHyTPEHHUX FrEHUTANUIA BbIBIEHO He 6bIIO.

Mpu ynbTpasByKOBOM KCCNefOBaHWM B MPOEKLMH
NeBOro MesoracTpus 6bin BU3yanu3MpoBaH MPOTSXKEH-
Hblil (B0 35-40MM) TOHKO-TOHKOKMLIEYHbIH UHBArnHaT
6e3 Npu3HaKoB KPUTUYECKOrO YILEMSIEHUS KULWKWN —
naccax B NPOeKUMW WHBArMHata coxpaHeH, cynpac-
TEHOTUYECKOro pacluUpeHnsi He BbIBNAEHO, KPOBOTOK
B CTEHKax MHBaruHata onpegensnca AocToBepHo. B
NpoeKLnn roNnoBKKU MHBArnHata 6bin10 BU3yanu3upoBa-
HO OBanbHON QOPMbI, MOHWXKEHHOI 3XOTEHHOCTH BHY-
TpUNpocBeTHoe 06beMHOEe 06pa3oBaHWe, pasMepamu
23x20x20MM, B npoekuun obpasoBaHua onpepensncs
KPOBOTOK C XapaKTepHOM aHrMoapxXuTeKTOHMKO. [laH-
HOe 06pasoBaHue 6blN0 pacLeHEHO KakK NoanuNn TOHKOIA
KMLIKK, OCNOXHEHHbIA TOHKO-TOHKOKMILEYHOW WHBAru-
Hauueit 6e3 NpM3HAKOB KPUTUYECKOTO yiemeHns. Mpu
npoBeAeHUN NOBTOPHOI axorpaduu — ynbTpa3ByKoBas
KapTWHa He u3MmeHunacob. [nsa Bepudukauum guaruosa
6bino nposegeHa MCKT ¢ BHYTPMBEHHBIM KOHTPACTHbIM
YCUNIEHUEM, NMPU KOTOPOIA 6b10 06HAPY)XEHO BHYTPU-
NpOCBETHOE BaCKyNspu3npoBaHHoe 06beMHoe 06pas3o-
BaHWe TOHKOM KMIUKU — noaun.

YuuTbiBas OTCYTCTBUE NPU3HAKOB BbICOKOI Kulley-
HO/ HEMpOXOAMMOCTM M CaMOCTOATE/IbHOE KYynuUpoBa-
HUe abJOMUHANbHOIO CUHAPOMA B NNaHOBOM NOPSAAKE
pebeHKy 6bi10 npoBefeHa Nanapockonuyeckas mno-
NUN3KTOMMS.

3aknioueHue. [laHHblii cnyyail feMOHCTpUpYeT Kak
Heob6XoMMOCTb 06A3aTENIbHOI0 NOUCKa MEXaHNYECKOiA
NPUYKUHBI UHBArMHALMN KULWIEYHWUKA, OCOBEHHO Y mauu-
eHTOB cTapwe 1 roaa, Tak ¥ BbICOKME fuarHocTuyeckue
BO3MOXHOCTH 3xorpadum B 37O KIMHUYECKOI cuTya-
L.



KNUHUYECKUW CNTYYAU TAXKENOIO
TEYEHUA ATOMWYECKOI0 IEPMATUTA
Myparosa A.M.

HayyHbie pykoBogutenn: goyeHt AxmetoBa A.K.,
AoyeHT Maykaesa C.b.

HAO «MeanunHckuii YHuepcuteT Cemei»

AxkTyanbHocTb. B mocnepHue rofbl aTonuyeckui
LepMaTuUT cTan 60nee pacnpocTpaHEHHbIM 3a6onesa-
HMEM, U MHOTAA OH NpoTekaeT B TAxEnon gopme. Ta-
XEnoe TeyeHne 3a60neBaHMA CBA3AHO C NOBbIWEHHBIM
PUCKOM Pa3BUTUS OCNIOXXHEHUIA, TAKUX KaK B6aKTepumasnb-
Hble U BUPYCHble MHPEKLMM KOXU, XPOHWUYECKWIi 3y, Ha-
pylleHne CHa W NCUMXO3MOLMOHaNbHbIe pacCTPONCTBA,
YXyALWaKLWmnX KayecTBo XusHKU. Bce ato onpepenser
aKTyanbHOCTb BbI6GPAHHOMN TEMBI.

Knuhnyeckuit cnyvaii. lMauymentka H. 2014 ropa
poXAeHus, ypoxeHka ropoga Cemeii, wkonbHuua. 07
HOs16psa 2024 r. obpaTmnacb Ha NpUeM B MONMKIIMHUKY
«KoxHo-BeHeponoruyeckoro gucnaHcepa» (KBA) r. Ce-
Meii C XXano6aMu Ha Hanmune 06MNIbHbIX BbIChIMaHUIA N0
BCEMY KOXHOMY MOKPOBY, MHTEHCUBHbIA NMOCTOAHHbIN
KOXHbIiA 3y B TEYEHUU LHS W HOYMW, YYBCTBO CTATMBa-
HUSI KOXHbIX MOKPOBOB, LIENYLWeHUe, pasfpaxuTenb-
HOCTb, N0XOW COH.

boneet ¢ poxAaeHus, Korga BNepBble MNOABUAUCH
BbICbIMaHWA Ha KOXEe, COMPOBOXAAKLWEECA CUMbHbIM
3yaom. [osiBneHue BbICbINaHMKU CBA3bIBAET, BO3MOXHO,
C OTArOLWEHHON HacNeLCTBEHHOCTbIO, MO MaTEPUHCKOIA
M OTLOBCKOM NuHUM. MNMepuopuuyeckn neyntcs ambyna-
TOPHO M CTaLUOHApHO, C BpeMeHHbIM addekTom. Mo-
cnefHsda rocnutTanusaums 6oina B espane 2024. boina
BbiNMCaHa C ynyylweHneM. [laHHoe 060CTpeEHME B Teye-
HuK Mecsua. 060CTPeHNE HU ¢ YeM He cBA3bIBaeT. Mo-
CTEMEHHO CbiNb pacnpocTpaHuaacb No BCEM KOXHbIM
NOKpOBaM, 3yf B oyarax BbicbinaHmii ycununcs. 06pa-
Tunacb B nonuknuHuky KBJ. bonbHas ¢ pesynbratamm
o6cnefoBaHUA roCNUTaNU3MpPOBaHa Ha JleyeHne B cTa-
uuoHap.

Mpu nepBMYHOM OCMOTpe ObLiee COCTOAHWUE YLOB-
netsoputenbHoe. [MonoxeHne akTuBHoe. Co3sHaHue
AcHoe. Temneparypa Tena — 36,5, poct — 130 c™, Bec —
27,2 xr. YpoBneTBOpUTENbHOIrO NUTaHMA. KOCTHO-MbI-
WeYHblii annapaT pa3BMT MpaBuUbHO. [lepMorpadpusm
CMewaHHblil. TMepudepuyeckue n/y3nbl He nanbnu-
pytoTcs. [paHuubl cepAua B npegenax HOPMbl, TOHbI
cepaua yactble. Mynbc puTMuYHbIiA 80 ya B 1 MuH., AJ]
90/60 mMm. pT. cT. HocoBoe AblxaHue BbIAOX, BAOX He
3aTpyAHeH. B nerkux BesukynspHoe fbixaHue, Xpunos
HeT. 3eB CMOKOEH, A3bIK BNAXHbIA, 06/10XEH 6eNbIM Ha-
NeTOM y KOpHA. XXUBOT MArKuii, 6e360N€3HEHHDbIIA. [e-
YeHb He ManbnMUpyeTcs, Cesie3eHka He nanbnupyeTcs.
CTyn oopMNEHHbINA, HE eXeAHEBHbIW, CKIIOHEH K 3ano-
paMm. CumnToM [lacTepHaukoro oTpuuatenbHblid. Juy-
pe3 6e360e3HeHHbIA, CBOGOAHbIA. [pu nocTynneHuu:
KOXHO-NaTONIOrMYECKMA NpoLecc OCTPOBOCMANUTENb-
HbIW, pacNpoOCTpaHeHHbI, NOKaNU30BaH Ha KoXe nuua,
BOKPYT KpacHoii KaiiMbl ry6, 3afiHeil NOBEPXHOCTH LUEN,
TYNOBWLLA, BEPXHUX U HUXKHMX KOHEYHOCTE , NOKTEBbIX

U NOAKONEHHbIX CrMG0B, HAa (GOHE 3pUTEMbI APKO Kpac-
HOrO LBeTa, BblpaXkeHHO MHUIbTPaLKUm, nuxeHnduka-
UnK, NUHEeHbIe 3KCKOpMaLuu, obunbHas pacnpocTpa-
HeHHas MunnapHas nanynesHas Cbifb, APKO KPacHOro
LBeTa, MecTaMu nycTynesHble 3IeMEHTbI, MUKPO 3pO-
31K, MEeNKonnacTMHYaToe LenyueHne, MHOXECTBEH-
Hble reMopparMyeckue KOpOYKM, ovarm BTOPUYHOIA
runepnurmeHTauuun. JlabopatopHo: B 06lIEM aHanuse
KpPOBW OTMEYaeTCsl NOBbIWEHNE YPOBHA 303MHO(MIIOB
12%. bbin BbICTaBNEH AMarHo3 — ATONUYECKKiA gepma-
TUT, 3pUTEMATO3HO-CKBaMO3Haa popma, C TMXeHnpuka-
LMen, ocTpas cTafius, pacnpocTpaHeHHas hopMa, Taxe-
NOW cTeneHn TAXeCTU. HauaTo neyeHne: MECTHO — Masb
«HobeTasoH 0,1%», aHTUrMCTaMUHHbIE NpenapaTbl, TakK
Xe npoBoAunach feceHcubunusmpytowas tepanus. Ha
JecATbli leHb NeYeHUs Ha KOXe B MecTax BbICbiNaHuii
nMXeHUdUKaLmUsa yMeHblIMNacb, Nerkoe LWenylweHue,
OCTanuCb 0Yaru BTOPUYHOW rMNepnurMeHTaLum.

BbiBoabl. [pUBEeAEHHbI KNMHUYECKUI CyYail noKa-
3blBaeT aKTyaNbHOCTb CBOEBPEMEHHON LUarHOCTUKMY,
TwaTeNbHOro c6opa aHamHesa, BbICOKOW KBannguka-
LUK cneuuanucToB M NpaBUbHOMO NOAX0AA K IeYeHUo
JaHHoro 3a6oneBanus. 0co60e BHUMaHWeE cnepyet yae-
NATb paHHEMY BbISABNEHUIO U IEYEHUIO CONYTCTBYHOLWNX
3a60neBaHuii, YTo CNOCO6CTBYET YNYYLIEHUIO MPOTrHO3a
Y YMEHbLUEHMIO TAXECTU KJIMHUYECKUX NPOSBIEHUN 3a-
6oneBaHus.

KNUHUYECKUNA CNTYYAN
WHOUNBTPATUBHO-HATHOUTENIbHOM
TPUXODUTUN BONOCUCTOMN YACTH

royoBbl
PawkaHoBa [1.M.

HayuHbie pykoBoguTenu: goyeHT AxmeroBa A.K.,
AoyeHT Maykaesa C.b.

HAO «MeauumHckunii YHnBepcuteT Cemeity

AKTyanbHocTb. WHbMNbTpaTUBHO-HarHouTeNbHas
TPUXOQUTMA BONOCUCTON YaCTW rON0BbI NPU OTCYTCTBUM
afleKBaTHOrO NEYEHUN MOXKET NPUBECTU K CEPbE3HbIM
OCNOXHEHUAM, TaKMM Kak 6GakTepuanbHas cCynepuH-
bekums, cencuc, a Takxe CTonKas oyaroas anonewus
(noTeps Bonoc). Y peteii rpubkoBas MHPEKLUS MOXET
MPUBECTU K TAXENbIM CUCTEMHbIM nocnepcTeuaM. OHa
fIBNSIeTCA OfHOI M3 Haubonee cepbesHbix HOpM Tpu-
X0(hUTUK, YaCTO BCTPeYaIoLWMXCA ¥ AeTel, 0COOEHHO B
Bo3pacTe 4-12 net. U3-3a cneuudukn Bocnanewus u
HarHoeHus, MHOUNbTPATMBHO-HarHoutenbHas ¢opma
MOXET 6bITb TPYAHO OTANYMMA OT APYrux 3a6oneBaHuii
KOXW rofioBbl.

Knuunyeckuit cnyvaii. lNaumentka C. 2013 ropa
poxpeHus, ypoxeHka Aarysckoro paioHa BoctouHo-Ka-
3axCTaHCKOIA 06nacTtu, WwkonbHUUa. 15 Hoa6pa 2023 T.
obpaTunacb Ha NpuMeM B NONUKANHUKY «KOXHO-BEHe-
ponoruyeckoro gucnancepa» r. Cemeii ¢ xano6amu Ha
Hanuuue BOCNanuTeNbHOIO 04ara Ha KoXxe BOJIOCUCTOI
yacTW ronoBbl, 60NE3HEHHOCTb U 3yf B ovare.

JIYHU-MA3YPUHCKWE YTEHUSA. MaTepuans! VI Bcepoccuiickoii Hay4yHo-NpakTUYeCKoi KoHhepeHu i Monoasix yueHbix M. P.O. JlyHua u A.B. Maayputa (2025r.)



Co cnoB MaMbl, 60o/ieeT B TeyeHWu Mecdaua, Korga
BMEpBble NOSABUIMCD BbICbINaHWA Ha KOXE BOJIOCMCTOl
yacTu ronoBbl. PebeHoK 3a6onen nocne KoHTakTa c
XUBOTHbIMU (AIOMALLHWIA CKOT). JleYunucb ANUTENb-
HOE BPeMS Mo MecTy XUTeNbCTBa (B AepeBHE), MECTHO
CMa3sblBann caMOCTOSATENIbHO Ma3bto «Akpuaepm». Co-
CTOSIHME YXYALWMNOCh, 0Yar yBenuyuncs. Pe6eHok 6bin
HanpaBsJ/ieH Ha CTaLMOHapHOE fleYeHue.

Mpn nepBMYHOM OCMOTPE 06LLEE COCTOAHKE YAOBET-
BOPUTE/NbHOE, CO3HAHME SICHOE, NOJIOXEHNE aKTUBHOE,
TemnepaTypa tena — 36,4 C. Poct — 141 cM, Bec — 29 kr.
YA0BNEeTBOPUTENIBHOTO NUTaHMA. KOCTHO-MbILWEYHbIi
annapar pa3BuT NpaBuUAbHO. [lepMorpaduam KpacHblii.
LLledHble nuMdOY3Nbl yBENUYEHBI, pa3MepoM C Gaconb,
60sie3HEeHHbIe NpU Nanbnauuu. MpaHuLbl cepala B npe-
Jenax HopMbl, TOHbI cepaua icHble. MynbCc pUTMUYHBIN
85ya B 1 MuH., ApTepuanbHoe gasnenue 90/60 Mm. pT.
cT. HocoBoe fibixaHne cBO60AHOE. B nerkunx Besukynsp-
HOE AblXaHue, XxpUnoB HeT. 3eB CNOKOEH, I3bIK BAAXHbIN,
cB060JeH OT HaneTa. XXUBOT MATKUIA, 6€360J1e3HEHHBbIN.
MeyeHb He ManbnuUpyeTcs, CeNeseHKa He Nanbnupyer-
cs. CumnTom MacTepHaukoro oTpuuartenbHblii. Auypes
6e360N€3HEHHbIA, CBOBOAHBIA. CTyn OQOPMNEHHBIA,
eXeAHeBHbINA. JTOKanbHO NpM NOCTYNNEHUU: KOXHO-Na-
TONIOrMYECKUiA NpoLecc oCTpoBOCNaNUTENbHbINA, NOKa-
NU30BaH Ha KoXe TeMeHHOoW ob6nacTu. Wmeetcs ouar
noNywapoBuaHoi Hopmbl, TECTOBATON KOHCUCTEHL UM,
BO3BbILLAIOWKACS HAJ YPOBHEM KOXM Ha 1,5 cM, B ina-
meTpe 3,5 CM C YeTKMMM rpaHuL,aMmu, 6yrpucToil noBepx-
HOCTbO, Ha MOBEPXHOCTU KOTOPOr0 MHOXECTBEHHbIE
MyCTYNbl, FTHOWHbIE KOPKW. C paclUMpPeHHbIX YCTbEB BO-
nocsHbIX GONNKYNOB 06UNbHOE THOMHOE OTAENseMOe
(cumnTOM «MeoBbIX COT»). [pn NIerkoM HagaBMBaHUM
Ha ovar HabnoAaeTc MHTEHCMBHAs GOJIE3HEHHOCTD.
JlabopaTopHo: B 06leM aHanu3e KPoBKM OTMeyvaeTcs
neiikouunTos (15,76 x 10°/n), nosbiweHune COI (18 MM/u).
TakXe BaHaNnM3axcBONIOCUCTON YaCTM rONOBbI 6bIST Halt-
JEH BOJIOC, NOpaXeHHbI cnopamu rpuba- Trichophyton
ectothrix, B pesynbTaTax MccnejoBaHus noceBa 6bifl
o6HapyxeH Trichophyton verrucosum. bbin BbicTaBneH
AnarHo3 — MHGuNbTpaTUBHO-HArHouTenbHas Tpuxopu-
TMS BONOCUCTOM YacTu ronoBbl. HayaTo neyeHue: Mect-
HO- KOMNpecchl C pacCTBOPOM UXTUONA, HOAHO-Ma3eBoe
neyeHune, a UMeHHo: 5% o, 10% cepHo-canuumnoBas
Ma3b, ANUASALKUA BOJIOC B 04are U BOKPYr oyara Ha 2 cMm,
a TakXXe CUCTEMHbIe aHTUMUKOTUYECKMe cpepcTBa. Ha
[ecATbld AeHb Tepanuu MHGUANLTPAT Hayan NOCTENEHHO
yMeHblwaTbCs B pasmepe. K agBaguaTb NepBbiM CyTKam
6nslwKa cTana niockKom, NoBepxHOCTb nogcoxna. Mocne
NPOBeAIeHHOr0 NIeYeHUs 6bIN0 TPUXKAbl NPOBEAEHO MU-
KpOoCKonuyeckoe uccneaoBaHne maTepuanoB Ha Hanu-
une rpuboB C MHTEpBanaMu 5 -7 fHeil, pesynbTaTbl BCEX
Tpex uccrefloBaHuit Gblnu oTpuLatesbHbl. Ha mecTe
oyvara o6pasoBascs cToiKMi pybeLl.

BoiBoabl. [1pUBeEHHbI KNUHUYECKUI CNyYail noKa-
3blBaeT aKTyanbHOCTb paHHEN AMarHocTUKMW, CBOEBpe-
MEHHOr0 BbIIBJIEHUS UCTOYHUKA MH(pEKLMK, ocMOoTpa
KOHTaKTHbIX NnL, TWaTebHOro c6opa aHaMHesa, BbICO-
KO KBanudukauum cneymannucToB, Hanuyus cneunanu-
3MPOBAHHOr0 OTAENIEHUA C COBPEMEHHbIM OCHALLEHUEM,
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a TaKXe rnpaBuibHOro noagxofa K 1e4eHUo n npodmnal(-
TUKe TaKOro TAXXenoro naTosiornyeckoro npouecca Kak
MH¢)MﬂpraTMBHO'HaFHOMTEHbHaFI TpVIXO(bMTVIFI BOJIOCU-
CTOW YacTu ronoBbl.

OPAJIbHbIA ANNNEPTUYECKUIA
CUHOPOM Y PEBEHKA
C CEHCUBUTU3ALLUEN
K ANNEPTEHAM BEPE3bl
boromonosa E.A.

HayuHble pykoBoguTenn: j.M.H., npogeccop
®aiisynnnna P.M., k.M.H. FapypoBa P.P.

®rb0Yy BO BIMY MuH3apasa Poccuu

BeepieHune, akTyanbHoOCTb. OpanbHblii aniepruyeckuii
cuHapom (OAC) v aHrMoOTEK NONIOCTYM pTa NPeAcTaBAsAIoT
coboii IgE-onocpefoBaHHbIE peakuuW, KOTOpble 4acTo
pa3BUBAOTCA Y NALMEHTOB C CEHCMOUIM3aLIMeli K NblibLie
AepeBbeB, BKlovas 6epéay (Betula verrucosa). [naBHbIM
annepreHom aBnsietcs Bet v 1, oTHocAWMACA K cynepce-
mencTBy PR-10 6enKoB, KOTOPbI NPOABASET FOMOJIOrMI0
C annepreHamu MHOIUX pPacTUTENbHbIX MPOAYKTOB, Ta-
Kux Kak a1610ku, nepcuku, apaxuc. 0AC conpoBoxaercs
3YL0M, XOKEHMEM, OTEKOM CAIM3NCTOI 060J104KN NONOCTH
pTa W, B HEKOTOPbIX C/IyyasnX, aHrMOOTEKOM, UTO MOXET
yrpoXaTb XM13HU NauueHTa. B Poccuu, rae okono 24% na-
LMEHTOB UMEIT CEHCUOMNM3ALMIO K NblIbLie 6epE3bl, A0
70% U3 HUX UCNbITbIBAOT CUMNTOMbI NEPEKPECTHOI NK-
wesow annepruu. JleyeHne OAC TpebyeT UHAUBMAYaNU-
3MpOBaHHOro NOAX0Aa, HanpaBfIeHHOr0 Ha UCKNOYeHUe
annepreHHbIX NPOAYKTOB, MPU 3TOM BaXXHO COXPaHATb
cbanaHCMPOBAHHOE NUTaHue y aeTeil.

KnuHuyeckuit cnyvaii. [MauneHTka, 7 neT, ¢ XxpoHuye-
CKMM TeYeHMeM 6pOHXMANIbHON acTMbI U anyiepruyecko-
ro puHMTa, obpaTunach C anobaMu Ha 3aTPyAHEHHOE
AblXaHWe, NPUCTYN006pPasHbli Kawenb, 3y U 3aN0XeH-
HOCTb HOCa, @ TaKXe 3y rnas, 0CO6eHHO B BECEHHMWIl
nepuog. B aHaMHe3e — MHOTOKpaTHbIe aNKU304bl Opalib-
HOTO anfIepruyeckoro CMHApPoOMa 1 aHrMOOTEKOB Nocne
ynoTpeéneHus GpykToB (610K, FpyLL, NEPCUKOB) U ope-
X0B (apaxuc, GyHAYK).

AHamHe3 3a6oneBaHNs U XKU3HU. PebEHOK poguncs
Ha cpoke 38 Hefenb ¢ maccoi 3350 r u pocTtom 52 cMm.
HeoHaTanbHbli nepuop 6e3 0COGEHHOCTENl, rpyfHoe
BCKapmimBaHue — o 10 mecsiueB. HacnefCcTBEHHOCTb
no annepruyeckum 3aboneBaHusM He oTaroweHa. C
3 neT naumeHTKa oTMeyana 3nu3ofbl 6POHX006CTPYK-
umu Ha poHe OPBW. C 4 net B BeCeHHMIi nepuog nos-
BMJINCb CUMNTOMbI afiIepruyeckoro pUHMTa U KOHbIOH-
KTUBWTA, TMMEPEMUA M OTEK NNLA, @ TAKXKE CHUXEHUE
cnyxa. MNapannenbHo passuBanucb cumntombl OAC u
aHrMoOTEKOB Moche ynoTpebneHms NnpoaykToB, copep-
Xalux nepekpECTHO pearnpyoL e anyiepreHol.

OunarHoctuka. [ns YTOYHEHMUS CEHCMOBMNKU3aLnK
Obln NPOBefEH MONEKYNAPHbIA aHann3 ¢ UCNosb3o-
BaHneM Metopa ImmunoCAP ISAC. PesynbTaThl noka-
3a/M BbICOKYIO CTEMeHb CEHCUOMAU3ALWUU K Mblablie



6epésbl (Bet v 1) u 6enkam cemeiictea PR-10, a Takxe
YMEPEHHYI0 CeHCMOUAN3aLMo K 6enKam, CBA3aHHbIM C
nepeHocom nunuaos (LTP). 3Tu faHHble NOATBEPANIM
NepekpECTHYIO annepruio ¢ TaKuMuU NPoAyKTaMm, Kak
A610KM, NEPCUKM, apaxmc.

KnuHuueckun pguarHos. bpoHxmanbHas acTma, an-
nepruyeckas Gopma, CpefHEN CTENEHN TAXKECTH, nep-
cuctupyiowee TeyeHue. MonNIMHO3, CeHcUOUNM3aLUSs
K nbinbue 6epésbl (Bet v 1). Annepruyeckuii puHuT u
KOHBIOHKTUBUT. OpanibHblii annepruyeckuii CUHAPOM
n aHadunakcus, Bbl3BaHHbIE NEPEKPECTHON runepuys-
CTBUTENIbHOCTbBHO K MULLe.

JleyeHne n guHamuka. [ns KOHTpons acTmbl 6binia
HasHauyeHa 6a3ucHas Tepanust KOMOUHUPOBAHHbLIM WH-
ransTopom dopmotepona u 6yaeconuaa (4,5/80 mkr),
a TaKXe aHTUIMCTaMUHHbIMM CpejcTBaMu BTOPOro
NOKONEHNA [N NEYEHUA aNnnepruyeckoro puUHUTa U
KOHblOHKTUBUTA. [pu npossnenusx OAC n aHrmooTté-
KOB MCMOMb30BaNNCb aHTUTMCTAMUHbI U WHFaNAToPbI
KOPOTKOro AeiCTBuSA.

C y4y&éTOM MONEKYNSIPHbIX JaHHbIX 6blNa HasHayeHa
cy6nuHreanbHas annepreH-cneyupuyeckas UMMyHoTe-
panus (CNIUT) npenapaToM NbinbLbl 6epésbl. Ha nepsom
rogy Tepanuu Habnganucb 3aNM30AbI aHTMOOTEKA, KO-
TOpble KYNMpOBanuCcb aHTUrMCTaMUHaMU BTOPOro NOKo-
NeHNs 1 MHranaTopom B2-aroHuctoB. OgHaKko Tepanus
Oblna BPeMEHHO NMPUOCTAHOBNEHA M3-3a NPOrpeccupo-
BaHMA peakuuu. Mocne Koppekuun A03bl NnpenapaTa u
npogomxkenus CIIUT, Habntopanoch ynyyleHne KAMHU-
YECKWUX CUMNTOMOB: YMEHbLIEHWE Ha3abHbIX W F1asHbIX
CMMNTOMOB, CHUXEHUE NOTPE6GHOCTU B MEANKAMEHTO3-
HOW Tepanuu, ynyylleHme KayecTBa XU3SHM.

3aknioueHne u BbiBOAbI. [laHHbIA cnyvyail nog-
TBEPXJAeT BaXHOCTb KOMMAEKCHOro NoaxoAa B Au-
arHocTuKe W NleYeHUn feTeii C anneprueit Ha nbiabLy
6epésbl U NepeKpECTHON NULLEBOI TMNEepYyBCTBUTENb-
HOCTb0. [IpUMeHeHe MONEeKYNAPHOI AUarHOCTUKM No-
3BONNET 60nee TOUHO BbIABUTb CEHCUOMAUIMPYHOLLME
anneprexbl, 4To cnocobcTByeT BbI6OpPY 3IGPEKTUBHBIX
METOJOB JleYeHus, Takux Kak annepreH-cneuunduye-
CKaf MMMYHOTEpanus, W ynyylaet KOHTPONb Haj an-
nepruyeckoit naTonoruen.

KNUHUYECKUIA CNYYAHN
WANONATUYECKOW NPUOBPETEHHOWM
NOMIHOM NONEPEYHOW AB BJIOKA bl

Bbpbisranuna C.10., Munexuna M.I0.

MHOTObYHKLUMOHaNbHbIA MeanUMHCKUIA ueHTp MECK
Ha MU4ypUHCKOM npocnekTe
['BY3 «HIL| ncuxmyeckoro 340poBbs AeTel
nnoapocTkos um. IE. Cyxapesoi» [13M

BeepeHue. MonHasa nonepeyHas AB 6nokaga — 3Tto
JOCTaTOYHO pPefKOe COCTOSHUE, Yalle BCEro ABNALoLLe-
€Ccsl OC/IOXXHEHWEM OCHOBHOro 3aboneBaHuss UNM No-
CNeACTBUEM ATPOreHHOro BMELIATeNbCTBa.

BpoxpeHHas nonHas AB 6110Kkaga MOXeT 6biTb 00Y-
CNOBJiIeHa ayTOMMMYHHbIM KOH(QJIMKTOM NGO BO3HU-

KaeT BCNeAcTBME CTPYKTYpHOro pgedekTta pasBuTHS.
CpepHAsl yacToTa BPOXAEHHON monHoi AB 6nokagbl
cocTaBnseT 1 Ha 22 TbiC. HOBOPOXAEHHbIX U KonebneT-
cA B npefenax ot 1 Ha 25 000 go 1 Ha 15 000. Cratu-
CTUYECKMe AaHHbIe N0 BCTPEYAEMOCTM NPUOBPETEHHOIA
AB-6nokagb! lll oTcyTCTBY!HOT.

dTuonorua npuobpeteHHoi AB 6nokajbl pasHoo-
6pasHa. Yawe Bcero y feteit AB 6nokaga Ill ctenenu
AnarHocTupyetcs B WUCXOAe BOCNanUTENbHOro nopa-
XEHWs Muokapfa W npu kKapguomuonatuax. B psage
cnyyaeB npuobpeteHHas AB 6nokapa Ill cteneHn Bos-
HUKaeT Nnoce onepaTMBHbIX BMELATeNbCTB Ha cepLe.
PasButuem AB 6n0kas MOryT CONPoOBOXAATbCA S Ha-
CNeACTBEHHbIX U HEMPOMbILWEYHbIX 3aboneBaHnii. 060-
COGMEHHO CTOMUT rpynna MAMONaTUYECKMX NMPOrpeccu-
pytownx AB 6nokag, yalle UMeroLwux HacneLCTBEHHbII
XxapakTep, Hanpumep, 6onesHu Jlea u JleHerpa.

AxTyanbHocTb. Huxe npefcraBneH cnyvait uauona-
TUYECKOW NPUO6PETEHHOI NONHOI NonepeyHoit AB 6510-
Kagabl y peberka 13 net 6e3 conyTCTBYIOLLEl NaTONOT UK.
KpaiiHe HeBblCOKaf 4YacTOTa BCTPEYaeMOCTU TaKoro
COCTOAHNA M HecneunduyecKkas KNMHUYECKasn KapTHHa,
a TaK)Xe BbICTPOE Pa3BUTUE XXM3HEYTPOXKAIOLLNX OCIOX-
HEHUI U BbICOKAs BEPOATHOCTb JieTalbHOro UCX0Aa MpH
€CTeCTBEHHOM TeYeHWUMN JaHHOro COCTOAHMA AenaeT ak-
TyasbHbIM LUMPOKOE OCBELLEHME 3TOr0 BOMpoca.

Lenb. AKTyanbHOCTb JaHHOTO BONpOCa npeanonara-
eT uHhopMupoBaHMe CneLnannucToB y3KOro U WNPOKO-
ro npoduna o6 aTUONOrUM, NaToreHese, KANHUYECKOI
KapTWHe, ANArHOCTUKE, eYeHUN U HAabNIOAEHUN TaKUX
naLneHToB.

Knuunyeckuit cnyvaii. MaunenTtka 13 net obpatu-
nacb ambynaTopHO K Bpauy-neauaTtpy c xano6amu
Ha cna6ocTb, GbICTPYO YTOMJIAEMOCTb, COHNMBOCTb.
MapLlupyTuaupoBaHa K 3HLOKPUHONOTY, HEBPOAOry W
LEeTCKOMY Kapnonory s UCK/OYEHNA OpraHuyecKoii
natonorun. Ha npueMe feTckoro Kapanonora Ha ce6s
obpatTuna BHUMaHWEe BblpaXeHHas 6pagukapaus Ao
45 ya/MUH, He Kynupytowasca B optocTase. 1o pesynb-
TaTaMm anekTpokapauorpaduu (3Kl — Bnepsble BbisiB-
NeHHasa nonHas nonepeyHas AB 6nokaga lll cTeneHu.
Mpu aHanu3e uctopun 601e3HN paHee feBOYKa Habto-
Aanacb y AeTcKoro kapauonora ¢ GyHKLMoHanbHoii AB
6nokapoii | ctenexu.

YunTbiBas OTCYTCTBUE KNUHUYECKUX MPU3HAKOB re-
MOAWHAMMYECKOW HecTabWIbHOCTW NauMeHTKW, npo-
BEfleHa aMmbynaTopHas na6opaTOpHas [MarHocTuka,
Obln MCKMOYEH aKTUBHbIA BOCNANMTENbHbIA npouecc
(ocTpodpazoBbie Genku, kapauocneuuduyeckue map-
Kepbl), PeBMaToNornyeckue npobbl OTPULATENbHbIE,
aHTMTena K aHTUreHy MuoKapgay Toxe oTpuuaTesibHble.
Opyrumun cneuyuanuctamu y3koro npoduns (Heeponor,
3HAOKPWHOJMOT) WCKNIOYEHO COMyTCTBYlOLWEE Mopa-
XEHUe MPOoYUX OpraHoB U cucTeM. Takxe npoBefjeHa
WHCTpPYMEHTanbHaa AuarHoctuka, No pesynbratam
axokapauorpacduu (3X0 KI') BbiIBNEHO yMepeHHOoe pac-
WMPEHMEe KOHEYHOro [MacTONMYECKOro obbema, npu
XONTEPOBCKOM MOHWUTOPUPOBAHUM CEPAEYHOr0 pUTMa
(XM 9KT) nonHas nonepeyHas AB 6nokaga Ill cteneny,
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AB y3noBoii puTM, yacToTa CepfeyHbiXx COKpalieHui
(4CC) 39-73 ya/MuH.

BbinonHeHa MarHMTHO-pe3oHaHcHass Tomorpadus
(MPT) cepaua ¢ KOHTPACTUPOBAHNEM, BbiSIBNIEHbI 2 OC-
HOBHbIX Kputepus Lake Louise, yBenuyeHue nonoctu
neBoro xenyaouka, auddysHolil Gubpo3 no nepefHemy,
nepefHe-60KOBOMY M NepeaHe-NneperopogoyHomy cer-
MEHTaM NeBOro Xenyfouka.

MauneHTKe 6blT YyCTAHOBMEH [BYXKAaMepHbIA 3nek-
TpokapaunocTumynsatop, pexxum DDDR, HO reHes faHHo-
ro COCTOAIHUA 0CTaeTCA HEACHbIM.

BbiBopbl. Ha faHHbI MOMEHT NpUYUHA NpOrpeccu-
PYIOLLEro NMOpaXKeHMs NPOBOAALLEN CUCTEMbI CepaLa C
MCX0A40M B NOMHYH nonepeynyto AB 6nokapy Il cteneHu
Yy AaHHOW nauueHTKW HeusBecTHa. OfHako, yuuTbiBas
otcyTcTBue no XM 3KI apyrux HapyweHuin puTma u 30H
runo- u akuHesa muokapga no 3X0 KI n MPT cepaua,
BOCMaNUTENbHbIA reHe3 AaHHOr0 COCTOSHUA KaXeTcs
ManoBepoATHbIM. [peAnoNnoXuUTeNbHO, UMeeTCA U30-
NUPOBaHHOE NpOorpeccupyrollee nopaxeHue nposoas-
el cuctembl 6e3 BOBNEYEHUS paboyero MMokapaa.

Ha gaHHbIn MOMEHT NPOBOAMUTCA FEHETUYECKOe uC-
cnejoBaHue, nNaHenb «nporpeccupylollme HapylweHus
CepAeyYHOi NPOBOAMMOCTMY.

NOCNEACTBUA NEPEHECEHHOM
LLEPEEPAJIbHON ULLEMUWU
Y PEBGEHKA NEPBOI0 rofA XXU3Hu,
POOUBLUErOCA Y YXEHLLMUHbI
C TPOMBOOUIIUEN

Porosa A.C., Axanosa E.A., MapTbiHoB A.A.,
Epmoxuna [1.A.

Hayynbiii pykoBogutenn: j.M.H. UnbuHa A.A.

O®rAQY BO PHMMY um. H.W. Mnuporoesa MuH3apasa
Poccum (MnporoBcKunid YHuBepcuTeT)

AKTyanbHOCTb. Hanuume NocTOSHHbBIX U BPEMEHHBIX
(hakTOpOB TPOMOOreHHOr0 pUCKa Y XEHLWMUH C TPOMGO-
bunueit onpefenset cocTosHUE 30POBbA pebeHKa Kak
BHYTPUYTPO6HO, TaK U B TeYeHUe BCEro Nepeoro roga
KU3HN.

Llenb. OueHnTb COCTOSIHUE 310pOBbA pebeHKa nep-
BOrO roJia XXM3HMN Y XeHLWNHbI C TpomMbodunuei.

Knunuyeckuit cnyvaii. Manbuuk M. y matepu c oTs-
rOWeHHbIM aHaMHE30M: CEMENHbIM TPOMOOTUYECKUM
(vHCYNbT y AenylWwKw, rMNepToHMYyeckas 60/esHb y ba-
6ywWwKu), comaTyeckum (paccTpoifCTBO BereTaTUBHOI
HEPBHOI CUCTEMbI, XPOHUYECKUI TOH3UNUT), TUHEKO-
NIOTUYECKUM (XPOHWYECKMIA afHEKCUT) M aKyLIEpCKUM
(2 HepasBuBatowmxcs 6epeMeHHOCTH). bepeMeHHOCTb
Y XEHLUHbI TpeTbs, C Npeaknamncuein Bo 2 u 3 Tpume-
cTpax Ha (oHe mpuema 3HOKcanapuHa Hatpus. Poabl
Ha 39 Helene NyTeM 3KCTPEHHOrO KecapeBa CeyeHus B
CBAI3W C pa3BUTMEM OCTpOW runokcum nnoga. Cocros-
Hue peGeHKa Npu POXAEHUM CPeHEN CTENEHMN TAXKECTU
B CBSAI3W C BHYTPMYTPOBHOI rMnokcuei, LepebpanbHoii
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nwemueid, 3afepxKoi BHYTPUYTPOGHOr0 pasBUTUA
(macca — 2830, pocT — 50 cm) U MOPDODYHKLMOHANb-
HOW He3penocTblo. OueHka no wkane APGAR 7/7 6an-
noe. Tpom6odunus y maTepu BepuduLUpPOBaHa Ha
OCHOBAHWM HaIM4YNS CEMEIHOTO TPOMGOTMYECKOTO aHa-
MHe3a, NoCTOSHHbIX (MoNUMOpPGU3MbI TEHOB CUCTEMDI
remocTasa: MHrM6uTOpa akTUBaTOpa NNA3MMWHOrEeHa,
MeTuneHTeTparuapodonaTpeaykTasbl, METUOHUHCUH-
Tasbl-pefiykTasbl, METUOHUHCUHTa3bl, QUOPUHOreHa,
WHTErpuHa a2 n TpombounTapHoro peuentopa ¢hubpu-
HOreHa; pacCTpOWCTBO BEreTaTUBHOW HEPBHOW CUCTe-
Mbl) W BpeMeHHbiX (aHTUHOCHONUNUAHDBIA CUHLPOM,
npeaknamncus) $hakTopoB TPOMGOreHHOro pucka w
HaIMYMs OCNOXHEHHOTO aKyLWEPCKOro aHamHesa (2 He-
pasBuBaloLWMecs GEPEMEHHOCTH).

Y pebeHka Takxe 6blnu onpejeneHbl nonMmophus-
Mbl TEHOB WHrMGMTOpPa akTUBaTOpa NNA3MMWHOrEeHa,
MeTuneHTeTparngpodonatpesykrassl, METUOHUH-
CUHTa3bl, pubpUHOreHa, MHTerpuHa a2, daktopa FVII
n TpombouuTapHoro raukonpotenHa 1B. lpu oueHke
COCTOSIHUS 3[0pOBbs pebeHka 1 Mecsua fuarHocTu-
pOBaHO: MOCNEACTBUS MepPeHeceHHON LepebpanbHOi
UWemMun 2 CTEneHn, CUHAPOM MbIIEYHON [JUCTOHUM,
(QYHKLUMOHANbHbIE HAPYLEHUS XeNy[0YHO-KULIEYHOrOo
TpakTa Ha (oHe AWCOMO3a KMLEYHMKA, acCOLMUMUPO-
BaHHoOro Proteus vulgaris, Klebsiella pneumoniae n rpu-
6amu popa Candida. lMpoBegeHo remocTtasnonoruye-
CKOe WccnejoBaHWe: Koarynorpamma (nokasaTenu B
HopMe) M Tpom6oanacTorpadus (XpoHoMeTpuyeckas
runepkoarynauus (r+k 14 Mm) 1 noBbIEHUE KOAryNaHT-
HOi akTUBHOCTM TpoM6bouuToe (KAT 2,9)). Y pebenka
6 MecsUeB TakXe HEBPOJIOTOM AMArHOCTUPYHOTCA No-
CNefiCTBUA TNepeHEeCeHHOW LepebpanbHON uLEeMuH,
CMHAPOM ABUraTesbHbIX HapPYLLEHWIA, HAPYLIEHME CHA U
BereTo-BUCLiepanbHbId CUHAPOM, a B 12 MecALEeB Xu3-
HU — fO6pOKayecTBEHHAsA BHYTpUUepenHas runepreH-
31$I, HapyLeHne cHa. JleyeHue B TEYEHME NEPBOrO rofa
XW3HU: alleTasonaMui, Kanua u MarHus acnaparuHar,
aMuHoheHunmacnsaHas KucnoTa, GonueBas KUCNOTa,
TONNepusoH, 6akTepuodaru, NPpoGUOTUKK, CUMETUKOH.
KoHTponbHOE reMOoCTasnonormyeckoe uUccnegoBaHue
K 12 MecsiuaM XW3HM OTpaXxano HopMaJbHble MoKasa-
TeNin Koarynorpammbl, CTOMKO COXPaHAIOLLYIOCSH XPOHO-
MeTpuyeckyto runepkoarynsuuio (r+k 10 Mm) 1 noBbiwe-
HWE KOarynsiHTHOM akTUBHOCTH TpoMboumuToB (KAT 3,0).

3aknioyeHne. Takum o6pa3om, y pebeHka, pofmB-
erocs y XeHWnHbl ¢ TpoM6odunuen, 6epeMeHHOCTb
KOTOpOIA mpoTekana C NpeaKnaMncuein HECMOTPS Ha
NPOBOAMMYIO TEpPanuio B TEYEHME BCEr0 reCcTalMOHHOro
nepuosa HU3KOMONEKYNSPHbIMU renapuHamu, B Tede-
HUEe BCEro NepBOro rofia Xu3Hu CTOWKO AMarHOCTUpO-
BanMCb MOCNeACTBUS MEPEHECEHHOI Lepe6panbHOi
NWeMun ¢ pasBUTUEM J06POKAYECTBEHHON BHYTpUye-
penHom runepTeH3nm K 12 mecauam xu3Hu. Takxe B Te-
YeHue BCEro NepBoro rofia XM3Hu CTOMKO COXpaHANuch
reMoCTasnonornyeckme USMeHeHusa Ha TpomM60anacTo-
rpamMMe B BUJE XPOHOMETPUYECKOI rMnepKoarynaLum u
MOBbIEHNS KOArYNAHTHON aKTUBHOCTU TPOMOBOLIUTOB.
[laHHOe 06cTOATENBCTBO TPebyeT pa3paboTku onpeje-
NIEHHOrO0 anropuTMa obcnefloBaHus U neyeHus pebeHka
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Y XEHLWMHbI ¢ TpoMbodunmnein (onpeaeneHune noaumop-
(Gn3MOB reHOB CUCTEMbI FEMOCTa3a W B TEYEHUE NePBO-
ro rofa XusHu HabnlAeHne HEBPOIOrOM, NPOBEAEHNE
TPOM6031acTOrpaMMbl U HazHaYeHMe NpenapaToB, HOP-
Ma nn3yoLnX NOTEHLUAN CBEPTbIBAHUS KPOBMU) C LiENbLO
npo®uUnakTMKU pasBuTUA TpOM6OreMopparuyeckux oc-
NOXHEHUI B flaNibHENLIEM.

OAWATHOCTUYECKUIA MOUCK
N KNTWHUYECKUIA UCXO[, Y PEBEHKA
C CUHAPOMOM OCMOTUYECKOM
OEMUENUHU3ALUK
Tynynosa C.A., Kypaucos C.C.

HayuHbie pykoBoguTenu: §.M.H., npogeccop
Komapoga U.b., 4.m.H., npogpeccop 3bikoB B.11.,
K.M.H. ®apHocoBa M.E.

OrKB um. 3.A. bawwnseBoit

BeepaeHue, akTyanbHocTb. CUHAPOM OCMOTUYECKOIA
pemuenuHusauuu (COL) — penkoe B neauaTpUUYECKOIid
NnpakTUKe 3aboneBaHue, BKKOYaKWllee B Cebs LeH-
TpanbHblif NOHTWIAHBLIA W 3IKCTPANOHTUWHbIA MUenu-
HOJIM3 N CBA3AHHOE C HWU3KUM WU BbICOKUM YPOBHEM
HaTpusa KpoBu. B 6onbwmnHcTBe cnyyaes COJl BbI3BaHO
MHTEHCUBHOMN KOppeKLWei rTMNnoHaTPMeEMUN B KOPOTKMHE
CPOKM U UMEET Nepuoj «<MHUMOTO 6narononiyymns». Knu-
Huyeckun COJ, nposiBnseTcA cnacTuyeckum TeTpanape-
30M, NceBpo6ynb6apHbIM Napanuyom, KOMOW, CyAopo-
raMum u UMeeT BbICOKMA PUCK PasBUTUS OCTATOYHOro
HeBposornyeckoro geduunTa uam netanbHOro UCXoAa
y naymeHTa.

KnuHuyeckuii cnyvaii. [lesouka 17 net noctynuna B
OIKB um. 3.A. bawnsesoi no CMIT B cBA3K C BNepBbIe
pa3BMBLIEMCS TeHEPanu30BaHHbIM CYLOPOXHbIM Npu-
CTynoM. HakaHyHe rocnutanusauuu y naumeHTta 6biim
Xano6bl Ha OTCYTCTBME MOYEUCMYCKAHMS B TEYEHMe
HECKO/NbKMUX YacoB, TOLIHOTY, BblpaXeHHYo cnabocTb.
TakxXe, Ha NPOTAXEHUN ABYX NeT pebeHOK orpaHnymBan
cebs B NULLEBOM paLiMoHe.

Mpu nocTynneHun B NpMeMHOE OTAENEHUE Y pebeHKa
MOBTOPU/ICA CYAOPOXHbIA NMPUCTYN, Na6opaToOpPHO: Me-
Tabonmuyeckuii ankanos pH — 7,58, kanuii — 1,2 mmonb/n,
HaTpuit — 102 mmonb/n, kanbuun — 0,94 mmonb/n. Beu-
Ay TAXKECTU COCTOAHUSA pe6eHOK rocnMTanusnMpoBaH B
OPUT, nHuumnpoBaHa nHdysmoHHas Tepanuu runepro-
HUYeCKMMM pacTBOpamu Kpuctannongos. Ha ¢poHe npo-
BOAMMOIA Tepanun exegHeBHbl npupocT HaTpua — 10
MMOJb/f, AOCTUrHYT LieNeBON YyPOBEHb ANIEKTPONUTOB,
MONIOXNUTENbHAA AWHAMUKA B 06LLEM COCTOSIHUM NaLy-
eHTa. Ha 5 c HaxoxeHusi B OPUT — nogbemM Temnepary-
pbl A0 GEOPUNBHBIX LNGP, CHUXEHME PeakL N Ha OKpY-
XalolWux, peyb Ju3apTpuyHa, pasBuTme CnacTuYeckoro
TeTpanapesa. [lpoBeieHO MarHUTHO-pe3oHaHCHaa To-
morpadus ronosHoro Moara (MPT M) ¢ KOHTpPaCTHbIM
ycuneHueM: 6e3 04aroBoii NaToNornu.

YyuTbiBas aHaMHe3, KIMHUYECKYH0 KapTUHY, laHHble
o6cnenoBanns, nposoauica auddepeHunanbHblii an-

arHos ¢ TeyeHMem MHQEKLUOHHOro, ayTOMMMYHHOTO,
OCMOTHUYECKOTO [EeMUennHu3upytoero 3aboneBaHus
HepBHOI cuctembl. lNpoBefeHo uccneaoBaHne NUKBO-
pa: Bo36yaAnTeNnu 6akTepuasnbHbIX U BUPYCHbIX MEHUH-
TMTOB HE 06HapyXeHbl. MaHenb Ha ayTOUMMYHHbIE 3H-
uebanutbl — oTpuuatenbHa. Ha nostopHom MPT 'M:
kapTuHa COJ, B BuAe NposiBAEHUIA LEHTPanbHOro NoH-
TUHHOIO W 3KCTPANOHTUHHOrO MUENUHONMU3A.

YuntbiBas pe@UAMHI-CUHLPOM B aHaMHese, obuie-
MO3rOBYI0 M 0YaroBYl0 HEBPOJIOrMYECKYI CUMMTOMa-
TUKY, 3NU304NYECKNE NOABEMDI TEMMepaTypbl Tena 4o
(hebpunbHblx LUDP, GOKaNbHYI0 CUMMETPUYHYIO AEMU-
eNMHKU3aLmIo B 6a3abHbIX FaHrNAX (Mo faHHbiM MPT),
y nauueHTa 6bl1 BepudULMpPOBaH LLEHTPanbHblii 3KCTpa-
MOHTWUHHDbI MUENUHONNS, 06YCNOBNEHHDI BOLHO-3/1€K-
TPONUTHbIMU HapylWeHNsAMU. HasHaueHa nynbc-Tepanus
MeTUANpPeAHU30IOHOM, KNIOHa3enam, 6aknopeH BBUAY
M3MEHEHUS! MbILWEYHOro TOHyca Mo LUCTOHWYECKOMY
Tuny. [leBoyka 6bina cTabunnaupoBaHa B coMaTuye-
CKOM cTaTyce, B ABUraTesibHON cepe Habnwoganacb
MONOXMUTENbHAS AMHAMMKA B BUAE YBENUYEHNS 06bEMA
CaMOCTOATENbHbIX ABUXEHWUIA: MAaLMEHT BCTaN, XO4UT C
noAaepXXKOW M caMOCTOSITeNIbHO NepeBopaynBaeTcs B
KpoBaTu. [leBoYKa 6blsia BbiNMCaHa Ha peabunuTaLmoH-
HOE NneyvyeHune.

3akniouenne n Bbisogbl. [1na COJl xapakTepHbl: HU3-
Kas BCTPeYyaeMoCTb, WMPOKasA 3TMONOrusA, OTCYyTCTBUE
MaTOrHOMOHMYHbIX CUMNTOMOB B febloTe 3abonesa-
HUA, UHBaNWAN3ALMA, BOSMOXHbIA NeTanbHbIl UCXOA.
MosToMy Heo6X0AWMO TIATENbHO KOHTPONMPOBATb
KOpPPEKLMWI0 TMOHAaTPMEMUM OCOBEHHO Y NaLUEHTOB U3
rpynnbl pucka no passutuo COJLl, ucnonbsoBaTtb Mynb-
TUAUCLMUNAMHAPHBIA NOLX0S M PacCMOTPETb BO3MOX-
HOCTb noBTOpHOro MPT 'M npu nof03peHnm Ha AaHHYIo
naTonoruto.

BHYTPUMO3roBOE KPOBOU3JIUAHUE
Y PEBEHKA, POAUBLLUErOCA
Y XXEHWWUHbI C TPOMBO®UNTUEN
MapTbiHoB A.A., PoroBa A.C., Epmoxuna [].A.
HayyHbiii pykoBoguTenn: j.M.H. UnbuHa A.A.

OrAQY BO PHAMY um. H.W. Muporosa Mun3gpasa
Poccuu (Mnporoscknii YHuBepcuTeT)

AKTyanbHocTb. COCTOsIHME 340POBbA pebeHKa onpe-
AenseTca COCTOAHMEM 3[,0pOBbsl MaTepu. Cpeau Hapy-
WEeHMA reMocTasa B CUCTEME “XKeHLMHa-NI0A-HOBOPO-
XIOEHHbIX" TpoMbohunua 3aHumaeT Bepjyliee MecTo,
onpejenss pasBUTUE passnyHbIX TpOM6OremMopparuye-
CKUX OCNOXHEHUIA, UMEIOLLMX NPOrHOCTUYECKUE PUCKU
pasBUTUSA PeLMAUBOB, HEBPONIOTMYECKOro aeduuuta u

counanbHoi AesafanTaunm B 6ygywem.

KnuHnyeckuit cnyvail. [lesouka E. 2 mecsues, po-
aunacb y matepu 30 ner, ot |l 6epemenHocTu (I Gepe-
MEHHOCTb CaMOMPOU3BOJIbHbIA a6opT), MpoTekaBLiei
C TOKCMKO30M U npeaknamncueid. Poabl Ha 39 Hepene
rectauuu, co cTumynaumeidl okcutoumHoM. CocTtosiHue
pebeHKa Npu POXAEHUM CPefHeil CTENEHU TAXKECTH,
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06YyC/IOBNIEHHOW NEepeHeceHHol BHYTPUYTPOOHON ru-
nokcwei, WHTpaHaTanbHoii achukcuenn (APGAR 6/7) u
rMNOKCUYECKU-NLIEMMYECKUM nopaxeHuem LIHC. Pebe-
HOK BbIMMCaH U3 poaaoma Ha 4-e cyTKu U Habnaancs
HEBPO/OroM No MecTy XuTenbctea. B Bo3pacTe 2 me-
csileB pe6eHoK 6bl AOCTABMIEH B CTALMOHap C Xaso-
6aMu Ha BblpaxxeHHOe 6ecnoKONCTBO M pBOTY. CpeaHss
CTeneHb TAXECTM Npu MoCcTynneHun 6bina o6ycnos-
neHa NocnepcTBMAMM MEpeHEcCeHHON LepebpanbHOM
WIIEMUM, TUNEPTEHSNOHHBIM CUHLPOMOM, CUHAPOMOM
rMnepBo36yLMMOCTN U CYAOPOXHbIM CUHAPOMOM. [pu
nposegeHnn MPT ronoBHOro Mo3sra BbiIBEHO CTPYK-
TYPHOE MOpaXKeHne rofIOBHOr0 MO3ra — BHYTpuUyepen-
Hoe (BHYTPMMO3roBOE) KpoBOU3NuUsHME cripaBa. pu
W3yYeHUM CEeMENHOro TPOMOBOTUYECKOro aHaMHesa
BbISIBNEHbI WHCYNbT Y AEAYLKM, MHCYIbT Y 6abywKu.
MepBUYHbIMKM GakTOpamMn TPOMOOreHHOro pUcka y Ma-
Tepu Gbinu: nabéopatopHble (MyTauus FV JleidgeHa) u
KNMHUYeckue (BapukosHas 60ne3Hb BEH HUXHUX KO-
HEYHOCTeM, XpPOHMYeCKas BEHO3HasA HEA0CTaTOYHOCTb,
runepToHMyeckas 6GonesHb). BTopuuHbiMM (akTOpa-
MU TPOMOOFeHHOro pucka 6binM: TOKCUKO3 W Mpes-
KNaMMncus, a OCNOXHEHHbIM aKyLepCKUM aHaMHEe30M,
noATBEPXAAOWMM ANArHO3 peanusoBaHHOl Tpombo-
¢bunum 661N camonpon3BONbHbIA a6opT. B CBSA3M C 3TUM
JaHHOMY pebeHKy Takxe 6bl10 NpoBeAEHO UCCNeAo-
BaHWe nofMMopGuU3MoB reHoB CMCTEMbl reMocTasa U
BbISIB/IEHbl T€TEPO3MIOTHbIE MyTauuu reHoB ¢aktopa
V (NleiigeHa) n MeTuneHTeTparugpodonatpesykrassl,
a Tak)Xe roMO3uroTHbI BapuaHT reHa MeTUOHUH-CUH-
Tasbl peaykTasbl. B KNMHMYECKOM aHanuse KpoBM
BbIIBIEHO HE3HAYUTENIbHOE CHUXEHWe TPOMO6OLUTOB
(170 x 10°/n), B KOArynorpaMme oTMEYEHO yBEUYEHUE
npoTpom6uHa no Keuky (140%), NoBbiWEHME YPOBHS
[O-numepoB (1900 Hr/mMn), YTo OTpaxaeT GopMUpoBaHUue
Koarynonatuu notpebneHus. Mpu uHTerpanbHoii oueH-
Ke CMCTEeMbl remocTasa (TpoMboanactorpamMmma, arpera-
Torpamma, Mapkepbl GuépuHoobpasoBaHus — [-aume-
pbl, U TpoMGUHEeMUM — PKM®) BbisiBNeHo yBenuyeHue
nokasatens yrna a — 7°, KOarynsiHTHOW aKkTUBHOCTU
TpoMm6ounToB (4,5), akTUBaLMa PUEPMHOOGPA30BaHMUS,
XPOHOMETpUYECKast runepKoarynauusi, HOpMOQyHKLNA
TPOMOOLMTOB, YTO AOCTOBEPHO XapakTepu3yeT MOBbl-
WEHHbI MOTEHLMAN CBepPTbiBaHUA KPOBWU. Takum 06-
pasoM, MOy4YeHHblE FeMOCTa3nOoNIOTMYeCKUe AaHHbIe
06BACHAIT NaTOreHeTUYeCcKuMe aTanbl peanusayuu BYK
y pebeHka ¢ Tpombodunuei,, CnpoBOLMpPOBaBLUEN YCH-
JIEHHYI0 TeHepauuioo Tpom6uHa (mpoTpoM6oTuyeckas
CUTyaLusi), TUNEpNPOAYKLUIO NAasMUHA U BTOPUYHBIi
naTonornyeckunii runepGuMOpUHONN3, KOTopblin SBKUACA
MPUUYKUHOI NOCTTPOMOBOTUYECKOTO KPOBOU3SIUSIHUS.

3aknioyenue. [laHHbIA KNWHWUYECKKIA cnyvyall pas3su-
Tua BYK Ha dhoHe no3fHO AnarHocTUpOBaHHOI NepBuy-
HOW TpoM6odunumM y pebeHka, NOLTBEPXAAET HE0BX0 M-
MOCTb KOMMEKCHON ANArHOCTUKM, B TOM YMCIE OLIEHKU
TPOM60OTMYECKOTO aHaMHe3a CeMbM, BbIIBEHUA nep-
BUYHBIX (BKNIOYAs BbIIBNIEHUE FEHETUYECKUX NONMMOP-
(GM3MOB CUCTEMbI reMOCTasa) U/unu BTOpUYHbIX GakTo-
poB TPOMGOremMopparuyeckoro pucka (BHyTpuyTpoGHas
runokcus, LuepebpanbHas MIWEMHUS), NPOBEAEHNS Koary-
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norpahuyeckoro u TpoM603nacTorpaduyeckoro uccne-
LOBaHWs, arperaTOMeTpPUM U OLEHKN BYHKLMOHANBHOM
aKTMBHOCTW TPOMBOLMTOB, BbISIBNEHUS MapkepoB Qu-
6pMHO06pa3oBaHNA M TPOMOUHEMUM — C LLEeNbI0 NPefoT-
BpalLeHNs pa3BMTUS TPOMGOreMopparuyecknx peumau-
BOB Yy pebeHKa B AabHeiLeM.

BTOPU4YHAA LEPBUKAJIbHAA
AUCTOHUA — HEOYEBUAHbIN MPU3HAK
onyxoJiu CMUHHOI0 MO3rA
llexsaToBa A.A.

Hayunbiii pykoBogutenn: Ky3neyoBa A.A.

'bY3 «Mopo3sosckasa A Kb» 3M,
HIML ncuxoHeBponoruv um. 3.M. ConoBbeBa

BeepeHue. [JucToHus npeacTaBnseT coboii retepo-
reHHOe TMNepKUHETUYECKOE PacCTPONCTBO LieHTpasb-
Hoit HepBHoii cucTembl (LIHC), koTopoe xapakTepuayeT-
CSl HeperynspHbIMKU, HEPUTMUYHBIMU, CTEPEOTUMHbBIMY,
HaCWIbCTBEHHbIMU ABMXEHUSIMU Pa3NIUYHbIX YacTeid
Tena, U3MeHEHMEM MbILEYHOro ToHyca 1 hopMupoBa-
HUEeM naTtonorunyeckux nos. [laToreHes AUCTOHUI [0
KOHL,a He u3yyeH. MpUHATO cYnTaThb, YTO 3TOT CUHLPOM
pasBuBaeTCA NpW MOPaXeHWu CTPYKTYp IKcTpanupa-
MUAHOW CMCTEMbl FONIOBHOMO MO3ra, 0AHaKo, pefko
BCTPEYAKOTCS LUCTOHWUM MPU CTPYKTYPHbBIX MOPaXEHUSAX
CMMHHOrO Mo3ra.

AKTyanbHOCTb. [lMarHocTUKa PacCTPONCTB ABUXKeE-
HUA ABNSETCA CNOXHO 3afayelt BBUAY 6onblioro de-
HOMEHOJIOTMYECKOro pa3HO06pasnsi U OrpaHUYEHHOTo
KonnyecTBa BEpUOULUPYIOLNX METOLOB ANArHOCTUKM.
B nonynsiumu yawe BCTPeYaroTCA TEHETUYECKM 006y-
CNOBMIEHHbIE JUCTOHUK, HEMPOBU3Yannu3aLmna KOTOpbIX
HOCUT HeumH(hOpMaTUBHbLIA XapakTep, a AMarHoCTMKa
OCHOBbIBAETCS TONbKO Ha KIMHUYECKMX AaHHbIX. B cBA-
31 C 3TUM, NOMCK BTOPUYHbBIX MPUYNH MOXET ObITb Orpa-
HWYEH 3a CYET CHUXXEHHOM HAaCTOPOXEHHOCTU Bpayeii.
Kak npaBuno, onyxonnm CNMHHOIO MO3ra nposiBAAIOTCS
60/1eBbIM CMHAPOMOM M 0YaroBOWl HEBPONOrMYECKOI
CMMNTOMATUKOI, a TMNepKUHesbl He ABNATCA naTor-
HOMOHMYHbIM NPU3HAKOM W HOCAT PeAKMuii XxapakTep.

KnuHuyeckuii cnyyvaii. Manbuuk 8 net noctynun B oT-
JeneHne Heipoxupypruu B ceHTabpe 2024 roga B cBA-
31 ¢ 06pa3oBaHueM LEAHO-TPYAHOro OTAeNa CNHHOTO
MO3rano faHHbIM MarHTHO-PE30HaHCHOW TOMOrpaduu
(MPT). Ha MOMEHT NOCTYNNEHNS OH NPeAbABASAN Xano-
6bl Ha 60Mb B LWEe M HAaCUIbCTBEHHbIE KUBaTE/bHblE
ABWXEHUA ronoBoi. [lpu oLeHKe HEBPONOrUYECKOro
cTaTyca OTMeYaeTCcs orpaHuyeHue NoABMKHOCTH Len
npu pasrnbaHum U CTEpPeoTUMNHbIE, HEPUTMUYHDIE, Ha-
CU/IbCTBEHHbIE HAaKJIOHbI FONOBbI BNEpes, KOTOpble He
NoAAATCA KOHTPOJIIO N 3NU30[NYECKM CONPOBOXAaA-
t0TCA 3aNPOKMAbIBAHUEM PYK 3a rOJI0BY, NOJHUMAHUEM
nney. MblleyHblii TOHYC HeM3MeHeH. MbllLbl BEPXHUX
N HUXKHUX KOHeYHocTen auddysHo runoTpoduyHsl. Mbi-
eyHas cuna nonHas, puanonoruyeckue perekchbl Xu-
Bble, CUMMeTPUYHble. Henpon3sonbHble KUBKU FON0BOI
NOABMNIMCb BNEpBble B BO3pacTe ABYX NeT, nocne yero
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MX MHTEHCMBHOCTb M YacToTa CTanu HapacTatb. C aaH-
HbIMM Xanobamu obpallannucb K HEBPOOTY- ABUXKEHNS
OblNM pacLieHEeHbl B paMKax NoBefleHYECKUX 3MU30/0B.
boneBoi CMHAPOM W OrpaHUYEHUE MOLBUXHOCTU LEN
nosisunuco B anpene 2024 r. B mapte 2023 r. pebeHky
BrepBble 6bina BbinonHeHa MPT weiiHoro otgena no-
3BOHOYHMKA, MO pe3ynbTaTaM KOTOPOW O6HapyXeHa
aHoManusa CerMeHTauuu MO3BOHKOB W WHTpamegys-
NAPHOE MHOroKaMepHoe KMCTO3HOe o6pa3oBaHue Ha
ypoBHe C6-Th3. MNMocne yero ganbHeiillee neYeHne He
nposoaunock. Mo aaHHbIM MPT, BbINONHEHHOI pebeH-
Ky Npu NOCTYN/JeHUM, 0TMEYANoChb KUCTO3HOE onyxone-
BOe 06pa3oBaHNe CNUHHOrO Mo3ra Ha ypoBHe C5-Th4.
BpoxpaeHHblit nopok passutusa 1en C7, Th1, Th2, Th3
MO3BOHKOB. bbina BbINOJIHEHA 3NeKTpo3sHUedanorpa-
dus (33r) — anunenTudopmHas aKTUBHOCTb He 3ape-
rucTpupoBaHa. [lo u nocne npoBeAeHNs ONepaTMBHOIO
BMelaTeNbCcTBa pebeHoK monyyan npenapaT «KnoHa-
3enam» C Lesbto KynupoBaHusa gucTonuu. Mocne cy6To-
TanbHOTO yAaneHus OMyxou LeiHO-TPyaHOro oTAena
CMWUHHOTO MO3ra B HEBPOJIOrMYECKOM CTaTyce OTMeva-
nacb NonoXuTenbHas AWHaMUKa B BUAE YMEHbLIEHUS
4acToTbl M BbIPAXEHHOCTU AUCTOHMIA. [0 pesynbTaTtam
FMCTONOrNYECKOro UCCNEef0BaHMA OMpefesieHa Muio-
iMTapHas acTpouuToma. Pe6eHOK 6bln BbiNUCAH Noj
Hab6oAeHME OHKOJIOra U HEBPONOra Mo MECTY XUTeSb-
ctBa. [1o gaHHbIM KaTaMHe3a Ha MOMEHT siHBaps 2025 T.
Mama OTMeyaeT OTCYTCTBME TMNEPKUHE3O0B.

3aknioveHune. [laHHblil KNMHWYECKKWA cnyyain npeg-
cTaBnsieT cob6oil HarnaAHbIA NpUMep, B KOTOPOM LEep-
BMKaNbHaa AUCTOHMA ABNANACb NePBbIM CMMMTOMOM
06bEMHOro npouecca B CMMHHOM MO3re, MUHYS NOsB-
NneHne 04aroBoM HEBPOJSIOrMYECKO CUMNTOMATUKM W
onepexas pa3BuTue 601eBOro CUHApPOMA.

BbiBoAbl. HecMOTpsA Ha 60Nbluy0 pacnpocTpaHeH-
HOCTb MepBUYHbIX ABUraTeNbHbIX PacCTPOMCTB, KOTO-
pble, KPOME BCEro Mpoyero, 4acTo MaHU(ecTUpylT B
AeTCKOM BO3pacTe, He06X0AMMO COXpPaHATb HAcTOPO-
XEHHOCTb B OTHOLIEHWU BTOPUYHBIX NPUYUH TUNEPKK-
He30B. [laxe npu TUNUYHOI KapTUHe JUCTOHWUM Heoob-
X04MMO PYTMHHOE MpOBefieHne HelnpoBuUsyanusauumn
rONOBHOMO M CMWUHHOIO MO3ra C Liesiblo UCKJIOYeHus
0NnyXoNeBoro npoLecca, HapyLweHuin KPOBOOGpPaLLEeHus,
TpaBMaTUYeCKUX WUNU BOCNANUTENbHbIX W3MEHEHWUI
LHC.

KNUHUYECKUI CNYYAN
JIMMBUYECKOI0 3HLEEDAJIUTA,
CUHAPOMA PUTMAHOIO YE/IOBEKA
N UHCYJIMH3ABUCUMOIO CAXAPHOIO
NWABETA, ACCOLLUMPOBAHHbBIX
C AHTUTENAMMU K LEKAPBOKCUNA3E
rMYTAMWUHOBOW KUCNOTHI
HA ®OHE FrEHEPAJIU30BAHHOM
FPUBKOBOW UHOEKL UK
LllexsaToBa A.A.

HayyHblii pykoBogutenn: KysneyoBa A.A.

bY3 «Mopososckas ArKb» [13M,
HIML ncuxoHesponorum um. 3.11. ConosbeBa

BeepeHue. [lekap6okcunasa rnyTaMuHOBOMN KKUCHO-
bl (Glutamic Acid Decarboxylase — GAD) npeacTtaBnsiet
c060il BHYTPUKNETOYHbIA (EpMEHT, pacnpoCTpPaHeH-
Hblil B LeHTpanbHoi HepBHoW cucteme (LIHC) u B-knet-
Kax nog)xenyfouyHom xenesbl. 3TOT hepMeHT yyacTeyeTt
B 06pa30BaHWN HelipoTpaHCMUTTEpa raMMa-aMUHOMac-
naHoii kucnotbl (TAMK). O6pasoBanue aHtuten (AT) kK
GAD accouunmpoBaHO C BOSHUKHOBEHWEM CHHIPOMa pU-
ruaHoro yenoeeka (CPY), num6udeckoro aHuedanuta
(N3), M0O3Xe4KOBOI# aTakcuK, a TaKXKe Apyrux ayTouM-
MYHHbIX 3a60N1eBaHuid, BK/loYas caxapHblii gua6et (C)
1 Tna.

AxkTyanbHocTb. HeBposiornyeckme CUHAPOMBI, CBS-
3aHHble ¢ aHTUTenamu K GAD, BCcTpevyawTcs peako.
PacnpocTpaHeHHocTb ans CPY 1:1250000, gna J19
1,9:100000. B rpynne pucka HaxoaAaTca xeHuwmuHbl ot 30
po 60 net. B geTckom Bo3pacTe onucaHbl eAMHUYHbIE
cnyyan CPY. JuarHocTuka aHTM-GAD accouunpoBaH-
HbIX CUHAPOMOB OCHOBaHa Ha KNIMHMYECKON KapTUHe U
BbIIBNIEHUU CeunduyecKux aHTUTeN B CbIBOPOTKE KPo-
BUM M CMIMHHOMO3roBoii Xuakoctu (CMX). OgHako Bbico-
Kunit TuTp aHTuTen Kk GAD BcTpevaetcs B 70% cnyyaes
CPYuB 17% cnyyaes J13.

KnuHuyeckuii cnyvaii. Buione 2024 r. B otaenexme pe-
aHMmauuu nocTynuna gesoyka 17 net ¢ AMXopagkon oo
38,8°C, runeprnmkemuei, 60Nbto B CIMHE U annunenTuye-
CKUMU npucTynamu. Ha HayanbHOM AMArHOCTUYECKOM
3Tane yCcTaHOBJIEHO HanWyne BHEOONbHUYHOMN [BYCTO-
POHHE NONMCerMeHTapHOW MHEBMOHUM, @ TaKXe Bbl-
SIBJIEHbI MHOXECTBEHHble 06pa30BaHMsA B NEYEHN 1 NOY-
Kax HesacHoMn aTmonorun. U3 aHamHesa U3BECTHO, YTO C
12 net HabnogaeTcs ¢ caxapHoiM anabetom 1 Tuna. B
TeYyeHne NocnefHnx Tpex MecaLeB 0TMeYaeT anu3ogbl
60J1e3HEHHbIX MbILIEYHbIX CMAa3MOB B NapacnmHanbHoii
MyCKynaType rpyfHoro u nosiCHMYHOro OTAENI0B, COMpO-
BOXAAKLMecs HeXBaTKON BO3[YyXa M HACUbCTBEHHbIM
nporu6om cnuHbl. Mpu NOCTYNAEHUN NOABUAKUCH KpaT-
KOBpPEMEHHbIe 3NWU30Abl NepebupaHust nNeBON PYKOW,
NMoOBOpOTa FOMOBbI W rNas BNeBO, Ae30pUeHTaLNK, Ha-
pyleHWUs peun u rannouuHauuin. HYactora gaHHbix Co-
CTosIHMiA Hapocna o 10 anu3ogoB B Yac. [llocpeacTsom
anekTpoaHuedhanorpapun nNoATBEPXKAEH 3NUNENnTu-
(OPMHbLIN reHe3 NapoKCU3MOB, B CBSI3M C YeM HauaT
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npuem npenapaToB «J/leBeTupauetram» n «Tonmpamar».
Mo pesynbTaTaM MarHWTHO-pPE30HAHCHOW ToMorpadum
roNOBHOro Mo3ra oTMevyaetcs usMeHenne MP-curHana
0T 6enoro BellecTBa NpaBoii BUCOYHON [0NK, NPaBOro
runnokamna, naparunnokamnanbHO W3BMIMHbIL. B aHa-
nun3e CMXX 06Hapy)XeHO NOBbIWEHNE TUTPA aHTUTEN K
GAD po 438,1 Ea/mn (Hopma go 5 Eg/mn). Mpu HeBpo-
NOrMYECKOM OCMOTpPe 0TMeyanacb runomumusi, 6paan-
nanusi. MblleyHbli TOHYC NOBbIWEH MO PUTMAHOMY TUNY
D=S, 6onbliue B NPOKCUManbHbIX OTAENaX KOHEYHOCTEI
U B akcuanbHoii MyckynaType. OTMeyaeTcs BbipaxeH-
Has OpagukuHesusi. [lpu npoBeAeHWM WroNbyaToil
anekTpoHenpomuorpadun napacnuHanbHbIX MblLL, pe-
rMCTPUpOBaANacb CMOHTaHHAsA NOCTOSAHHASA aKTUBHOCTb
ABUraTesbHbiX efuHuL. NMpoba c BBeAeHMeM 6eH30aMa-
3eNWHOB NONOXUTeNbHasA. COCTOAHUE NaLUEHTKMN LNu-
TeNbHO 0CTaBanoCh TAXKENbIM B CBA3K C LEKOMMEHCH-
poBaHHbIM CJ] # reHepann3oBaHHON acnepruinesHoin
MHQEKLNEN C oyaramu B NIerkux, NeyeHu, noykax, uTo,
BEPOATHO, OOYCNOBNEHO BbISIBEHHBIM UMMYHOLE(hU-
LUMTHbIM COCTOSIHUEM: CHMXXEHWEM OKUCJIMTENIbHON aK-
TUBHOCTW TPaHYMOLMTOB W OTCYTCTBMEM 3KCMpeccum
muenonepokcupasbl. C yyeTtom TeYeHUs MHPEKLUOH-
HOro npouecca NleyeHne BK/Yano B cebs aBa Kypca
BHYTPUBEHHOTO BBEAEHUS UMMYHOrNoGynnHoB (BBUT),
CUMNTOMAaTHUYECKYIO TEPanuto (MMOPENaKCaHTbl, POTH-
BOCYZOPOXHas Tepanus).

3akntoyeHue. Y JaHHON naLuMeHTKN 0TMeYanoch ABa
(eHoTMNA HEBPONOrMYECKUX CMHAPOMOB, acCoOLMUPO-
BaHHbIX ¢ aHTU-GAD aHTUTenamu, 4To ABNAETCA KpailHe
penKoii KoM6uHaumeii. Kpome Toro, B 1eTCKOM BO3pac-
Te CPY BCcTpeyaeTcs B eAMHUYHBIX CNYYanx No AaHHbIM
MWUPOBOI NUTepaTypbl. B CBA3N C pe3UCTEHTHBIM MHPEK-
LIMOHHbIM MPOLECCOM OTMEYaNoChb HEBO3MOXHbIM MpH-
MeHeHWe arpecCMBHON UMMYHOCYNPECCUBHOW Tepanuu.
OAHaKO ieYeHe OCHOBHOIO 3a60NEBaHMUS, B COYETAHNU
C cMMnNTOMAaTMyYeckomn Tepanuen u kypcamu BBUT npu-
BEJIN K CTabunusaLnm ayToMMMYHOro npouecca.

BbiBogbl. [laHHblii cnyyail npefcTaBnseT coboii He-
CTaHAAPTHYIO KJIMHWUYECKYI0 3aAady Mo NpuynHe cove-
TaHWA ABYX PefKUX ayTOMMMYHHbIX HEBPOJIOrMYECKUX
CUHAPOMOB B COBOKYMHOCTHU C MH(EKLIMOHHBIM NpoLec-
COM TAXKENOro TeYEeHUS.

FEMOCDAI'OLI,I/ITAPHbIVI
JUMOOIrMCTUOLIUTO3:
TPYOAHOCTU AUATHOCTUKH
Hukonaesa [1.10.

HayyHble pykosogutenu: JlaBpeHtoeBa U.H.,
K.M.H., foueHT Jlapuxa JI.E.

bY3 «Mopo3sosckas AIKb» 3M

AKTyanbHocTb. [eModarounTapHbiii (UMGOrncTuo-
uuto3s (M) — peakoe 3a6onesanue (3a601€BaeMOCTb
coctasndet 1 Ha 50 000-100 000 HOBOpPOXAEHHbIX B
rof), xapaktepuayiloweecs BapuabenbHOW KIUHUYE-
CKOM CMMNTOMATMKOW U CIIOXHOCTbIO AUarHoCTUKK. Bbl-
JensT nepBuYHbIil M BTOpUYHbIA [T NMepBuuHblii T
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BbI3bIBAETCA FEHETUYECKUMU MyTaLuMsAMU. BTOpUYHbIif
[Tl BO3HWKAET W3-3a BHELIHWUX TPUITEPOB, TaKMX Kak
NHbeKLMs, 3N10KaYeCTBEHHOE HOBOOGPa3oBaHue, nNpu-
06peTeHHblIe UMMYHOAEDULNTBI U Ap.

Knunuueckuii cnyyaii. Maumentka J1. (10.02.2023r), ¢
MEeCSIYHOro Bo3pacTa 6ecnokounu MenkonanynnesHas
Cbifb Ha KOXe, NPOXWU/KU KPOBW B CTyNe — TpakToBa-
nocb Kak anieprusi. B 3 Mecsia )u3Hu B CBA3MU C NIUXO-
paakoi BnepBble noctynuna B Mopo3osckyto [leTckyio
lopoackyto Knunnyeckyto bonbHuuy (MATKE) B oThene-
Hue neguaTpuu. lpu NOCTYNNEHUM Ha TynoBuLLe nany-
nesHo-neTexmnanbHas Cbifb, renatocnieHoMeranus (ne-
YeHb +2 CM, ceneséHka + 2,5 cM), cTyn KalmueobpasHblii
3e/IeHbli, C NPOXUNKaMmu KpoBu. JTabopaTopHO: aHeMUS
| cTeneHu, TpombouuTONEHUs, nosblweHne CPB, JIAT,
(GeppuTuHa, runokoarynauus. [laHHoix 3a 4e6toT remob-
nacTo3a NoNfyyeHo He 6b110. MccnepoBaHNne KpoBU Me-
Togom MNP BbiABMIO peninKaLmio LuToMeranosmpyca,
AMarHocTupoBaHa LWUTOMerasoBupycHas MWHQeKums.
MpoBeaeHa TpaHCy3ua 3pUTPOLMTApPHON B3BECH, CBE-
Xe3aMOpOoXeHHoi nnasmbl (C3[1), NnpoTMBOBUpPYCHaSA,
aHTMbaKTepuanbHas, CUMNTOMaTMYeckas Tepanus.
B MexrocnutanbHbldi Nepuof COXpaHANUCb aHemus,
TPOMGOLMTONEHMSA, B CBA3N C YEM FOCMMTaNN3UpOBaHa
B otaeneHune rematonorun MAKB. bbinu ucknYeHsi:
xenesopeduuuTHas, TremMonUTUYECKME, annacTuye-
ckasi aHeMuu. JlabopaTOpHO BbIIBJIEHO AOCTOBEPHOE
CHMXeHne BUTaMuHa B 12 B cbiBOpOTKe KpoBMu. Mo faH-
HbIM LUTOXMMWYECKOIO UCCNeJ0BaHUs KOCTHOMO MO3ra
(KM) 6blnin BbisiBIEHbI KONbLEBUAHbIE CHAEPO6IACTbI
39%. YuuTbiBas BbIpaXeHHYIO Mporpeccupyowyto re-
natocnneHoMeranmio (neyeHb +5 cM, ceneseHka +10
cM), B Kpyr auddepeHLManbHOro NoMcka Takxe BXO-
OMAN HacneAcTBEHHble HapylWeHUs OOMEeHa BELLECTB,
nepeuyHblit MMyHoaeduuut (MWL), noptanbHas ru-
NnepTeH3us, HeoHaTaNbHblii ayTOBOCNANUTENbHbIA CUH-
APOM, TMCTUOLMTO3 U3 KNeToK JlaHrepraHca (noTeHuu-
anbHO MHPOPMATUBHBIX 3JIEMEHTOB CbIMKM Ha KOXe Ans
6uoncuu He 6bIN10), cCUAepoaxpecTuyeckas (Cuaepoo-
nacTHas) aHemus. OTMeYanucb Koarynoruyeckue Hapy-
LWeHUA, XapakTepHble 419 TPaH3UTOPHO BUTaMuH K-3a-
BMCUMOW Koarynonatuu. YuuTbiBas KpoBb B CTyfe, A5
UCKNIOYEHNUS BOCMAnMUTENIbHOTO 3a60NEBaHNUS KULey-
Huka unu LUMB-accoynmpoBaHHOro Koiinta npoBejeHa
KosioHockonus, 6e3 natonoruu. lpu uccnefoBaHuu
Kana AuarHocTupoBaHa KNOCTpuAManbHas UHdeKLus.
lpoBeaeHo reHeTuyeckoe nccnegosanme KM c uenbto
WCKNIOYEHUA MYTaLWN, XapaKTepHbIX AN MUeNoAauc-
NAacTUYeCKOro CUHAPOMa, pesynbTaT OTpULATENbHBbIA.
Ha ¢oHe KOM6WMHMpOBAHHOI Tepanuu, BKOYaBLIEI
3aMecTuTesbHble reMoTpaHcdy3uu, TpaHchysum C3I,
KpuonpeuunuTata, anbymuHa 25%, HECKONbKO KYpCcoB
BHYTPMBEHHOTO UMMYHOrNOGYNMHA, NPOTUBOBUPYCHOI
W aHTUGaKTepmanbHOW Tepanuu, uuaHkob6onamuHa, nu-
PUAOKCHHA, a Takxe puTykcumad 375 mr/m?. CoxpaHs-
nacb BbICOKasi TpaHC(Y3UHHAN 3aBUCUMOCTb, CUHAPOM
runepcnieHnsama, ManbabcopbLmn, BTOpUYHas Koary-
nonatus. Mo pesynbTataM MOJIEKYNSAPHO-TEHETUYECKO-
ro o6cnefoBaHnst y pebeHka Obina BbiSBNEHA reTepo-
3urotHas MmyTtauus B reHe STXBP2, xapakTtepHas pgns
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ceMeitHOro remodaroumTapHoro numborucTuounTosa.
EAMHCTBEHHBIM KypaTUBHbIM METOJOM NeyeHus faH-
HOro 3aboneBaHua ABNSAETCA NPOBEAEHME aNnnoreHHoi
TpaHcniaHTaLum reMonoaTMYeCcKnx CTBONOBbIX KNeTOK
(TrCK). 01.12.2023 r. npoBefeHa ycnewHas TICK ot
NOAHOCTbIO COBMECTUMOr0 POACTBEHHOIO JOHOPA.

3aknioueHune. TakuM 06pasoM, aHHbIA KMHUYECKUIA
cnyyvaii HarNAZHO LEMOHCTPUPYET, YTO OT MOMEHTa No-
fIBJIEHMSA MEePBbIX CUMNTOMOB 3a60JIeBaHNs U A0 Bepu-
(buKaumm AnarHosa MOXeT NPONTU ANUTENbHOE BPeEMS,
3a KOTOpPOEe COCTOsSIHME MauueHTa GyfeT NPOrpeccUBHO
yxyglwarbca. HegocTtaToyHOCTb AUArHOCTUYECKUX KpU-
Tepues, pa3paboTaHHbIX MexAyHapoLHbIM 06L,EeCTBOM
MO M3YYEHUIO TMCTUOLMTO30B, Y faHHOIO MauMeHTa He
JOMXHO 6bITb NOBOAOM ANs uckntodenus [l B Heko-
TOpPbIX C/yyasix NpPOBefEeHNe FreHeTUuyeckoro o6cneno-
BaHWUA ABNAETCA EAUHCTBEHHbIM WHCTPYMEHTOM Ans
NOATBEPXAEHUSI fMarHo3a u Bblbopa TaKTUKN NIeYeHHs.

CUHAPOM UCTOLLEHUA
MUTOXOHAPUANIbHOM
NE30KCUPUBOHYKNEWHOBOW
KUCNOTbl Y HOBOPOXXAEHHOIO
PEGEHKA C PAHHEE HE OMUCAHHOM
MYTALIMENA B FTEHE MPV-17
Xoxnoea A.I.

HayyHblii pyKoBOAHTEND: K.M.H., BoLeHT CapkucsH E.A.

OrAQY BO PHUMY nm. HW. Muporoea MuH3apaea
Poccun (MuporoBckunid YHUBepcuTeT),
AIKB N°Q nm. IH. CnepaHckoro

BeepeHne. CMHOPOM MCTOLLEHUA MUTOXOHApMHanb-
HOIi fe30KcUpuBoHYKnenHoBoii kucnotol (AHK) — peg-
Kas rpynna 3a6oneBaHui, acCCOLMUPOBAHHbIX C MyTaLu-
fIMU B TreHax, KogMpYLUX KOMMOHEHTbI AblXxaTeNbHOM
Lenu 3HepreTUYecKUx cTaHuuil KneTtok. MyTtaumsa B
reHe MPV-17 xapakTepusyetca maHubecTaymeil B Heo-
HaTanbHOM Mepuoje 1 NPosABNAETCA HEBPONOrUYECKUM
AeduuUMTOM, NeYEHOYHOI He,0CTaTOYHOCTbIO U PasBu-
TUEM XWU3HEYTPOXaKLWMX METAB0NMYECKNX HAPYLLEHWA.

Knunnyecknii cnyvaii. [leBouka fl., 0T 1-1 0CNOXKHEH-
HOli 6epeMeHHOCTM (TOKCMKO3, yrposa npepbiBaHUs,
MHOroBOAMe), 1-x pofioB Ha 38,5 Heaene rectauun y ma-
Tepu 25 net. Macca npu poxgeHun — 2770 r, gnumHa —
47 cM, oueHka no APGAR — 8/9 6annos. C poxaeHus
0TMeyYancs CMHAPOM BSANOro pebeHka B BUAE reHepanu-
30BaHHOIi MbILWEYHON r’MNOTOHUU, yracaHus pedieKkcos.
HeBponornyeckue HapyweHus 6blM pacLeHeHbl Kak
nocneacTeme runokcuu. Mo AaHHbIM HepoCcoHorpaduu
OTKJ/IOHEHWIA BbISIBNEHO HE ObINI0 U Ha 7 CYTKKU AEeBOYKA
Obina BbinucaHa u3 pogoma. lMpu ocMoTpe neguaTpom
B Bo3pacTe 1 Mecsilla 0TMeYanach XenTyxa, MblleyHas
runoToHus, npubéaeka 3a mecay — 530 r. [laHHoe cocTo-
siHWe 6blNo PacLeHEHO Kak XenTyxa rpyaHoro MoJioka,
B CBAI3M C YEM Obl]l pEKOMEHA0BAH NepeBoOA Ha UCKYC-
CTBEHHOe BcKapMnuBaHue. 0gHako, cnycTa Mecsl, co-
CTOSIHWE YXYALINAOCh: MOC/ie MepPeHeCeHHOo pecnupa-

TOPHOI MHDEKLMW 0TMEYaNnoCh HapacTaHue XenTyxu u
MbILLIEYHON FMNOTOHMM, BbisiBAeHa runotpodus -1l cTe-
MEHW, B CBA3MN C YeM PEOEHOK OblJI FOCNUTANU3UPOBAH NO
MEeCTY XWUTeNbCTBa C NOAO3PEHMEM Ha BUPYCHbIIi rena-
TUT. [IpW NOCTYNNEHUMN BbISABAEHO HapylleHue GyHKLMM
neyeHu: runepbunupyburemus (74 mxMonb/n) 3a cyet
npamoit dpakuumu (63 MKMonb/n), CUHAPOM LMTONN3A
(acnapTaTamuHoTpaHcdepasa — 373 Eg/n, anaHuHamu-
HoTpaHcdepasa — 234 Ep/n, dbepputun — 1092 Hr/mn).
Mo paHHbIM yNbTpa3BYKOBOro uccnegoBanus (Y3U) op-
raHoB OPIOLIHOM NONOCTU ONPeAensnuch yBenudyeHue
pa3mepoB 1 AudGy3HOe NOBbLILIEHNE IXOTEHHOCTH Neve-
Hu. 06cnepoBaHne Ha TORCH-uHdekyum u Mapkepbl BU-
PYCHbIX renaTMTOB OTpULaTenbHbie. [lpoBognnach cum-
nToMaTUyeckas Tepanusa renaTuTa HesiCHOI 9TMONOT UK,
a TaKXXe YaCTUYHOEe NapeHTepanbHOe NuTaHue. MNporpec-
CUBHOE CHUXXEHUe Macchbl TeNa, a Takxe pasBuTue oTeu-
HOro cMHApoMa o6ycnoBunu nepeeog pebeHka B [rKb
N29 B Bo3pacte 3 Mecsues 10 cytok. Macca Tena npu
noctynneHuum coctasnana 2820 r, gnuHa — 53 cm. [o-
paxeHue NeyeHn KIMHWYECKU NPOSIBAANOCH paclumpe-
HMEM CeTH NOAKOXHbIX BEHO3HbIX KonnaTtepaneii, nanb-
MapHON 3pUTEMOW, aCLMTOM, YTO CBUAETENbCTBOBANO
0 HanUyum LMppo3a M NOATBEPXAANoCh faHHbIMK Y3U.
Oco60ro BHMMaHUA 3acnyxuBanu MeTabonuyeckue
HapyleHus B BuAe runepnaktatemuun (18 MMonb/n) u
runornukemun (2,4 mMonb/n). CoyeTaHne cMMNTOMOB
MOPaXXeHUs MEYEHW C HEBPONOTMYECKMMM U MeTabo-
NINYECKUMW HapyLWeEeHWSIMU MO3BOANAO MPEANONOXMUTb
reHeTUYecKyt Npupoay 3aboneBaHus. Mo gaHHbIM 3K-
30MHOr0 CEKBEHMPOBAHWUA Obln 06HApYyXeH paHee He
ONUCAHHbIA NaTOreHHbIN BapuaHT HYKNeoTUAHOI nocne-
posaTenbHocTu reHa MPV17, npuBoAALLMiA K HYKNeoTua-
Hoit 3ameHe (NM_002437.5: ¢.462-2A>G), Ha OCHOBaHUM
yero 6bin BbICTaBNEH AuMarHo3: CUHAPOM MCTOLLEeHUs
muToxoHapuanbHoi [HK, renatouepebpanbHas ¢popma
(Tvn 6). HecMoTps Ha NPOBOANMYIO MOALEPXUBAOLLYHO
Tepanuio, COCTOsIHWE pebeHKa yXyAwanocb: Ha QoHe
MpPoOrpeccupoBaHna OTEYHOrO CHUHLPOMA pasBUUCH
NPU3HaKuN AblxaTesbHON HEJOCTAaTOYHOCTH U B 4 Mecs-
La AeBOYKa 6bina nepeBefieHa B cneLnanM3MpoBaHHoe
yupexpeHue 4ns peleHns Bonpoca o TpaHcnnaHTauum
neyeHu.

3aknioyenme. CuHgpom uctowenms JHK MUTOXOH-
Apuii, accoumMupoBaHHblii ¢ MyTauuei B rene MPV17, xa-
pakTepuayetcsi paHHeid MaHudecTauueii ¢ pasBuTUEM
MeYyeHOYHO! HeAOCTaTOYHOCTU B MEPBOM MONYrOANK
XU3HU. Y pebeHKa W3 KJIMHUYECKOro cliyyas oTMeva-
N0OCb CTEPTOE Hayasno, YTo OWKNHOYHO 6bIN0 pacLeHEHO
Kak rumnokcuyeckas aHuedanonaTtus U xentyxa rpyg-
Horo monoka. Y jerveit ¢ HEO6bACHUMOI TUMOTOHUEN,
ObicTpON NOTepeil Mmacchbl, a Take renatonaTueii c
3Nn30[aMu1 rUNOrNNKEMUN U TUnepiakTaTeMuu, JONX-
Ha 6bITb 3anofo3peHa reHetuyeckas natonorus. OT-
CyTCTBUE 3ab60NeBaHWUA B NPOrpaMMe HEOHATaNbHOrO
CKPUHWUHIa, LEMOHCTPUPYET BaXHOCTb MNPUMEHEHUS
MONEeKYNAPHO-TeHEeTUYECKUX METOAOB ANArHOCTUKK, a
OTCYTCTBME NaTOreHeTUYecKoii Tepanumu obycnaBnnea-
eT Heo6xoAMMOCTb pa3paboTKU COBPEMEHHbIX MOAXO-
[I0B K NeYeHuto.
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KNUHUYECKUA CNYYAN COYETAHUA
CUHAPOMA LLUEPELLEBCKOIO-TEPHEPA
U CUHAPOMA AU IXOPAXU
l'pomosa 0.U., Ypanesa B.C.

HayyHble pyKOBOANTENN: K.M.H., BOLeHT CuynHasa U.I.,
K.M.H., gouyeHT JJémuHa E.C.

POKB, ®FAQY BO PHMMY um. HW. Muporosa
MuH3aapasa Poccum (MnporoBekuii YHNBEPCHTET)

BeepeHune. YactoTa BOSHUWKHOBEHMA XPOMOCOMHbIX
3a6ofieBaHnii B MMPOBOM MacluTabe OTHOCUTENbHO
Hesenuka u coctasnset 0,5-1% cpegn Bcex HOBOPO-
KOEHHbIX. KOMOGMHALWM HECKONIbKMX XPOMOCOMHbIX
aHOManuit y ofHoro pebeHka ocTalTCA HEAOCTAaTOYHO
uccnepoBaHHbiMU. CuHapom Llepelwesckoro-TepHepa
npepcTaBaseT co60i XpOMOCOMHYIO aHOMAJMIO, Xapak-
TEPU3YIOLWYOCS NOMHBIM OTCYTCTBMEM OAHOI NONOBOM
XPOMOCOMbI unu aedekTom 0fHoI 13 X-xpomocom. Ya-
CTOTa BCTPEYaeMOCTM Cpefiu HOBOPOXEHHbIX AeBOYEK
Bbicokasi u coctaBnsiet 1:2000-1:2500. CuHgpom [u
JKopaXKn, TakXe M3BECTHbIA Kak CMHAPOM Jeneuuun
22-it xpomocoMmsbl (cuHapom del 22q11.2) npepcTaBns-
eT coboil 3a6oneBaHne, OTHOCALLEECS K MEepPBUYHbIM
uMMyHogeduumTam. Ero npuumnHoit aendetca geneyms
OJIMHHOTO Naevya 0AHOM Konuu 22 XpoMoCoMbl. HacToTa
BcTpevyaemocTu Bapbupyetcsa ot 1:4000 go 1:6000 HoBoO-
POXAEHHBIX.

Knunuueckuit cnyvaii. lesouka M., 12 n., oT 2 6be-
PEMEHHOCTH, NpoTekaBLeli Ha hoHe HEOAHOKPATHbIX
OPBW. Ha 28 Hepene rectauuu npu Y3WN 3anofospeH
BPOX/AeHHbI nopok cepaua (BMNC). Poabl 2 cpoyHbie ca-
MocToaTenbHble. Macca Tena npu poxaeHun — 2880 r.,
anuHa — 50 cM. APGAR 7/8 6annoB. HacneactBeHHOCTb
He oTAroLeHa, 6pak He 61IM3KOPOACTBEHHbII. B Bo3pac-
Te 3 HefieNlb XM3HW ycTaHoBNeH BINC (2-x cTBOpYaTHIid
aopTanbHblii KnanaH, KOapKTauus aopTbl) — NpPoBege-
Ha pesekuusa B Bo3dpacTe 1,5 mec. C paHHero Bo3pacTa
HabniofaeTcs HEBPONOroM (3afiepXKa NCUXOMOTOPHO-
ro pasBuTUs), oPTaNnbMONOrOM (QHTMONATUS CETYATKY,
Kocornasue) u optoneAoM (BpOXAeHHas KOConanocTb
cnesa). Ha nepBoM rogy xu3Hu y pe6eHka oTMe4yanucb
yacTble UH(peKLMOHHbIe 3a6oneBaHus fo 10 pas, Ha BTO-
pom — o 20 pas. B BospacTte 2 n. 10 Mec., yuuTbiBas
OTATOLEHHbIE  KNWHWUKO-aHAMHECTUYEeCcKMe [aHHble,
KOHCYNbTMpPOBaHa reHeTukoM. [lpu MonekynsipHo-re-
HEeTUYECKOM WUCCNeLOBaHUK BbIIBNEHA AeNeLus JOKY-
COB KpUTUYecKoro paitoHa 22 xpomocombl: D22S5264,
D22S51709, D22S51638, D22S873, yctaHOBNEH AMarHos
cuiapom [un Oxopaxu. Habniopaerca B oTaeneHuu
KNUHUYECKON WMMYHonoruum u pesmatonorum POKB,
nonyyaet Tepanuio npenapatamu BBUI ¢ nonoxutens-
HbIM 3addekToM. B Bo3pacTe 8 neT nosBMAMCH Xanoobbl
Ha yacToe noBblweHWe AJl, N0 AaHHbIM UHCTPYMEHTaNb-
HbIX MCCNeAOBaHWi AMarHoCTUpOBaHa pekoapkTauus
aopThbl. YUNTbIBAsA Hannuue y LEBOYKU MHOXKECTBEHHbBIX
CTUIM [M33MOpUOreHesa: WMPOKas rpygHas KIieTka,
LWMpoKasa nepeHocuua, runepTenopnuam, KopoTkas wes
C HU3KUM POCTOM BOJIOC, HU3KO PacnosioXeHHbIe yluu ¢
Hefo0pa3BUTbIM 3aBUTKOM, roTUYeckoe Hebo, fedhopMa-

JIYHU-MA3YPUHCKWE YTEHUSA. MaTepuans! VI Bcepoccuiickoii Hay4yHo-NpakTHYeCKoi KoHhepeHL i Monoabix yueHbix M. P.O. JlyHua un A.B. Masyputa (2025r.)

ums 2-3 nanbueB KucTu. MpoBeaeHo AONONAHUTENLHOE
o6cnepoBaHue. B ropmoHanbHOM npodune BbiCoKMe
ypoBHU roHagoTponuHos (I — 11,21 ME/mn, ®CI —
84,07 ME/n) npu HU3KWX 3HAYEHWAX MONOBbIX FOPMO-
HoB (TectocTepoH — 0,34 HMoONb/N, ACTPagMon — He
onpepensetca). Y3N opraHoB manoro Tasa: SIMYUHUKM
BM3yann3upoBaHbl, MaTKa B BMAe Taxa. KOCTHbIii BO3-
pacT cooTBeTcTByeT nacnopTHoMy — 8 n. 6 mec. lpu
LMTOreHeTUYECKOM UCCNeA0BaHUKU NOMYYEH KapuoTun
45, X — Cungpom Lepewesckoro-TepHepa. Mpu guHa-
MWUYECKOM HabntoaeHnu pebeHka B 12 neT no AaHHbIM
(GusmnkanbHoro ocMotpa poct coctaenset 140,5 cm, SDS
pocta — 1,15, Bec — 37 kr, SDS UMT — +0,25, oTcyTcTBUE
BTOPWUYHbIX NONOBbIX NPM3HAKOB. M0 pe3ynbTaTam KOH-
TPONbHON peHTreHorpadum KOCTEW KUCTU KOCTHbIIA
Bo3pacT cootBeTcTByeT 11 . 6 Mec. B ropmoHanb-
HOM npodune rUNeproHafoTPONHbIA FUNOTrOHAAM3M
(nr - 21,84 ME/n, ®Cr — 110,14 ME/n, ScTpaguon —
<36.70 nmonb/n, TectocTepoH — 0,51 HMonb/n). UHuum-
WpoBaHa Tepanus nosioBbIMM FOPMOHaMK (3CTpaanona
Banepat). PekoMeHJj0BaHO AMHaMuUyeckoe Habnwoge-
HUe 3HLO0KpUHOJIOra.

3akniovenune. [puBefeHHbIN KIIMHUYECKWIA cryvail
LEeMOHCTPUpYET YHUKaNbHOEe COYeTaHue Yy OAHOro pe-
OeHKa ABYX XPOMOCOMHbIX CMHAPOMOB W CBUAETESb-
CTBYET 0 BAXXHOCTM TLLAaTENbHOrO MybTUAMCUUNANHAD-
HOro o6cne0BaHNUA 1 fanbHeiilero HabnaeHus.

FEMATOJIOTMMECKUE MACKH
UMMYHOAEOULUTHDbIX COCTOSIHUN
Monosa A.I.

Hayynbie pykosogutenu: JlapeHtoeBa U.H.,
K.M.H., gouyeHTt Jlapuna JI.E.

'bY3 «Mopo3sosckas ArKb» [13M,
®rAQ0Y BO PHUMY um. H.W. Muporosa MunH3apasa
Poccun (MuporoBckuid YHuBepcuTeT)

BeepeHue. [InarHoCTMYECKUN NOWUCK Yy nauueHTa c
LMTONEHUel BKJIlOYaeT Kak reMatosiornyeckue sabone-
BaHMA, Tak U BTOPUYHbIE LLMTONEHWUN NPU PEBMATONOMU-
yeckux 3aboneBaHuUsAX, 601Ie3HAX HAaKONIEHNS, Heonna-
CTUYecKoM npouecce, fehekTax UMMYHHOI CUCTEMbI U
Ap. MexaHM3M reMaTosIorMYecKnx HapyleHuin MOXeT
ObITb KaK MMMYHHbIM, NpOsiBNeHUeM remodaroyuTosa,
HapyweHnem anddepeHLUpOBKM AN MPOAYKLUM, TaK U
runepcnieHusma.

Knunuyeckue cnyvaun. MauueHTt A. 12 nert, rocnu-
TanM3MpoBaH B CTalUWOHAp C NPOSIBNIEHUEM FeMop-
parnyeckoro cUHapoMa Ha QoHe TPOMOOLUTOMEHUMU.
KnuHuko-nabopaTopHas KapTMHa He MpoTUBOpeuuna
WMMYHHOI TpomboLuTOoNeHnyeckoi nypnype. Ha goxe
Tepanuu raokokopTukoctepongamu (FKC) gocturHyTa
pemuccus. Cnycta 7 MecsueB NauWeHT rocnuTannsu-
poBaH C peuuauBOM TPOMOGOLUTONEHUM, NOSBNEHUEM
neiikoneHun (TpoM6OLNUTbI — 6 T/MKN, NEAKOLNUTbI —
2,7 1/mkn). TMpoBegeHa nynbc-Tepanus TKC, Tpom6o-
uuTbl — 78 T/MKN. B AMHAMUKe COXpPaHANUCb TPOM-
oouuTonenus, neikonenus. Cnycta rop ot pebroTa
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3aboneBaHWs HapacTaHue TPOMOGOLMTONEHMN NOTPEBO-
BaNno NOBTOPHOW rocnuTanusauuun. bbinm UCKNYeHb
annactuyeckas aHeMusi, MUeNOAUCNNACTUYECKNA CUH-
APOM, Ae6I0T peBMaTONOrMYecKnx 3abonesaHuii. Bnep-
Bble BbifIBNEHa runorammarnobynmiemus. Mpu oueH-
Ke cneunpuyeckoro aHTUTEN006pa30BaHMS aHTUTEN
NPoOTUB KOpU 1 renaTuTa B, HECMOTPS Ha NpoBeieHHYI0
BaKLMHaLMIO, He BbiiBNEHO. BepuduumpoBaH guarHos
obwas BapuabenbHas MMMYHHas HeJOCTAaTOYHOCTb
(OBWH). bblna MHMUMMpOBaHa perynspHas Tepanus BHY-
TPUBEHHbIM UMMYHOrNo6ynuHom (BBUT), AocTUrHYTO
6e30nacHoe Ynuco TpoMBOoLUTOB.

Y nauueHTa K. 12 net, 3aboneBaHne Ha4yanochb C Ho-
COBbIX KPOBOTEYEHMI, NNXOPafKK, OTeKa LekK, bonei
B Horax. BoisiBneHbl neiikonenus — 2,8 1/Mkn, TpoM60-
uuToneHus — 76 T/MKAN. bblin UCKAKOYEHbI OCTPbIii Neid-
K03, annactuyeckas aHemusi, MMeNiogUCNNacTUYecKui
cuHgpom. CnycTa 2,5 mecsua ot febtota 3ab6oneBaHns
rocnuTanusMpoBaH B remMatofiorMyeckoe OTheneHue.
JlabopaTopHo: neiikoneHus, TPOMOGOLMTONEHMSA, NOMO-
XutenbHaa npoba Kym6ca, gucperynaums B-kneTou-
HOr0 3BeHa; MHCTPYMEHTaNnbHO: 0YyaroBble o06pa3oBa-
HUA B nerkux, numdoageHonatus rpyaHON U GpIoLWHOIA
nonocTeii, YTo TpeboBano BKAOYeHU B auddepeH-
LManbHbId [MarHo3 3/10KayecTBeHHbIX numdonponu-
(GepaTuBHbIX 3aboneBaHuii, capkougosa, UM, peBma-
TONornyeckux 3abonesaHuii. Mo pesynbtatam 6uoncum
numdaTuyeckoro ysna nMMQombl, capkono3 UCKITHOYe-
Hbl. AIMMyHONOrmyeckue Mapkepbl peBMaToNornyeckux
3aboneBaHuit oTpuyaTenbHble. HecMoTpsa Ha HopManb-
Hblii ypOBEHb UMMYHOTNO6YNMHOB, KNTMHMYECKaa KapTu-
Ha Morna cooTBeTCcTBOBaTb TeyeHuto OBUH. AHTuten K
renaTuty B He o6HapyxeHo. BepuduumpoBaH fuarHos
OBWH, HavaTa perynspHas 3aMecTuTenbHas Tepanusi
BBWUI, kKnuHnyeckue nposBaeHmns He peLuMBupoBani.

MauueHT [l. 3abonen B 3 roaa, Korga Ha GoHe Teve-
HUA UHEKLMM BbisSIBJIEHA renaTOCN/IEHOMEranma u aHe-
Mus, notpe6oBaBlas NPOBEAEHUN TeMOTpaHChy3um.
B TeueHune 3 net Habntoganca ambynatopHo. B cBssK ¢
nosiBfIeHWEM aHTMOHEBPOTUYECKUX OTEKOB, remMopparu-
YecKoi Cbinu, yCUNEHNEM LUToNeHUu (reMmorno6uH — 54
r/n, TpOM6OUNTBI — 126 T/MKA, NeiikounTbl — 2,5 T/MK)
rocnuTanusmMpoBaH B reMaTonoruyeckoe OTAeneHue.
LnuTenbHO cyulecTByloLlaa CnaeHoMeranus, uutone-
HUsA, nabopaTopHble AaHHble (TMmeprammarnobynuHe-
MU, MOBbIWEHWE [Y6b-HeraTUBHbIX T-nMMMGBOLNUTOB
2,1%, NaHUMTONEHNA, FTMNnepBMTaMnHo3 B12) nossonsanu
AymaTb O TEYEHUM ayTOMMMYHHOro numdonponndepa-
TUBHOro cuHapoma. lo pesynbTaTaM reHeTUYecKoro
o6cnefoBaHNUs BbisiBJieHa TeTepo3MroTHas MyTauus
reHa KRAS, sepuduuuposaH guarHos Ras-accouumpo-
BaHHOe ayTOMMMYHHoe numdonponupepaTnBHoe 3a-
6oneBaHue. bbina Hayata naToreHeTuyeckas Tepanus
CUPOIUMYCOM, AOCTUIHYTa NONOXWUTENbHas AUHaMu-
Ka — yMeHblUeHWe pasMepoB CENe3eHKN, BOCCTaHOBe-
HWe nokasaTenein reMmorpaMMbl.

3aknioyeHnune. JnnTenbHO CoXpaHAlowmecs remaTo-
NOrMYecKne HapyLweHus Tpe6yoT NOBTOPHOrO 06Cnefo-
BaHWA W paclumMpenus kpyra auddepeHuupyembix 3abo-

neBaHWUi ¢ 06a3aTeNbHbIM BKAtoYeHuem UI. HecmoTps
Ha CXOXEeCTb KNUHUYECKUX NPOABEHMIA, MeXaHU3M Ha-
pyWeHUN U naToreHeTUYeCKas Tepanusa pasnnyHbl, 4To
TpebyeT Kak MOXHO 60/1ee paHHell JMarHOCTUKM.

KNWHWUYECKKNIA CTYYAN
PA3BUTUA PYBLLOBOIO CTEHO3A
NMALLEBOOA U XXENYAKA B UCXOAE
TAXENOIo XUMUYECKOI0 0XXKOrA
KUCNOTOCOEPXALLEN YXWAKOCTbIO
Mutpoxuna M.A., UBaHoBa A.M.
Hayunbiii pykoBoguTenb: K.M.H., foyeHT lembaHoBa T.T.
bY3 «ANKb nm. H.®. dunatoa» [3M

BeepeHune. XuMMUUYeCcKue 0XOrM BEPXHUX OpraHoB
nuuieBapuTenbHoro Tpakta (BOMT) — MecTHoe no-
BpeXJeHue CTEHOK NULLEBOAA, XenyaKa U iBeHaauaTu-
NnepcTHOW KULLIKW BCNeACTBUE CAYYatHOro UNu npefiHa-
MEpPEHHOro NMpUEMa Yyepes poT BeLecTB, 0b6nagaLmnx
nospexaatowum geictemeM. bonee 77% Bcex cnyyaes
XuMnyeckmux oxoros BOMNT npoucxoant B Bospacte 1-3
roaa (cnyyaitHoe ynoTpe6nenue), BTOpoil NuK — noj-
POCTKOBBbIIA BO3pacT (MpefHaMepeHHoe ynoTpebieHue).
[TOMMMO MeCTHOro NOBPEXEeHUA XapaKTepHbIM BNA-
€TCSl BblpaXeHHOE TOKCMYEeckoe pe3opbTUBHOEe Aei-
cTBHUE.

KnuHuyeckuit cnyvai. Manbuuk M. 17 net nocrty-
nun B ArK6 um. H.®. dunatoBa c xano6amu Ha pBo-
Ty «KO(ernHOoN ryweii», gucoaruto, 6onm B xusoTte. U3
aHaMHe3a M3BECTHO, YTO MOAPOCTOK CTYAEHT-XUMMUK
nepenyTan eMKOCTW U BbINWUA XWUAKOCTb, COAEPXKALLYIO
consHyo kucnoty. C ero cnos oH coBepwun 1 rnoTok,
3aTeM Bbi3Bas 6puragy cKopoii NoMOLM 1 6bla rocnu-
TanusupoBaH B [IFKb um. H.0. dunatosa. B npuemHom
OTAENIEHUN 3NU30[L PBOTbI «KODENHON ryweii». dusm-
yeckoe pasuTue: poct — 180 cm, macca Tena — 80 Kr,
UMT — 24,6 kr/m2. B oTheneHnn peaHuMaLmm COCTOSIHME
TAXENO0€e 3a CYET MHTOKCUKAL MM U 6ONEBOTO CUHAPOMA.
Xano6bl Ha cna6ocTb, 60b B XMBOTE, AUCKOMPOPT
npu rnotaHuu. lfeMmoguHamuka ctabunbHa. Jleiikountos
po — 30,43 x 10°/n, HeliTpodunes — 27,9 x 10°/n, CPb —
92,9 mr/n, cHuXeHune o6wero 6enka (go 58,1 r/n) u anb-
6ymuHa (go 33,6 r/n), noebiwenne KOK po 536 EL/n,
cuHgpoMm uutonusa (ANT 139,5 EA/n), runepamuna-
semus (139,5 EL/n), nosbiwenne T go 195,5 EOA/n;
SP02 — 97%. 3rAC: cnusnuctas 060104Ka NuLLEBOA
rycTo NoKpbiTa GUOPUHOM, Z-TUHUS U3-3a HANOXKEHNI
(bubpuHa He onpegensieTcs. B xenyake oTMeyaetcs co-
AEepXUMOE YEPHOTO LiBETA, CO CrycTKamu Kposu. Mogpo-
CTOK MepeBefieH Ha NOMHOEe NapeHTepasnbHOEe NUTaHUE,
npoBojmMnachb aHTUGaKTepumanbHas, o6es36onuBatLLan,
aHTUCEKPeTopHasa Tepanus. B oTaeneHuwe TOKCMKONO-
TMM NepeBefieH B TAXEIOM COCTOSIHUMN, 06YCNIOBNEHHOM
BblpaXEHHbIM 60NEBbIM, AWUCNENCUYECKUM, WHTOKCH-
KaLUWOHHbIM cuHapomMoM. OTMevanacb 60/1e3HEHHOCTb
XWBOTa B anuractpuu. Jleiikouymntos 22,2 x 10%/n, co-
XPaHANUCh rMnoanbbyMUHEMMUS], CUHLPOM LUTONN3A CO
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CHWXeHueM, runepamunasemust — 139,5 Ea/n, cHmxeHne
ITT po 130 EQ4/n. Mo gaHHbiM AT [C: A3BbI HUXKHEI Tpe-
T nuwesoaa B ctaguu Al (no knaccudukaumn Sakita-
Miwa), i3Ba HUXHEI TPeTu Tena xenyaka B ctaguu Al.
Cnusuctasa nuweBoga c Nnpu3HaKkamu pereHepauum. H-
JAOCKONMUYECKMe nNpusHaku hopmupytouleics pybLoBon
aedopMaunmu HUXHER TpeTW nuweBofa 6e3 CyxeHus
npoceeTa. PybuyoBas aedbopmauus npoceeTta xenyaka
Ha rpaHuLEe HUXHel TPeTH Tena u aHTpasibHOro oTAenNa.
HasHaueHo Apo6HOE SHTEpaNibHOE NUTaHUE JIeYeBHbIMMU
cmecAmU. C NONOXUTENIbHON AMHAMUKOW NepeBefeH B
OTAENIeHUe NeguaTpum, rge Ha 2-e CyTKM OTMevanochb
maccuBHoe kpoBoTeyenue u3 BOMT. ®3ArAC: cocTos-
HWe nocne oXora nuuieBoAa, Xenyaka 3 cteneHun. JH-
[NOCKOMMYECKUX [aHHbIX 3@ aKTUBHOE KPOBOTEYEHUE B
MULEBOE, XeNyLKe, ABEHAALATUMEPCTHON KULWKE HE
BbIiIBIEHO. CnnsucTas nuweBoaa ¢ NpM3HakaMu pere-
Hepauuu anutenua (MonoxuTenbHas AuHaMuka). fsBa
HWXHel TpeTn nuwesoga B ctaguu H2. A3Ba HMXKHen
TpeTu Tena xenygka B ctagum H2 ¢ dopmupytoweiics
py6uoBoit gegopmaumeii npoceeta. Ha GoHe npoBoau-
MOIA Tepanuu NOBTOPHbIX 3NU3040B KPOBOTEYEHMIA He
6bino. Ha 5-e cyTKu B 0TAENEHMN OTMEYANOCH NOBbILLE-
Hue TeMnepaTypbl Ao 38,5C, yTo 6bII0 pacLeHEHO KakK
npucoeauHeHne MHGeKLUM, HasHayeHa aHTMbBaKTepu-
anbHasi Tepanusa. PeHtreHorpadus BOMNT ¢ naccaxem
6apus: BbISIBNEHO MPOTSXEHHOE CYXXEHWE NULLeBOAA Ha
ypoBHe ot C5 po Th9. MNpoceeT nuweBoaa coctaBaseT
0,3 cm. C guarHosom «CTeHO3 nuweBoaa. XMMUYECKUI
OXor nuuieBoga 2-3 cteneHn. XMMUYECKUI OXKOT Xe-
nyaka 3 cTeneHuW» nepeBefieH B OTHAeNIeHUEe Topakasb-
HOW XMPYpruu, rae NPOBOAMACA KYpC 6YXMpPOBaHMS.
Mpn BbINMCKE COCTOAHUE YLOBNETBOPUTENbHOE, MOJY-
YyaeT NMTaHue NPOTepTOil NULLeil, Macca Tena — 66,5 Kr;
UMT — 20,52 kr/m?2.

3aknioyenne. Xumuyeckue oxorun BOMNT y nogpocT-
KOB NpPefCTaBNAT CepbesHyto yrposy AN 340pOBbSA,
KayecTBa XXM3HMW, Tak KaK COMPOBOXAATCA rNy60KUM
nopaxeHnem W pybuOBbIM NEPEPOXAEHUEM CTEHKM.
Oc06eHHOCTbIO [laHHbIX 0XOroB Yy MOAPOCTKOB fABIS-
eTcsa yacTas CBA3b C HapyWeEeHWEeM NCUXMYECKOW che-
pbl — AENPECCUBHBIMU COCTOSIHUSAIMM M CYyMLMAANbHBIM
noBeAeHMEM, YTO TPEOYeT KOHCYNbTALWUKU NCUXONOrOB U
ncuUxmaTpos.

AUWATHOCTUYECKUIA NOUCK
Y NALUUEHTKHN C NOA03PEHUEM
HA BPOXX/EHHbIA CUHAPOM
KOCTHOMO3roBOu
HEOQOCTATOYHOCTHU
Maromegos M.M., lNMonosa A.I.
Hayunbiii pykoBogutenn: JlaBpeHtbeBa U.H.
'bY3 «Mopo3sosckas [IMKb» 13M

BeepaeHue. BpoxaeHHbI# CUHAPOM KOCTHOMO3I0BOIA
HegocTaToyHocTu (BKMH) — rpynna pefkux reHetu-
Yecku [eTepMUHMPOBAHHbIX 3abosieBaHuii, KoTopble
XapakTepusylTCcs LUTONEHUei, BPOXAEHHBIMU CTUT-
MaMu [M33MOpUOreHe3a, a TaKXe PUCKOM PasBUTHUS
3N10KAaYECTBEHHbIX HOBOOGpa3oBaHWiA. Ha paHHbINA
MOMEHT uccnegoBaHo 6onee 100 reHoB, accoLumnpo-
BaHHbIX C cuHapomamu BKMH, ofHako ¢ BHeapeHueM
HOBbIX METO[0B UCCNeA0BaHUA UX CNEKTp A0 CUX Nop
nononHseTcs. AHanu3 ceMenHoOro aHamHesa, TeYeHus
3a60n1eBaHusA, TIWaTeNbHbIA OCMOTP MauueHTa U na6o-
paTOPHO-MHCTPYMEHTaNbHOe 06cNneaoBaHue No3Bons-
0T CBOEBpeMeHHO 3anofo3putb BKMH, a ¢ nomouybio
MONEKYNSPHO-TeHeTUYECKUX METOJ0B UCCNefoBaHus
YTOUYHUTb KOHKPETHYIO HO30N0TUI0.

KnuHuyeckuii cnyvaii. Maunentka, 1 rog 6 mecsAues.
N3 aHamMHe3a U3BECTHO, YTO Ha 2-e CYTKM XU3HM (C.X.)
(21.05.23) nepeeeaeHa B 0TAe/eHNe NaTONOMMU HOBO-
POXJEHHbIX C BbIpaXXeHHOM NeitkoneHnein, abconoTHOIA
HeiiTponeHueil, nosbiweHnem UJ1-6. YuntoiBas coxpa-
HSOWYIOCA MocNe aHTUGaKTepuanbHOW Tepanun neii-
KOHeWTpONeHUto, Hanuuue CTUrM AU33MOpPUOreHesa,
pe6EHOK KOHCYNbTUPOBaAH FreHeTUKOM, PEKOMEH0BAHO
MPOBEeJEHNEe MOSHOTO TEHOMHOr0 CEKBEHUPOBaHMUSI.
[leBoykKa BbINMcaHa U3 cTauMoHapa Ha 12-e c.x., B OAK
Hb — 107 r/n, sputpoumntbl — 2,49 MAH/MKA, NeiKouu-
Tbl — 5 Tbic/MKA, HeliTpodunbl — 750 kn/mkn. B 1 mecauy
pe6énok noctynun B OPUT ATKE um. 3.A. bawnsieBoii
B CBA3M C TAXENON aHemwueili, Hb npn noctynnennn —
67 r/n. TlpoBegeHa TpaHcdy3usa ISpUTPOLMUTAPHOI
B3Becu. /1o 6 MecsauLeB B CBA3W C TAXKENON aHEMUEN
HEOAHOKpaTHO rocnuTanusupoBanacb B OTAeJIeHue
rematonorun MJITKB. TpoBogunuch TpaHchysum
apuTpouuTapHoii B3Becu. [pu obcnesoBaHUM 6binu
UCKJIOUEHbI BPOX/EHHbIE W NPUOBPETEHHbIE TEMON-
TUYECKME aHemMuu, napumanbHas KpacHOKJIeTOYHas
annasus, cuHgpom [upcoHa, mapBOBMpYyCHas WHdek-
uus. NMpoBepeHo uccnefosaHme MMMyHorpammbl, TREC,
KREC — paHHbIX 3a NepBUYHbIE MMMYHOAEDULUTDI
(ML) HeT. Mo pe3ynbTaTaM NOJIHOTO FEHOMHOTO CEKBE-
HUPOBaHWUS NaTOrEHHbIe MyTauuKU He HaijeHbl. Mpu
BbIMMCKE PEKOMEH[0BAH NEPecMOTP AaHHbIX MOJIHOro
TeHOMHOr0 CEKBEHWUPOBAHUA (He NpoBogMnoch). OTme-
Yyasiocb BOCCTAHOBJ/IEHWE MOoKa3aTesieil reMornobuHa u
aputpouunToB. C Hosbps 2023 roga (6 mec) Ao nonyTo-
pa neT NOoTPeGHOCTH B TpaHCRY3nsX 3pUTPOLUTAPHOI
B3BecH He 6b110. B TeueHne rona nepeHecna sabone-
BaHWA BEPXHUX AblXaTesIbHbIX NyTei, He Tpe6GoBaBLINE
aHTMBGaKTepuanbHoi Tepannu, cTOMaTUT ¢ he6pUnbHOI
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nMXopapKoii B TedeHue 4-x aHeii (B Tepanum Masb € KJo-
TpuMasonom). C aBrycrta no CeEHTA6pb 0TMevanach Kpo-
BOTOYMBOCTb fleceH. KnuHuyecknin ocMoTp: y AeBOYKK
oTMevalTcs heHoTUNUYeckne oco6eHHocTu (rnasHom
rMnepTenopusM, MOHrOMOMAHbINA pas3pes rnas, anuKaHT,
OTKPbITblE KHapyXu HO3LpU, MUKPOrHaTUs, KOpoTKas
e, N36bITOYHAA KOXa Ha Lee, HU3KOPACNOI0XeHHbIe
YWHbIE PaKOBWHbI, OTEYHbIE CToMbl). lenaTocnneHoMe-
ranuu Het. OpraHbl fbiXxaHusA 1 KPOBOOGpalLeHNns — 6e3
ocobeHHocTel. Mpu obcnegoBaHun B Kpyr anddepet-
LiManbHbIX UArHo30B 6bliN BK/OYEHb! 6T MUEso-
Avcnnactuyeckoro cuugpoma (MZAC), BKMH, BTopuy-
Hble uutoneHuu, MUJC. Mo pesynbTataM 06¢cneoBaHus
WCKJIOYEH [ebloT ocTporo neiikosa, MAC, peduuut
BMTaMWHOB rpynnbl B, natonorus wWuToBMAHON Xene-
3bl, MapBOBMPYCHasA MHpekuuda. YunTtoiBas GeHoTMNM-
yeckune 0COBEHHOCTH, 6bIN0 NPOBEAEHO FeHeTUYeckoe
nccnesoBaHue KOCTHOrO MO3ra - MOUCK MyTaLuii B reHe
GATA2 pns ucknouyeHus cMHApoMa dmbeprepa, faH-
Hbll aHanu3 B paboTe. B remorpammax coxpaHsnucb
rMNepxpomns u MakpouuTos, yposeHb Hb — 117-106 r/n,
aputpouutbl — 3,3-2,9 MAH/MKA, neikounTbl — 4-2,1
Tbic/MKA, HelATpobunbl — 24-9%.

3aknioyenne. [IMarHoCTMYECKUIN MOUCK MaLMUEHTOB
¢ BKMH TpebyeT KOMNIEKCHOr0 MHCTPYMEHTANbHOIO
n nabopatopHoro obcnefoBanus. CnefyeT yuuTbIBaTh,
yto BKMH dABndAlTCcA guarHosamu MCKIOYEHUS, U B
npouecce AMArHOCTMKM JaHHbIX COCTOSIHWUIA CTOMUT MUC-
KNHOUYUTD Lienyto rpynny HO30M0rNiA, UMEIOLLUX CXOXMe
nposiBfeHus. B cnyyae ncknoYeHms BTOPUYHbIX LNUTO-
NEeHWii, NauueHTy Heob6XxoAUMO NPOBEJEHNE LUTONOMU-
YecKoro, LMTOreHeTUYeCKoro uccnepoBaHmuii KOCTHOro
MO03ra, a TakXe MOJIEKYNSIPHO-TEHETUYECKMX METOJ0B
uccnepoBaHui. NMpu HEACHOM reHese KOCTHOMO3rOBOVA
HeJO0CTaTOYHOCTM Y Takux NauWeHToB cnejyeT nNpoBo-
AUTb UHAMUYECKMIi NabopaTOpHbIA KOHTPOJb, @ TakXe
KOHTPONb NPU MHTEPKYPPEHTHBIX NHDEKLNSX.

KNUHWYECKUIA CNYYAUN QEBIOTA
AYTOMMMYHHOI O MOPAXEHMA
NMEYEHU Y NOJAPOCTKA C LLEENIMAKUEN

Fpuropsu 3.C., Maakuii C.WU., Frnapkasa T.C.,
HeuvaeBa A.C.

HayvyHblii pyKoBoAHTEND:
A-M.H., npogeccop Cypkos A.H.

HWW neaunaTpum v oxpaxbl 340poBbs feteit HKL| N°2
OIrBHY «PHLX 1m. akaa. b.B. MeTpoBCKOro»,
®rAQY BO PHUMY um. H.W. Muporosa MuH3paBa
Poccun (Muporosckuid YHuBepcuTeT)

AKTyanbHoOCTb. HecMOTps Ha M3BECTHbII (akT BO3-
MOXHOr0 COYeTaHua Lennakum ¢ pasnnmyHoin UMMYHO-
onocpefoBaHHON BOCNaNMTeNbHO| NnaTonorueii, B ToM
yucne ¢ ayTOMMMYHHbIM renatutom (AUT), Ha npakTuke
MpOAO/MKAeT 0TMeYaTbCs FMNOAUArHOCTMKA NOA06HbIX
KOMOPOMIHbIX COCTOSHWUIA.

Knunuyeckuii cnyyaii. [lesouka A. B Bo3pacTe 7 net
(beBpanb 2014 roaa) 6bina rocnMTanu3NpoBaHa B 0TAe-

NleHue neguaTpun No MecTy XUTeNbCTBA C Xanobamu
Ha npucTynoobpasHblie 601U B XMBOTe, OTCTaBaHNUe B
(u3nyeckoM pasBuTUM. B 6UOXMMUYECKOM aHanu3e
KpoBU 6bin Bnepeble 3apukcupoBaH uutonus (ANT go
166 ME/n), no AaHHbIM YNbTPa3BYKOBOrO UCC/IEJ0BAHUS
opraHoB 6ptowHoii nonoctu (Y3W OBIM), ymepeHHas re-
naTomeranus. C renaTonpoTeKTOPHO LieNbtO Ha3HaYeH
KYpC NeyeHus npenapaTom ypcoae30oKCHUXONeBoii Kuc-
notbl (YOXK). B ganbHeiiwem npv noBTOPHOM rocnurta-
nn3auun yepes 6 Mec CUHAPOM LMTONN3a OTCYTCTBOBAJI,
B TO )X€ BPEMS BbISIB/IEHO MOBbILEHNE YPOBHEN aHTUTEN
K TAnajuHy, TKaHeBOM TpaHcrnyTaMuHase U 3HAOMU-
3ut0. BoinonHeHa asodaroracTpogyoaeHockonus: B no-
cTbynbbapHbIx oTAenax 12-nepcTHOM KMWKKM cnmsucTtas
obosoyka Oyrpuctas, BU3YyaNusMpyeTcs COCYAMCTbIi
PUCYHOK, BOPCHHYATbIA CNOii OTCYyTCTBYET. PesynbTathl
MOp(hOOrMYecKoro UccnefoBaHus GuonTtaTa Cnusu-
CTO# 060/104KM TOHKOI KULWKK CBUAETENbCTBOBANU B
nonb3y uenuakuu B ctagun 3a-3b no knaccudukaymn
Marsh-Oberhuber. HasHayeHa 6e3rnioTeHoBasi Auera,
KOTOpYto pe6eHOK CO6J0LaNn HECTPOrO, B CBA3N C YEM B
AMHAMUKe coXpaHsnach naoxas npuéaBka Macchl Tena.
B 15 neT npu KOHTPONbHOM 06CNEA0BaHUM OTMEUYEHO
CTOIKOE M3MEHEeHMe reMaToIorMYeckux nokasareneii:
nosbiweHne CO3 — 46 mm/y, ANIT — 241 ME/n, ACT —
175 M/n, TTT — 240,2 Ep/n, obwero 6enka — 89 r/n u
IgG — 20,41 E/n. B ganbHeifeM NosBUANCH Xanobbl Ha
nepuoguyeckue 60nu B XuBoTe U TowHOTY. Mpu Y3U
OBI: rematomeranusi, npusHakn auddysHbIXx napeHxu-
MaTO3HbIX M3MEHeHWIA neyeHun. Mo faHHbIM KOMMbHO-
TepHon Tomorpadum OB, BHYyTpMMeYeHOUHble Xen-
YeBbIBOASALLME NPOTOKM U BHEMEYEHOYHbIE MPOTOKM
(cermeHTapHble) yMepeHHO pacwupeHbl. MpoBefeHo
uccnefoBaHne neyeHoYHocneumdPuueckux ayToaH-
TUTEN — BbIABJEHO 3HAUYNTENIbHOE MOBbIWEHNE TUTpA
aHTMTen K rnapkoii Myckynatype (SMA) 1:1280 (Hopma
1:40), cBupgeTenbcTBoBaBwWee B noab3y AUM 1 tuna. OT
NPOBEAEHNS MYHKLUUOHHOW 6uoncum neyewnn (MbM) po-
QUTENN Ha TOT MOMEHT OTKa3anucb. [0 XW3HEHHbIM
nokasaHusM pebeHKy HayaTa NPpOTUBOBOCNANMTENbHAS
Tepanus npeAHNU3010HOM (1 MI/KI/CyT) C NOCTENEHHbIM
CHUXEHMEM A0 NOAAEPKUBAIOLLEN, B COYETAHMUM C Mpe-
napatom YOXK (15 mr/kr/cyT), Ha doHe yero xanobbl
KYNMpoBanuch, reMaTonoruyeckue nokasaTenu Hopma-
nusoBanucb. OgHaKo B 17 neT BHOBb MoABUICA ab0MU-
HaNbHbI 60NeBo CUHAPOM, BbinageHue Bosoc. focnu-
TanusMpoBaHa B OTHENEHWEe racTpPOIHTEposorun Ans
peteit HUM neaunatpuu u oxpaHbl 3gopoBbsa geteit HKL
N2 2 ®IrbHY «PHUX nm. akap. b.B. MNeTtpoBckoro», rae
3adukcupoBaHo nosbiweHue COJ, yposHeii CPb u IgG,
MOSAAB/IEHNA MONOXMTENIbHOrO TUTPa aHTUHYKNIEapHOTrO
(akTopa Ha KneToyHoii nuHun HEp-2 — 1:160 (Tun cBe-
YEHMS AePHbIA TOMOTeHHbIiA), PYU 3TOM KOHLEHTpaLuK
ANT u ACT 6binn B HopMe, a TUTP SMA — oTpuuatens-
HbIM. [pu ynbTpa3ByKoBOIi anacTorpaduu onpepenexa
)XECTKOCTb MEeYeHW, COOTBETCTBYHOLLAA BblpaXXEHHOMY
bunbposy (ctagusa F3 no wkane METAVIR). MpoBeaeHa
MarHuTope3soHaHcHas Tomorpadus OBl u xonaHruo-
naHkpeatorpapusa: audppysHo-Ppubpo3HblIE M3MEHEHUS
MapeHXUMbl NMEYEHW, HEPOBHOCTb KOHTYPOB XKENYHbIX
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npoTokoB, numbaneHonatusi. BoinonHexa MbIl, ructo-
NOTMYECKN BbISIBIEHbI MPWU3HAKK, XapaKTepHble ANA
AW, a TakXe nojo3peHue Ha MepBUYHbLIA CKAEPO3K-
pytowuit xonanrut (NCX). Takum o6pasoMm, y pebeHka
HeNb35 UCKIOYNTb TEYEHME MEPEKPECTHOrO CUHAPOMA:
AUT+MNCX. Onsa ycunenus TepaneBTuyeckoro apdekrac
MMMYHOCYNPECCUBHOW LENbI0 B CXEMY IEYEHUS BblN JO-
6aBneH asaTMonpuH U3 pacyerta Imr/kr/cyT. MokasaHo
JanbHeiilee AUHaMUYeCKoe HabNoAeHKe.

3aknioveHnne. [JaHHbIA KAUHUYECKWUIA cnyyail moka-
3blBaeT BaXHOCTb COXPaHEHWS HACTOPOXEHHOCTW B
OTHOLUEHUM BO3MOXXHOIO pPa3BMTMS KOMOPOUAHOI NaTo-
norun y aeteii ¢ Llennakneii u, B 0COGEHHOCTH, MOpaxe-
HWA nevyeHu, B ToM yucne AU u cuugpoma nepekpecTa,
4TO NO3BOJINT BOBPEMS BbISIBUTb XapaKTepHble U3MeHe-
HUS U BblBpaTb COOTBETCTBYHLWYIO TepaneBTUYECKYIO
cTpareru.

KNMHUYECKWI CNYYAN
CMUHAJIbHOIO MILEMUYECKOTIO
UMHCYJIbTA'Y JEBOYKU 11 NET
Mewankuna A.W.

Hayunbiii pykoBogutenn: KysneyoBa A.A.

'bY3 «Mopo3sosckas [AMKb» [13M,
HML ncuxoHeBponorun um. 3.1. ConoBbesa

BeepgeHue. Mwemuyeckoe nopaxeHune cCMMHHOIo MO3-
ray peTeil ABNAETCA TAXENbIM U peakum 3aboneBaHu-
€M C OCTPbIM NN NOAOCTPbIM Pa3BUTUEM. CnuHanbHbIN
WHCYNbT BCTPeYaeTCca 3HAYNTENIbHO pexe, 4eM 0CTpoe
HapylweHune KpOBOOéanJ,EHVIFI roJ10BHOro mo3ra u Mo-
XeT UMUTUpoBaTb Apyrne natosornyeckne CoCToAaHUA
CMUHHOI0 MO3ra, 4YTOo nNpepcTaBndeT AUarHoOCTUYeCcKyr
TPYAHOCTb.

AxtyanbHocTb. Cpeau HapylweHUin CNIMHHOMO3I0BO-
ro KpoBoOOGpallLeHUs Yalle pa3BUBaETCA UILEMUYECKOE
nopaxxeHue, pexe KpoBOU3nusHue. B 6onbIMHCTBE CNy-
yaeB MPUYMHA CNUHANBHOTO MHCYNbTA Y AETEN OCTaeTcs
He YCTaHOBNEHHOA. [IpUYMHOIA MLIeMUYecKOro MHCynbTa
yale Bcero sBaseTcs TpomM603/aMB0NMSA CMUHHOMO3-
ropblx aptepuit. C yueTom 60see 4acToro nopaxeHus
nepegHen CnuHanbHOW apTepuu oTMmevaetca napes/
nnerus, HapyweHue NOBEPXHOCTHOW YYBCTBUTESNbHO-
CTH, NopaxeHue GYHKLMUM Ta30BbIX OPraHOB No cnacTu-
yeckomy Tuny. AuddepeHumanbHblii AMarH03 NpoBoAAT
C MWENNTOM, OMYXOJbi0 CMMHHOIO MO3ra, anuaypasnb-
HbIM abCcLLeccomMm.

Knunuueckuit cnyvai. Anactacusa 11 net 26.09.24
nocne GuU3KynbTYpbl Pe3Ko BO3HMKINIA 60NIE3HEHHOCTb
B rpy4HOM OTLene NO3BOHOYHMKA, 3aTeM MNosBMNAachb
cnaboCTb B MpaBOi HOre, KOTOpPas Hapocna K Beyepy
Ao 3 6annos. O6paTuiacb K TpaBMaTosiory no MecTy
XMTENbCTBA, 3anof03PEHO MNOpPaXeHWe CcepanuiiHo-
ro Hepsa. 27.09.24 cocTosiHMe C yxyAleHueMm, nosBu-
nacb cnabocTb U OHEMEHMWE B NIEBOI HOre, HapyWwmunach
dyHkumMa TasoBbix opraHoB. O6patunack B MATKB. B
HEBPOMIOTMYECKOM CTaTyce Npu MOCTYyNNeHUN oTMeva-
eTCA HUXHAA napannerus, MMHUMasnbHble ABWXEHUA B
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neBoii cToNne, TOHYC CHMXeH. CyxoxunbHble pednekcol ¢
Hor abs. CHMXeHMe NOBepXHOCTHOW YyBCTBUTENbHOCTH
Huxe Th12-L1 cermeHTa. 3afepxkKa MOYeUCnycKaHms,
OTCYTCTBME NO3bIBOB. BbiNI0 BbINOMHEHO 3KCTPEHHOE
MPT rpygHoro u nosICHWYHO-KPeCTLOBOro OTAenoB
MO3BOHOYHMKA — MPM3HAKW Y4acTKOB MaTo/IOTMYECKO-
ro cUrHana B NepefHuX OTAenax rpygHoro cerMeHTa
CMWUHHOTrO Mo3ra Ha ypoBHe Ten Th3, Th5-6. bbin BbI-
CTaBNEeH NpefBapuTENbHbI AMArHO3: CMMHAaNbHbII
NWeMUYECKUN MHCYNLT, anddepeHunanbHblii LuarHos
C MUeNUTOM. bbina KOHCYNbTMpOBaHa reMaToorom, Ha-
yaTa aHTWKOArynsiHTHasi Tepanus: remapuH U3 pacyerta
22 Ep/kr/yac. 28.09.24 B cBA3M C HU3KUMUN 3HAYEHUAMMU
aHTM-Xa-aKTMBHOCTM: MOBbIWEHA JO3MPOBKA renapuHa
A0 25 Ea/kr/y. 29.09.24 AHtun-Xa: 0,2 ME/Mn, cKkopocTb
renapuHa yesenuyeHa po 35 Ep/kr/y. B HeBponoruve-
CKOM CTaTyCe NOBbILIEHME ABUTaTENbHOW aKTUBHOCTH
B JIeBOW HOre AucTanbHo Ao 1.5 6anno., B oCTafbHOM
6e3 auHamuku. 01.10.24 MPT ronoBHOro Mosra — Hop-
ma, MPT cnMHHOro Mosra ¢ KoHTpacTupoBaHmem — MP
KapTMHa CTPYKTYPHbIX n3meHeHu Tena Th8 nosBoHka,
KoTopble cnepyeT anddepeHyupoBaTb C NPOABNAEHUSA-
MW MLIEMUU KOCTHOTO Mo3ra. PaHee onucaHHble UnTo-
TOKCMYECKNE U3MEHEHUSI C NPU3HAKaMMU MONOXNUTENb-
Hoii anHamuku. 03.10.24 BoinonHeHo KT-aHruorpadus
apTepwmii Wweu, rpyaHoOro otaena aopTbl U ee BeTBel C
KOHTPacTUPOBaHWEM: 6€3 KJIMHMYECKN 3HAYUMBIX W3-
MeHeHun. KoHcynbTupoBaHa ¢u3noTepaneBToM C Mo-
CNefylownM KypcOM BOCCTaHOBUTENIbHOTO JEYEHHUS.
07.10.24 6bin 3aBepLIEH KYPC renapuHa, nepeBefeHa Ha
MOLKOXHbIE MHbEKL NN HU3KOMONEKYNIAPHOTO renapuHa
B fo3e 122 ME/kr x 2 pasa B AeHb. 08.10.24 ypoBeHb aH-
TU-Xa aKTUBHOCTM Ha HUXXHEI rpaHuLe LeneBblX 3Have-
Huii, fo3a dparmMuHa yeBenuyeHa fo 146 ME/kr x 2 p/g.
21.10.24 peBoYKa BbIMUCAHA C MOJIOXMTENbHOW AWHa-
MUKOIA. B HEBponiornyeckoM craTyce: BANbIA HUXHWIA
napanapes. MbiweyHas cuna B NpaBoON HUXHEN KOHEY-
HocTW 3 6anna AucTanbHo, 3,5 6anna NpoKCUManbHo,
B JIeBOW HUXHeil KoHeyHocTu 3,5 6anna. MblleyHblii
TOHYC B HOrax runotoHus. CyxoxunbHble pednekchbl
KOMleHHble — BblI3blBalOTCA, axunnosbl — abs. C nog-
JLEepXKOW fenaet HECKONbKO Wwaros. CHUXEHUE NOBepX-
HOCTHOW YyBCTBUTENbHOCTM Huxe Th12-L1 cermeHTa.
Ta3oBble QYHKUWM HApYWEHbl MO LEHTpaibHOMY TuMy.
PekoMeH[L0BaHO NPOAOMKMTL NpuemM [lanTenapuHa Ha-
Tpua 6000 ME x 2 p/geHb NOAKOXHO B TeyeHue 3 mecs-
LieB, HabOJeHne remaTonora.

3aknioyeHue. CnivHanbHbli MUHCYNbT B AETCKOM BO3-
pacTe BCTpeyvaeTcsl KpaiiHe pefKo, HO HECMOTPSA Ha 3T0,
KaXXAblii Bpay MOXET CTONIKHYTbCA C ;aHHbIM 3ab0neBa-
Huem. OCHOBHO 0COOEHHOCTbIO LaHHOT0 KJIMHUYECKO-
ro cnyvas fiBNAETCA HU3Kasa HaCTOPOXXEHHOCTb Bpayei
Mpu NOABIEHUN OCTPON HEBPONOrMYECKOW CUMNTOMA-
TUKW, YTO 3aMeA N0 NOCTAHOBKY fMarHo3sa Ha CyTKMU.
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AOWATHOCTUYECKUE OCOBEHHOCTH
NOANDEPONOAOBEHOI0 CUHIPOMA
HA NMPUMEPE KJIMHUYECKOI'O CJTY4YAA
CMonbsiHHuKoBa A.b.

HayyHblii pykoBoguTeNb: K.M.H., foLeHT CapkucsH E.A.

OrAQY BO PHUMY nm. HW. Muporoa MuH3apaea
Poccun (MuporoBckunid YHUBepCUTET),
HML CMIM um. B.®. BoitHo-AceHewkoro

Beegenue. KpaHmocuHoctosbl (KC) — 310 BpOXAEH-
Haa rpynna 3aboneBaHuil, AN KOTOPbIX MaTOrHOMO-
HWYHbIM NPU3HAKOM SABNSAETCA NpexXeBpeMeHHoe
3aKpbITUE OJHOrO WM HECKOJIbKMX LWIBOB Yepena, 4yTo
MPUBOAUT K MOABNEHUIO Aedopmaumii yepena, a Tak-
Xe K AanbHeiiweMy aepuunty o6bema ero nosocTu u
B OMNpEeAEeNeHHbIX Clyyasax K MOPaXKeHMI FOSI0BHOMO
mosra. Yactota Bctpeyaemoctn KC — 1-4 Ha 10000
HOBOPOXJEHHbIX. HeCMHApPOManbHbie KPaHNOCUHOCTO-
3bl cocTaBnaoT okono 90% o1 aToro uncna, a Ha Ao
CUHAPOManbHbIX npuxoautcs 6onee 150 pasnnuHbIX
Hosonoruid. Okono 20% Bcex cnyyaeB KC reHeTnuyecku
AeTepMUHMpOBaHbl M npuMepHo 50% cnyvyaeB npea-
CTaBNAT c060ii BapuaHT de novo. Begywum npusHa-
koM Bcex KC ABnseTca aHoManbHasi GOpMbl rOoBbI,
KOTOpas Hanpsamyto 3aBUCUT OT TOr0, CKONbKO W Kakue
WBbl MOABEPI/INCb MNPEXEBPEMEHHOMY CpaLLEHWUIO.
Cunppom Ndaiiddepa (CN, Pfeiffer syndrome, Q 87.0 unu
akpouedanocuHaakTunua V TMna) — peskoe ayTocoM-
HO-AOMUHAHTHOE 3ab01eBaHWE U3 FPYNMbl CUHAPOMab-
HbIX KPAaHMOCMHOCTO30B, 06yCcNOBJIEHHOE fledheKTamu B
reHax FGFR1 u FGFR2. Cungpom Ndaiibdepa xapakTe-
pu3yeTcsi NPM3HaKaMu YepenHo-NuLEeBOIi fucnnasum B
COYETaHUM CO CKeneTHbIMU Aedopmaunsmu. Pewato-
WM LNarHoCTMYECKMM MepOonpuAaTUEM ABNAETCA Mpo-
BEJEHNE MONEKYNSPHO-TEHETUYECKOTO TECTUPOBaHUS
1 BbiiBNeHne aedekToB B reHax FGFR1 u/unu FGFR2. B
3aBUCMMOCTHM OT TOr0, B KaKOM reHe npousowna myTa-
uus, CMN noppasgensierca Ha 3 Tuna. Tun 1 BbI3biBaeT-
cs MyTaumsamu nméo B FGFR1, nn6o B FGFR2, Hanbonee
onaronpusiTHbliA. Tunbl 2 1 3 — MyTauus B reHe FGFR2,
UMeeT TAXeNnoe TeyeHue. B nutepatype onucaHbl cny-
yau, korga KC paseuBaetcs y pebeHka c HexapakTepHoii
MmyTauueil B reHe FGFR, Takxe cnyyau ¢ xapakTepHbIMU
KAUHUYECKUMMU NpOABAEHMAMU CUHAPOManbHbIX KC
MpW OTCYTCTBMU XPOMOCOMHbIX W T€HHbIX U3MEHEHUMN.

Knunuyeckuit cnyvaii. Manbuuk X, poguncs ot mate-
pu 38 net. Macca — 3000, snuHa — 48 cM, OKPYXHOCTb
ronosbl — 33 cMm, rpyan — 34 cm, APGAR — 7/8 6annos.
OT 2 6epeMeHHOCTH, 1 POAOB (ECTECTBEHHbIE, CPOY-
Hble), NpOTeKaBLUeii C yrpo30ii NpepbiBaHNsA, onepaTus-
HbIM nyTeM Ha 39 Hepene rectayuu. [laHHas 6epeMeH-
HOCTb —NyTeM 3KCTPaKopnopasbHOro Onja0A0TBOPEHNS
W nepeHoca 3M6pMOHa, LOHOPCKWII cnepmaTo3oua. B
1 TpuMecTpe npoTekana 6e3 ocobeHHocTelr. Ha 27 He-
Jenu BbISIBNEHbl MHOXECTBEHHble MOPOKU pasBUTUA
nnoga (BPoXAeHHas Nporpeccupylollas OKKJHO3UOH-
Haa rugpouedanua, KpaHuodacuuanbHblii AM30CTO3,
CTEHO3 M HeAOCTaTOYHOCTb CNe3HblX NPOTOKOB). Mpwu
POX[EHUM Ha cebs obpalyany BHUMaHMe XapaKTepHas

tdopma yepena — 6paxuouedanus, 3k3opTanbM, runep-
TeNopu3M, BbICOKMI BbINYKJIbIA 106, ManeHbKUA HOC,
Helopa3BUTUE BepPXHEYENOCTHbIX KOCTEN, LUMPOKMeE,
KopoTKue nanbubl. Mo paHHbIM KT-uccnegoBaHusi ¢
TpPeXMepHOii peKOHCTPYKLMER, NpU3HaKN BHYTpuuepen-
HOVi rMnepTeH3uu v rugpouedanuu nporpeccupoBanu,
4TO NOCNYXKUNO OCHOBAHUEM K MPOBEJEHMIO NNAHOBOIO
Xupypruyeckoro sMmewarennctsa. B sBospacte 3 mecs-
LieB NpOBefieHbl onepaLumn: BEHTPUKYNONepuToHanbHoe
WYHTUPOBaHMWe; KpaHuonnacTuka. B 4 mecsaua oH 6bin
BbiNUcaH AOMOI Noj aMGynaTopHOe HabnfeHue B
nonunknuHuke. B Bospacte 5 MecsiLeB oTMevyanach Bbl-
paXKeHHas runepnnasua CNU3UCTOI anbBeONIAPHOrO OT-
POCTKOB Ha HUXHEN M BEPXHE YeNtoCTH, 3y6bl He npope-
3anuco. Mpu poxaeHnn pe6eHoK 6bla KOHCYNbTUPOBaH
reHeTUKOM, MPOBELEHO MOMEKYNAPHO-TEHETUYECKOro
TECTUPOBaHME, MNONHOIK3OMHOE CEKBEHUpPOBaHWe -—
6e3 ocobeHHocTel, kapuotun 46 XY. HepBHo-ncuxmye-
CKOe pasBUTHE COOTBETCTBYET BO3PacCTy.

3aknioyeHue. [10 COBpeMEHHbIM IMTepaTypHbIM AaH-
HbIM cuHApom lMbanddepa xapakTepm3yeTcs WMPOKUM
CNEKTPOM CKENeTHbIX OTKJOHEHWA, NPOSBAAOLMUXCA
Y)X€ B HeOHaTaNbHOM nepuoje. B faHHOM KUHUYECKOM
Cnyyae Mbl NPeACTaBUIIM YHUKANbHbIA NpUMep pedex-
Ka HopManbHbIM KapuoTunom 46 XY, ¢ nposiBiieHnsaMM,
XapakTepHbiMu ansa noaiibheponofo6HOro CUHAPOMA.
OAHaKo reHeTUYECKOe McciefoBaHme, BKIOYas noJiHo-
9K30MHOEe CeKBEHMPOBaHWe, He MOATBEPAUNO Hanuuue
myTauun B reHax FGR1 n FGR2, accouunpyemblix ¢ faH-
HbIM CMHAPOMOM. 3TO HabNOAEHME NOAYEPKMBAET BaX-
HOCTb KOMMN/EKCHOro nogxofa K AUarHoCTUKe peakux
reHeTUYeckux cuHpgpomax. HecuHgpomanbHble KpaHu-
OCWMHOCTO3bl MOTYT MackMpoBaTbCsl MOA CMHAPOMab-
Hble. BaxeH MynbTUAMCLUUNAUHAPHBIA NOAXOA U UHAN-
BMAYyanbHble CTpaTernn NeYeHmna LN Takmx naLuneHTos.

CNYYAUN TAXKENOI0 TEYEHUA
BHEB0JIbHUYHOW NHEBMOHUMU
C FTAHrPEHOM NETKOro
Ky3una C.P.

HayuHbiii pykoBogHuTEND:
A-M.H., npogeccop Imuposa X.M.

®IrbOY BO «Poccuinckuit yHBEpPCUTET MENLNHBI»
Munanapasa Poccuu, AI'KB ¢B. Bnagumupa

AKTyanbHocTb. [aHrpeHa Nerkoro — AecTpyKTUBHbIi
npoLecc, XxapakTepusyWwmuiics HeKPO3OM O6LIMPHOTO
yyacTka napeHxumbl 6e3 ueTkoii pemapkauuu. Oco-
GEHHOCTU TEYEHUS 3TOF0 OCNOXHEHUS BHEGObHUYHOIA
nHeBMoHuu (BM) y aeteii Mano uayyeHsl.

Knunnyeckuit cnyvai. Manbuuk 3 net 8 mec. ne-
peseaeH B oTgeneHne peaHumauun ArKb cs. Bnagu-
mupa 28.05.2024 r. Ha 5 peHb 6onesHn. M3 aHamHesa
U3BECTHO, YTO pebeHoK oT 1 6epeMeHHOCTH, T poLoB Y
matepu 30 net. PasButue 6e3 ocobeHHOCTEN, NepeHec
aHruHy B Bospacte 1 roga, ageHoungbl 3 cT. BakymHupo-
BaH, B T.4. NPOTUB MHEBMOKOKKOBO MH(eKLMK. 3abo-
nen 22.05.24 r., korga yepes 4 AHA nocne BO3paLleHus
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u3 TaitnaHpa nosBMAOCH MOAKalLMBaHME, HAaCMOpK.
23.05.24 r. — cHusunca annetuT, Temnepatypa 38,5°C,
Kawenb ycununcs. AmMOGYnaTopHO [MarHOCTMpOBa-
Ho OPBW, HasHayeHa cuMnTOMaTMyeckas Tepanus.
27.05.24 1. — 0TKa3 OT eAbl U NUTbSA, NOABMAACH OfbIL-
Ka. focnutanusuposaH B UKb N1 B TAXenom cocTtos-
HUM C AbIXaTeNbHOW HejocTaTo4YHOCTbO (OH) 2 cT. u
CUHAPOMOM WHTOKCuKauuun. Mpu obcnepoBaHum: nei-
KouuTbl KpoBu (15,3 x 10°/n), HeliTpodunes (11,9 x 10°/n),
noBblweHne npokanbuutoHuHa (MKT — 5792 Hr/mn),
CPB (312,9 mr/n). PeHTreHonoruyeckun onpepensinics
cybTOTaNbHbIA aTenekTas NpaBoOro JIerkoro, rmapoTo-
pakc cnpaBsa. [1ns ganbHeillwero ne4yeHns nepeBeeH B
npodunbHbIii cTauuoHap. Npu NOCTYNEHUN CTOHET, Lu-
aH03 HOCOTyGHOro TPeyroibHMKa, CMeLlaHHas ofblluKa
C BTS)KEHUEM YCTYNUMBBIX MeCT rpygHoii knetkn (FK),
Sp0292%, YA 55/mMun, YCC 145 ya/muH. MNputynnexue
MepKyTOPHOro 3ByKa cnpaBa. AyCKynbTaTUBHO pbixa-
Hue ocnabneHo Haj BCell MOBEPXHOCTbIO NpaBoro ner-
koro. Mpwu o6cnepoBanuu: neitkouyutos (19,2 x 10°/n) ¢
HeiiTpodunesom (15,7 x 10°/n, n/a 14%, c/a 65%), NoBbI-
weHue COI (119 MM/y), noBbiwenue MKT (23,34 Hr/mn),
CPbB (351 mr/n) u ¢pubpuHoreHa (9,14 r/n), akTuBauus pu-
6puHonusa (D-gumep — 3499 ur/mn). Mo AaHHbIM Y3U
opraHoB K cnpaBa nero4yHas TkaHb TOTaJIbHO KOHCONK-
AVpOBaHa, HECTPYKTYpHas, Yepes0BaHNe yyacTKoB no-
HUXXEHWS W NOBbIWEHNUA 3XOTEHHOCTH, 6€3 YETKUX KOH-
TYPOB NpeuMyLLEeCTBEHHO B BepXHeN WU cpefHeit gone,
BbINOT B nneBpanbHoi nonocTu. NMpu Rg opranos MK ro-
MOreHHOe 3aTeMHEHUe NpPaBOro Jerkoro, rMAPOTOpPake
cnpasa. lpu ApeHUpoOBaHMWU MNeBpanbHOW MOMOCTH,
nonyyeHo 350 Mn rHoMHOro BbinoTa. Mo gaHHbiM IxoKIl
ANAarHOCTUPOBAHO [fuyiaTauus JIeBOr0  XKEeNyAoukKa,
¢bpakums Bbi6poca coxpaHeHa. B maTepuane 6poHxo-
anbBeonsipHoro naesaxa sbigeneno JHK S. pneumoniae,
B NMneBpasbHON XUAKOCTM — pocT S. pneumoniae. [u-
arHoctupoBaHa npaBOCTOPOHHAA BIl, ocnoxHeHHas
JEeCTPYKLUEN, TAXEN0e TeyeHue; NUOTOPaKC ChnpaBsa;
OH 2 cteneHn. HasHayeHa NOCHHLPOMHas, aHTUOaK-
TepuanbHas (uedonepasoH, NMHes30/MA), aHTUKoary-
NAHTHasA Tepanus, UMMYHOrNo6ynuH B/B. lpoBefeHbl
3 caHauMOHHbIe 6poHxockonuu. Ha 13-e cyTku 3a6one-
BaHWA NOATBEPXKAEHO QOPMUPOBAHNE MHOXECTBEHHbIX
GpoHXonneBpasbHbiX CBULLENA B BEPXHEli f0/1e NpaBoro
nerkoro. B BepxHefoneBoii GPOHX yCTaHOBIEH GpOH-
xo6nokatop. Ha ¢oHe nedyeHus cocTosiHue pebeHKa
MOCTENEeHHO YNyylMNoch, nabopaTopHble NoKasaTenu
HOPManusoBanNucb, PEHTFEHONIOTMYECKUE MNPU3HAKK
MHEeBMOHUW perpeccupoBani. Boinucax u3 ctaymoHapa
Ha 38 cyTku. Manbuuk obcnegoBaH Yepes 4 mec. Co-
CTOSIHUE YAOBNETBOPUTENIbHOE, KAl W OAbIWKK HET.
Mpu KT opraHoB 'K B BepxHel fone npaBoro Nerkoro
onpefensoTca nepubpoHxuanbHole GUOpo3Hble cnai-
KM, 4yacTb 6pOHXOB AeopmMupoBaHa ¢ GOpMMpPOBaHNEM
€AVHUYHBIX BPOHX03KTa30B. Mpu OLEeHKe WMMYHHOrO
cTaTyca ypoBeHb UMMYHOTI06YMHOB, CYONONYNALNOH-
Hbl cocTaB nuMdounToB, haroyunTapHas akTMUBHOCTb
NeiiKoUMTOB KPOBM B Npefeniax HopMbl.

3aknioyeHune u BbIBOAbI. ClI0XHOCTb paHHEro Bbl-
ABNEHUA TAxenoro TeyeHus Bl cBA3aHa c ee Hecnel-
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nuyeckum HavyanoMm Cc GbicTponporpeccupymoLeit
LecTpyKLMeil Nerkoro ¢ NocnenyoLwmm pasBuTUEM raH-
rpeHbl. [laHHOEe OCNOXHEHWe MMeNo MOATBEPXAEHUE
npu Y3-Bu3yanusaLnuu yyacTKOB MacCUBHOrO HEKpO3a
6e3 30Hbl JemapKauun. KoMnnekcHblii NoAxos B neyve-
HUUM W paHHSA TOCMUTANU3aLns NO3BOMUAN COXPAHUTD
nerkoe u n3bexarb NIeTanbHOro ucxoaa. Taxenoe Teye-
Hue 3a60neBaHNs y pebeHka, No-BULUMOMY, o6ycnoBne-
HO He TO/NIbKO 0COGEHHOCTAAMM cepoTuna S. pneumoniae,
BbI3BaBLEro B, HO 1 ¢ runepBocnanuTeNbHON peakLm-
ell opraHMama Ha UHdekuuio.

NPUMEP 5I/I0ﬂCVIXOCOLI,I/IAJ'IbH0[7I
MOAEJIN NATOJIOTUN
B KNTUHUYECKOW NPAKTUKE
Epwosga I1.10.
HayyHblii pyKoBoAHTENb: K.M.H., AoyeHT [1aHkoBa 0.9.

OrAQY BO PHMMY um. H.W. Muporosa
Munaapasa Poccuu (MMporoBekuii YHUBEpCUTET),
HIML ncuxmnyeckoro 340poBbA feTel 1 NoJpOCTKOB

um. IE. CyxapeBoi

BBepenue. buoncuxocounanbHas Mojenb natono-
ruu, NpepnoxeHHas B KoHue XX Beka [l. SitHAxXenom,
npeanonaraeT CUCTEMHbIA noaxoA. Mo MHeHuto [. Jit-
HAXena, 6MoOMeaULMHCKAsA MOAENb UCMONb3YeT NNHeN-
HYI0, MEXaHUCTUYECKYI0 KOHLENUUID NPUYMHHOCTHU, B
Heil UITHOPUPYIOTCA NUYHOCTb, SMOLUOHANIbBHOE COCTO-
sIHUE U NOTPeBHOCTU naymneHTa. [pMBEAEHHBIA KNNHK-
yeckuit Npumep y6eauTenbHO WANOCTPUPYET AAHHYHO
KOHLEenumto.

Knunuveckuii cnyyaii. bonbHas B., 13 net, Habnwoga-
etca ncuxmatpamu ¢ 3 net 6 mec. OTMeyanuch BpeHo-
CTV BO BpeMs 6epPEMEHHOCTU: KypeHue maTepu, yrposa
BbIKWAbIWA BO BTOPOM TPUMECTPE, CUbHbIN CTpecc.
Popbl 2, camocToaTenbHble Ha 38 Hepene, No wkane
APGAR 8/9. MoTopHoe passuTue no Bospacty. C nony-
Topa NieT Habnoganack Hesposiorom ¢ 3M1P, nonyyana
npenapaTbl HedpomeTabonuyeckoro pgeictems. Cum-
NTOMbI ayTUCTMYECKOro CreKTpa Habnwganuco ¢ Mna-
AeHuecTBa. bbin BbicTaBneH guarHos POA (F84.0) y
pebeHka C pe3uayanbHO-OpraHMyYeckon LepebpanbHoii
HepocTaTouHocTbto, OHP 1 ypoBHSA. Bbinn pekomeHgo-
BaHbl CUCTEMATUYECKME KOPPEKLIMOHHbIE 3aHATUSA, CUM-
nToMaTuyeckas Tepanusi aTUMUYHbIM HENPONENTUKOM
pucnepuMgoHoM Ha (oHe Lepe6ponpoTekTopoB. B Te-
YeHue BCex Nocnefyolnx neT geBoyka Habnoganacb
ncmxuatpamm, nonyvyana GapmakoTepanuio B CBA3M C
BblpaXX€HHbIMM NCMXONATONOAO06HBIMU paccTpoiicTBa-
MW U MCUXO-KOPPEKLMOHHYO nomMouwb. Ha ¢oHe npo-
BOAMMbIX MEpONpPMATUA OTMevanacb Cyl,ecTBeHHas
noNoOXuTenbHas AuHaMuka. B cBA3W HepopasBuTHUEM
MHTeNNeKTyasIbHbIX CNOCOBHOCTEl, ANarHo3 6bin usme-
HeH Ha F84.11 ATUNUYHbIA ayTU3M C YMCTBEHHO# OTCTa-
noctbto. lo oceHn 2024 r. feBoYKa obyyanaco B WKOMe
no KOPPeKUMOoHHOW nporpamMme. MNpoxuBana B HOBOIA
CeMbe MaTepu BMecTe C fByMA cubcamu. Baaumoor-
HOWeHUsA 6blM [o6GpOXenaTeNbHble, OXOTHO MOMOra-
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na Martepu no Xo3fNWCTBY, Urpana c MnagLuei cecTpoin.
B KoHUe neTa nocne cyga n3-3a aJIMMEHTOB BO3HMKNA
KOHONIMKTHAs cUTyauus Mexgy GMonoruyeckumu po-
AnTenaMu gesoyku. buonorunyeckuii otew, B TeyeHue 8
neT nocne pasBoja He NPOSABASABLIMIA MHTEpeca K Aove-
Py, Hayan NOCTOSIHHO e/ 3BOHMTb, HAacTpauBaTb NPOTHB
MaTepu U ee HOBOTO MYyXa, MpeAJsiaran CoBepLWnTb No-
oer, yTBepXAasn, YTo eil GyfeT Nyylle NPOXNUBATD C HUM.
B pesynbrate KOHGNMKTA feBOYKa CTana NpoOTECTHOM,
nposBAsia arpeccuto B aapec 6/n3KuX, BbiCKasbliBana
XenaHue «3apesatb HOBOTO My)a maTepu». [lekoMnex-
cauus COCTOSIHUS TaKXXe KOCHYNach LWKOJbI, TaK Kak €
HOBOro roaa B. Hayana obyyaTbcsi B APYyrom Knacce u
cpasy nogseprnacb GynnuHry. B xoge ofHOro us KoH-
GnuKTOB 60NbHAA M36KUNA OAHOKNACCHMKA U YKycuna
yuntenbHuuy. bbina ABaxAbl rocnutanuMsmpoBaHa B
HMNU n34N um. TE. CyxapeBoit B nopsiike HEOTNOX-
HOW MOMoOLLM, TaK NMpeAcTaBisfia HENoOCPeACTBEHHYIO
OMacHOCTb ANt OKpYXatowmx. 3a Bpems HabnoLeHns
B OT[LE/IEHNMN COCTOSIHUE OCTaBanoCh HEYyCTONYMBLIM —
anM3ofbl AypawWnMBOCTM, KOTfa M306paxana, Hanpu-
Mep co6aKy, CMEHSIMCb FTHEBAUBOCTbI C arpeccuei
B aApec Apyrux nauueHToB, MejnepcoHana u Bpayei.
[POMKO HeLeH3ypHO 6paHKunach, Morna Bbl6UTb fBepb B
KabuHeT, WBbIpsaach CTynbAMMU. [pocuna oTNYCTUTL €€
LOMOIA, B TO e BPeMs He 0Tpuuana, yto «xoTenia BCex
y6uTb, 0co6eHHO LAuMKy (Myxa matepu)». [oCTOSHHO
NoBTOPANaA, YTO «Nana ee NOOGUT u GyaeT eii Bce NOKy-
natb». [fpoBognmble nccnegoBanus: Y3U wutoBugHoi
xenesbl: IX0-Npu3HaKn BbIpaXXeHHbIX AN Y3HbIX n3-
MEHEHWUI MapeHXUMbl WHUTOBMAHOI Xene3bl Ha QoHe
ee yBennyeHus. B 6MoxuMmyeckom aHannse KpoBu npu-
3HaKuW renatonaTuu ¢ runepbunupybuHeMmueit n noBbI-
weHue ACT u AJTT.

3aknioyeHnne. [laHHbIN KNMHWYECKUWA npumep Ae-
MOHCTPMPYET HEO6XOAMMOCTb MHOFONETHEA CUMMTO-
MaTMYyeckoit ncuxopapmakoTepaum B COYETAHUM C
KOPPEKLMOHHbIMU MCUXONOr0-NejaroruyeckumMm Mme-
ponNpuUATMAMM, MO3BONMBLIMMU [LOOUBATLCA KOMMEHCA-
LMK cocTosHUA 60MbHOI 1 ee counanusaumun. Ha doHe
ncuxohapmakoTepanuu ¢ UICNONb30BAHUEM Pa3INYHBIX
rpynn HedpoNenTUKOB y NaLMeHTKN pasBuncs MeTabo-
nnyeckuii cuiapom (sec — 93,5 kr npu pocte — 159 cm),
ayTOUMMYHHbII TUpeouauT, GoKanbHble CYLOPOXHbIE
NapoKCKU3Mbl, YTO MOFNO ABMTbCA CNefCTBMEM M060Y-
HbIX AeACTBMIA NCMXOTPOMHbIX NpenapaToB. BosHukwas
KOHGIMKTHAs CUTyaLusa MeXAY POAUTENIMU, B KOTOPYIO
aKTMBHO BOBNEKanu NaLueHTKY, NpuBena K AeKOMMNeH-
cauuu M counanbHoM fesajantaunum ¢ Heob6xoauMo-
CTbtO rOCNUTANM3aLMUm B NCUXMATPUYECKYIO 6ONTbHULY U
YBENUYEHMIO 03 NCMXOTPOMNHbIX NpenapaTos.

CNYYAU rMUKOTEHOBOM
FENATONATUM Y NOJIPOCTKA
C JEKOMNEHCUPOBAHHbIM
CAXAPHbIM IUABETOM 1 TUNA

Xavyatypsad M.A., AnaeBa T.A., Anekcees [1.A.,
loHyaposa E.A.

HayyHblii pykoBogmnTeNb:
A-M.H., npopeccop CypkoB A.H.

®rAQY BO PHUMY um. H.W. Muporosa MuH3gpaBa
Poccuy (MnporoBckuii YHUBEPCHUTET),
HIML, ncuxmnyeckoro 340poBba ETER 1 NOAPOCTKOB
um. IE. CyxapeBoil

AKTyanbHocTb. [nukoreHoBasi renatonatus (IT) —
pefKoe MeTabonMyeckoe nopaxeHue neyeHu, passmea-
ouieecs Ha GoHe ANUTENbHOIO0 TeYEHU AEKOMMEHCH-
poBaHHOro caxapHoro gua6eta 1 tuna (C 1) B pamkax
cuHapoma Mopuaka u xapakTepuayloleecs Ypesmep-
HOM UHGUNbTPaUMe renaToLMTOB MMKOreHoM. Huskas
0CBEeAOMNEHHOCTb 0 [T MOXET NPMBOANTDL K €€ rMnoau-
arHOCTWKE, YTO HEFraTUBHO CKA3bIBAETCH HA TEYEHUU U
nporHose 3aboneBaHus.

Llenb. lpoaeMoOHCTpUpoBaTb BO3MOXHOCTb Mopa-
)XEHWUA NEeYeHU y NoApocTKa C AEKOMNEHCUPOBAHHbBIM
can.

KnuHuyeckuii cnyvaii. [leeoyka K., 12 nert. MocTynu-
na B oTAeneHune ractposHteponoruu ana petenn HKL, N@
2 OI'BHY «PHLX M. akaa. b.B. MeTpoBcKoro» ¢ xano-
6aMu Ha yBesiMYeHne 06bema XNUBOTa, abLOMUHANbHbII
60NeBOii CUHAPOM, OTCYTCTBUE KOHTPONSA Haf yPOBHEM
rnukemMun. HacnepfCcTBEHHOCTb: MaTb AEBOYKM CTpa-
pana C[ 1, ymepna B 26 net oT Tybepkynesa. [leBoyka
6onbHa c 8 neT, KOrAa NOABMAUCH Xanobbl Ha Xaxay,
MONUYPUIO, BbIPaXeHHY cnabocTb. O6cnefoBaHa no
MECTY XUTeNbCTBa, runepramkeMuns fo 25 mmonb/n —
BepudmnuympoBaH CJl 1. [laHbl COOTBETCTBYIOWME PEKO-
MeHJaLMN N0 MUTAHMIO U WHCYIMHOTEepanuu, ofHaKo
KOMMNaeHTHOCTb peGeHKa W omnekyHa (6abylika) HU3-
Kasi, B TeYeHue crneayrowmnx 4 net 6oi1a MHOroKpaTHO
rocnuTanusmMpoBaHa B 9KCTPEHHOM MOPsiiKe B COCTO-
SIHUM KeToaunpaosa. Mpu NocTynneHnn: cocTosiHME TH-
Xenoe 3a cyeT fekoMneHcupoBaHHoro teyeHus CL 1,
conop, runepramkemus 31 MMONb/N, AnabeTUYecKuii
keToauugos (pH — 7,09, BE = -25,6), KeTOHEMUS U Ke-
TOHypusa, npoBogunacb WHQyY3MOHHas Tepanus, B/B
BBEAlEHWE WHCY/IMHA, COCTOSIHUE CTabMJIM3NPOBAHO.
®usnkanbHo: poct — 139 cMm, Mmacca Tena — 33 kr, UMT —
17,08 kr/m?, SDS pocta — -2,02, SDS UMT — -0,68. du-
3MYecKoe pasBUTME HUXKE CPeAHero, TenoCloXeHue
acTeHuueckoe. KoxHble NOKpOBbl 6/iefiHble, YMEPEHHO
BNaXHble, 6€3 BbiCbiNaHKi. JiunorunepTpodun Ha Xu-
BoTe, 6eapax. XXuBOT yBennyeH B o6beme. eyeHb +8
CM, ceneseHka He nanbnupyetcs. Mouyenonosble op-
raHbl cOpMMPOBaHbI MO XEHCKOMY TUMY, NPaBUAbHO,
Tanner 2 (Ax1 Ma2 P1 Me abs). 3a nepuog HabntogeHus
coxpaHancs KpaiHe HU3KWI1 KOMAaeHC B NPUBEPXKEHHO-
CTW AneTe, Ha (OHe Yero ypoBeHb IIHOKO3bl B TeYeHMe
CYyTOK Konebancsa ot 2,4 go 17,3 MMonb/n, nakTarta oT
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3,1 po 4,3 mmonb/n. Take OTMeyanocb MOBbIEHMWE
ypoBHeli remorno6una Alc — 9,2%, ANT — 70,6 ME/n,
ACT — 84,3 ME/n, ITT — 73,8 Ea/n, xonectepuHa —
7,97 Mmonb/n, TpUrnLepupoB — 4,27 MMKONb/N, CHUXe-
Hue Kanbuua — 3,19 MMonb/n 1 HaTpusa — 128 mmonb/n,.
061Kt aHann3 Moyn: MuKpoanbbymuHypus 106,44 mr/n
(anabeTtnuyeckas HedponaTua), HauyaTa Tepanus UHru-
outopamn AM®. [loBepxHOCTHAs 31eKTPOHeHpOMM-
orpatusa: gunabetmdyeckas nonuHeiponatus. Mo paax-
HbIM Y3W, npusHaku 3Ha4yMTeNbHOI renatoMeranmu u
anddysHbix M3meHeHun nevyeHu. Mo pesynbratam KT,
MOBbILWEHNE PEHTIeHOBCKOIA NIOTHOCTHM neyenn o +89
eanHuy XayHcdunbpa, CBUAETENbCTBOBABILEE O Ypes-
MEPHOM OT/IOXXEHWUM FUKOreHa B opraue, T.e. o [T, 4To,
0fHaKo, B psiie CNy4yaeB MOXeT 6biTb OWMUOOYHO pac-
LLleHeHo (0COGEHHO C YyYeTOM 3MKU30/0B FMMOrMKEMUM)
KaK NposiBNEHWE TNKOreHOBOW 6GonesHU. HasHaueHa
renaTonpoTeKTOpHas Tepanusa npenapatamu ypcoje-
30KCUXO0JIEBOI KNCNOTbI U 3CCeHUManbHbiMu hocdonu-
nuaamu. B guHamuke 6narogaps KOMMNEKCHOMW, B T.u.
MCMXONOro-coLnanbHoil paboTe U Ha GOHE PerynspHoii
WHCYMHOTEepanum yaanocb noALepXuBaTb FNKEMUIO
Ha onTMMasnbHoOM ypoBHe (5,0-9,2 MMonb/N), KeToaum-
[03 KYNUPOBaH, leBOYKa Oblfa BbIMMCAHA C YNYUYLIEHN-
€M MoJl fanbHeiillee HabNtoeHne NeauaTpa u AHA0KpU-
Honora.

3akntoyeHme. HecMOTpA Ha COBpeMEHHbIE BO3MOX-
HOCTW paHHeli AMarHOCTUKN U 3PHEKTUBHOIO JIeYeHun
CJl 1, Ha NpakTuKe BCe eLle NPOA0IKAIT BCTpeyaTbeA
cnyvyau pasBUTUA KNlaccuyeckoro cuHgpoma Mopuaka
y feTeil, OAHUM U3 NposBJIeHN A koToporo aensetcs [T,
XapakTepusyllwascs renaTomeranuei, CUHLPOMOM
LUMTONM3a U XONecTasa, a TakXe rMnepaeHcUBHOCTbIO
napeHxuMbl neyeHun no gaHuoiM KT. Mpu 3TOM gokasa-
HO, YTO BepoAITHOCTb pa3suTusa T MeHblie, ecnu ocy-
LecTBAAETCA HagNexalnin rMMKeMUYecKuin KOHTPOb.
BaXHO MMeTb HACTOPOXEHHOCTb OTHOCUTENIbHO BO3-
MOXHOro passutusa [Ty geTeit, 4To N0O3BONUT BOBPEMSA
BbISIBUTb NOPaXXEHUE MeYeHu 1 BbI6paTb COOTBETCTBYIO-
LY TepaneBTUYECKYIO CTPaTeruto.

NOCTIrEPNETUYECKUMI
AYTOMMMYHHbIN SQHUEDANUT
C AHTUTENAMWU K PELLENTOPAM NMDA
Y PEBEHKA NMEPBOI0 rogA XXU3Hu
Knumkosuy C.M.

YO «benopycckuii rocyaapCTBeHHbI MeSULUHCKUI
YHUBEPCUTET»

AkTyanbHocTb. MHQEKLMOHHbIE areHTbl ABAAKTCA
o6lienpusHaHHbIMM  GakTopamu, NPOBOLUPYIOLIUMM
CPblB UMMYHOJIOTUYECKON TONepaHTHOCTW. [narHo-
CTUKA ayTOMMMYHHOro aHuedbanuTa ¢ aHTUTenamu K
peuentopam NMDA y neTeit npeacTaBnsiet coboit Tpya-
HYI0 3aiauy, NOCKONbKY laHHOE 3a60/1eBaHNE Hanbonee
4yacTO pasBMBAETCH B pamKax MapaHeonnacTuyeckux
CUHLPOMOB, @ B KaYeCcTBe MOCTUH(OEKLMOHHOIO OCN0X-
HeHUs — JOBONbHO pefKo. Y AeTeil paHHero Bospacrta
aHTU-NMDA-3HuedanuT npakTUYEeCKW He perucTpu-
pyetcsi. Okono 30% cnyyaeB 3aboneBaHus y feTeii ac-
COLMMPOBaHbI C OPMUPOBAHNEM B MCXOAE CTOWKMX
HEBPOJIOTMYECKUX OCITOKHEHUIA B BUAE KOTHUTUBHO-NO-
BeJeHYECKNX pacCTPONCTB, CYAOPOr U HapyLWeHUs cno-
COGHOCTH K CaMO06CNYXNBaAHUIO.

KnuHuyeckuit cnyvai. [leBouka, 6 MmecsAues, 3a-
6onena 01.10.2024 ¢ noBblWeHUss TeMnepaTypbl Tena
po 37,7°C, HacMopKa, pBOTbI, OJHOKPATHOIO XWAKOro
ctyna. 03.10.2024 poputenu camocToATeNnbHO 06paTu-
NUCb B MPUEMHOE OTAEeNIeHNe AeTCKON WHPEKLMOHHO
60nbHMUbl. [pU ocMOTpe: NOBbIWEHWe TeMnepaTypbl
bo 38,7°C, BANOCTb, NPU3HAKKN 3KCUKO3a. MeHWHreanb-
Hbleé CMMMNTOMbI M CUMNTOMbI 04aroBOrO MOPaXEHUS
LUHC Ha MOMeHT ocMOTpa He onpegenanuck. Yuutoias
Xanobbl U 06bEKTUBHbIE AaHHble, BbICTAB/EH ANArHo3
«0CTpas KuleyHas uHdekuns», pebeHoK rocnuTannsm-
poBaH. Ha 5-i1 ieHb oT Hayana 3aboneBaHus Ha GoHe
MPOBOANMOW MH(Y3MOHHON Tepanuu 3NnU304bl PBOTHI
YMEHbLUUAUCH, OJHAKO BAJNIOCTb U COHAMBOCTbL Y pe-
6eHka HapacTanu. Ha 7-if aeHb npu ocMoTpe nedalum
BpayoM 6blN0 BbISIBAIEHO Bbl6yXaHMe 60/1bLLOTr0 POAHNY-
Ka. Pe6eHoK nepeBefieH B OTAENEHME peaHuMaLnuu Ans
NpoBeAeHUs NOM6aNbHOI NYHKLWK M AaNbHeRLero Ha-
ontogenus. Mo gaHHbIM NOM6aNbHOI MYHKLUKW: NTUKBOP
6ecuBeTHbI, Npo3payHbli, uuTo3 — 132 x 10%/n, Hei-
Tpodunbl — 40%, numbouuntel — 60%, 6enok — 1,9 r/n,
rnokosa — 3,3 MMonb/n, xnopuabl — 122 MMOJNb/N, Nak-
Tat — 1,8 MMonb/n. bakTepuonornyeckmii noces NKBO-
pa pocTa He fan. MeHuHrutHasa nadensb (FilmArray, me-
Tog MUP): o6HapyxeHa [HK Bupyca npocToro repneca
1-ro Tuna. B KayecTBe 3TUOTPOMNHOW Tepanuu Gbin Ha-
3HaueH aumknosup 15 Mr/kr 3 pasa B CyTKM BHYTPUBEH-
HO MPOAONXUTENbHOCTbIO 21 AeHb. Mo gaHHbIM MPT
FONIOBHOIO Mo3ra (9-e CYyTKM): KapTMHa 6unaTepanbHOro
accumeTpuyHoro (S>D) mopaxeHus GOMblKX Nofywa-
puii ronoBHOro Mo3ra, neBoro Tanamyca. lpu ocmortpe:
AeBOYKA COHNUBA, 6ONbLIOKA POLHUYOK BbibyxaeT. OT-
MeyvaeTcs AeBuaLus rnasHblx 1610K BNEBO. MbllIeYHblil
TOHYC C TeHAeHUueil K runoToHuu. CumntoM Jleccaxa —
NONOXUTENbHBbIIA. Mepnognyeckn HabnwogalTcs cyao-
poru B BUAe (GoKanbHbIX MPAaBOCTOPOHHUX MOTOPHbIX
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npuctynoB. Ha ¢oHe npoBoauMoii Tepanuu HeBpOnoO-
ruyeckass CMMNTOMaTuka MONHOCTbK KynupoBanach,
ofHako [JHK Bupyca B nukBOpe no-npexHeMy onpeje-
nanacb. Ha 26-e cyTku Mama OTMeTuna U3SMEHEHUA B
noBefieHUM pebeHKa B BUAE HapyLLeHMs CHa, Kanpu3Ho-
cTu. Mpu ocMOTpe: NOCTOSHHbIE ABUXEHUS BEPXHUX U
HUXXHUX KOHEYHOCTE no TUny xopeoaTeTo3a, OpOMaH-
AMOYNsipHble AMCKUHE3UW. MblleyHblii TOHYC TUNOTO-
HuYyeH. Pe6eHOK 0TKa3blBaeTca OT efbl, urpywek. Ha-
3HauyeHa Tepanus BHYTPUBEHHbIM UMMYHOIN06YNIMHOM
yenoseka 1 r/Kr/cyTkn 2 AHA. BbinonHeHa ayTOMMMYH-
Has Heilpocneunduyeckasn naHenb: 06HaPYXeHbl aHTU-
Tena Kk NMDA-peuentopaMm. Ha MPT ronoBHoro mosra
(29-e cyTkm): onpepenaTCA 30HbI AHLEehanoManauum
B MOpPaXeHHbIX oTAaenax. Beupy otcytcTBua addekTa
OT BBEJIEHWUS UMMYHOT1I06yIMHA Ha3HaYeHa BHY TPUBEH-
Hasa Tepanua MeTUnNpefHU30N0HOM 20 MI/Kr/CYyTKM Ha
5 AHeil ¢ nocnegyroOWnM nepexofoM Ha nepopanbHyto
nogaepxuBaioLlyto fo3sy. Ha ¢poHe Tepanuu coctosHne
CYIWECTBEHHO He YNyyluioch, ObiN0 NPUHATO pelle-
HMe 0 NpoBefeHnUK 6onblieobbemMHOro nnasmadepesa
(5 npouepyp). YuutbiBasi OTCYTCTBME MPOAYKTUBHOIO
KOHTaKTa, COXpaHeHWe 3KCTpanupamMuMAHOW CUMNTO-
MaTMKW Nocne NepBoi JIMHUM Tepanuu, 6bI0 NMPUHATO
peleHne o0 HeO6XOANMOCTH BBEAEHMA PUTYKCMMaba B
nNpo®uUNbLHON KNnHMKe. B panbHeiiwem pebeHoK 6bin
nepeBefleH B HEBPOJIOTMYECKOE OTAENIeHMe [EeTCKOW
O0NbHULbI ANS BBEAEHWUS Npenapata W AanbHeiileil
peabunuTauum.

BbiBoabl. [losiBfieHWe NOBTOPHON BOJIHbI HEBPOJO-
rMYecKkoi cuMnToMaTUKM Ha (oHe 3HuedanuTa B CO-
YyeTaHUM C [AUTENIbHOI NepcucTeHLMeli BO36yauTeNns B
NUKBOPE NpU afeKBATHOW 3TUOTPOMHOM Tepanuu 4OMK-
Hbl NOBbIWAaTb HACTOPOXXEHHOCTb Bpayeil B OTHOLIEHMH
aHTM-NMDA-3HuedanuTa y feteil paHHero Bo3pacra.

KNUHUYECKWI CNYYA NO3AHEN
®OPMbl TEMOPPATMYECKOW BONE3HU
HOBOPOXXAEHHbIX
Komaposa A.A.

Hayunblii pykoBoguTeNb: K.M.H., foyeHT CapkucsH E.A.

OrAQY BO PHMMY nm. HW. Muporoea
MuH3apasa Poccun (IMuporoBekuid YHuBepeuTer),
AKB N29 um. I'H. CnepaHckoro

BBeepeHue, akTyanbHocTb. Mo3fHAs Gopma remop-
parmyeckoii 60se3HN HOBOPOXAEHHbIX — 3TO COCTOS-
HUe, Bbl3BaHHOE AePUUUTOM BMTaMUH K-3aBUCUMbIX
(akTOpOB CBEPTbIBaHNS KPOBU ¥ AE€Teli B BO3pacTe OT 8
JHel fo 6 mecaues. MaTonorus Yyaue Bcero nposiBnsieT-
CSl TAXKENbIMU BHYTPUYEPENHbIMU KPOBOU3NUAHUAMMY,
YTO MOXET MPUBECTM KaK K pe3anayanbHOW HEBpOJO-
rMYecKoi CUMNTOMAaTHKe, Tak U K NIeTaIbHOMY UCXOopy.
OcHoBHas rpynna pucka — AeTH, He NONyYMBLIME BUTa-
MWH K B pogAOME 1 HaxOAMBIUMECS UCKNOYMTENBHO Ha
rPYSHOM BCKapMiMBaHUM. 3TO MOAYEPKUBAET HEOOXO-
AMMOCTb NPOGUNAKTUKM, CBOEBPEMEHHOI AMArHOCTH-
K1 1 nevyenus. [inarHo3 cTaBMTCA Ha OCHOBE aHaMHe3a,

KNMHUYECKOI KapTUHbI M nabopaTopHbIX NokasaTenei
CBEPTbIBAEMOCTM KPOBU. KNnHMYecKkne pekoMeHaaLnm
no npodunaktuke IpbH perynsapHo o6HoBAATCS Kak
B MUpe, Tak U B Poccumn, 0iHaKo BONpOChl 0 HE06X0AU-
MOCTW MOBbIWEHNUS MHPOPMUPOBAHHOCTU poguTeneii u
MeAULMHCKOro nepcoHana o puckax v nocnefctBUsx
0TKa3sa oT NpoduMNaKTUKN OCTAIOTCA aKTyaNbHbIMU.

Knuunyeckuit cnyvaii. Manbuuk E., 1 mecsay un 11
[Heili, 6bln rOCNMTaNM3NPOBaH C PBOTOW C MPUMECHID
TEMHOI KPOBM 1 KPOBOTEYEHUEM U3 MECTA MHBEKLMN.
Pe6eHok 0T nepBoit 6epeMeHHOCTH, MpoTekaBLiel ¢
TOKCUKO30M. Pofibl camoCToATENbHbIE, B CPOK, Macca
npu poxaenun — 2920 r, AnuHa Tena — 52 cM, No LWKane
APGAR 8/9. B poaAoMe He npoBoguaach npounakTumka
BMTaMuUHOM K. [pn NoCTynneHMn COCTOSHUE TAXKENOe,
yrHeTeHHoe co3HaHue (12 6annoB no wkane rnasro).
Mpu GU3MKanbHOM OCMOTpPE ManbyuK 6NnefHblii, Koxa
LUMaHOTUYHA, B 06/11acCTU NeBoro 6eapa NOCTUHDBEKLMU-
OHHasA rematoma. [lbixaHue perynsipHoe, yactota — 44
B MUHYTY, Sp02 — 98%, A[l — 78/40 mm pT. cT.,, YCC —
140 ya/mMuH. HeBponoruyeckuii ocMoTp 6€3 MeHUHre-
anbHbIX U 04aroBbIX CUMNTOMOB. JTabopaTopHbIe ucce-
AOBaHUsA: aHeMus (reMmorno6uH — 83,8 r/n), a6CONOTHbIiA
HeiiTpodunes (8,88 x 10°/n). Mo 6UOXMMUYECKOMY aHa-
NN3y KPOBU — MOBbIEHWE MapKepoB BoCManeHus U
ITT (222 EQ/n). UccnegoBaHue cUCTEMbl reMocCTasa:
OTCYTCTBME KOArynsuuu, NOBbIWEHHbIA (GUOPUHOrEH
(3,9 r/n). HCI nokasana gunaTtauuio JIMKBOPHbIX CH-
CTEM W TUNOKCHUYECKU-ULIEMUYECKNE n3MeHeHus. KT
rONOBHOIO MO3ra BbifiBUNa KPOBOU3NNAHUE B MPaBoii
NOGHOM [0Ne U BHYTPUXKENYL,0YKOBOE KPOBOU3NUSAHME.
MPT ronoBHoro Mosra nokasana cybapaxHouganbHoe
KPOBOM3NUSAHWE U TPUBEHTPUKYNAPHYHO rugpoueda-
nuto. [uarHos: «[o3aHsAa remopparuyeckass 60nesHb
HOBOPOXAEHHOr0. MHOXECTBEHHbIe BHYTPMMO3roBble
rematoMbl. Cy6apaxHouganbHoe KpoBousnusHue. Xe-
NYLOYHOE KpoBOTeyeHuer. lpoBefeHa aHTUreMoppa-
ruyeckas Tepanus, BK/Yas nepennBaHue 3puTpoLU-
TapHOW B3BECM M Mna3mbl. Ha poHe neyeHnss OTMeYEHbI
(hoKanbHble CYL0pOrK, HadHayeHa NPOTUBOCYLOPOXKHASA
Tepanua. Ha MOMEHT BbINMUCKN COCTOSAHWE YOO0BNETBO-
pUTENbHOE, MEHUHTealbHOW M 04aroBO CUMNTOMAaTUKN
HeT. KOHTpOonbHble UccneAoBaHMA CUCTEMbI CBEPTbIBA-
HWUA KPOBM C TeHAeHUMel K Hopmanusauuun. HCI u MPT
nokasanu HoBble oyaru runonepdysumn u nocTremoppa-
FMYECKyo KUCTY. Pe6eHOK BbiNUCaH Noj HaboAeHue
HeBpoJiora M nejmartpa, Ha rpyLHOM BCKapMAUBaHUM.
PekoMeH[0BaHO KOHTPO/SbHOE 06CnefoBaHMe yepes
mecsu,.

3aknioueHne u BbiBoAbl. HeCMOTpPS Ha MHOTONETHEE
U3yyeHue reMopparuyeckon 601e3H1 HOBOPOX AEHHbIX
W Hanuune JOCTYNHOI, 3QHeKTUBHON NpoduUNaKTUKK,
3aboneBaHue NpoOAOSIKAeT BCTpeyaTbca y aetel. 1o
BO MHOrOM CBSI3aHO C HEOCBEAOMJIEHHOCTbIO Mepju-
LIMHCKOrO nepcoHana, 0Co6eHHO B pernoHax, o Qak-
TOpax puUcka M Heo6XOAMMOCTU NPODMNAKTUYECKOrO
BBeJeHUs BuTaMuHa K. B npeactaBneHHoM Habnoge-
HUW Y pe6eHKa, NONyYaBLIEro UCKJIUYUTENbHO FPYAHOE
BCKapMJ/IMBaHWE W He npoLiellero npopunakTuyeckoe
BBeJEeHNe BuTaMuHa K, passunacb nosgHsas popma re-
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Mopparnyeckoit 601e3HN HOBOPOXAEHHbIX C BHYTpU-
YyepenHbiMU KPOBOM3NIMAAHUAAMU U HEBPONOTUYECKUMU
HapylweHusiMu. BHyTpuyepenHbie KpOBOWU3NUSHUA fAB-
NAETCA OCHOBHO NPUYUHOI TSXENOro TeYEHUS remMop-
parMyeckoii 601e3HM HOBOPOXAEHHBIX U CMEPTHOCTH,
YTO [OJKHO 6bITb KNOYEBLIM apryMeHTOM Mpu UHpop-
MWUPOBaHMK poauTENEeil 0 HEOBXOLMMOCTM NPOdMNaKTU-
Kn BuTaMmHoM K.

KNIMHUYECKUIA CNYYAI
NECTPYKTUBHON MHEBMOHWMU
Y PEBEHKA, BbI3BAHHON MUOTEHHbIM
CTPENTOKOKKOM
AMmuHoBa A.A.
HayuHblii pykoBoaHTENb: K.M.H., oLeHT becegnHa M.B.

Orb0OY BO «Poccuiickuii yHuBepCHUTET MeLULUHbI»
MuH3apasa Poccuu,
OrKb cs. Bnagnmupa

AKTyanbHOCTb. [leCTPYyKTUBHAsi MHEBMOHMUS OTHO-
CUTCS K OfLHOMY 13 BapMaHTOB OCNOXHEHHOIO TEYEHUS
NHEBMOHUU. B aTuonorum gaHHoro 3a6oneeaHus Beay-
Was ponb y feTeii cTaplwe roga NpUHagNeXuT MHeB-
MOKOKKY, Y ieTeii fo roga — ctadunokokky. OfHaKo B
nocneAHne roabl BCE Yalle 0CNOXHEHHYH MHEBMOHUIO
BbI3bIBAET MMOrEHHbI CTPENTOKOKK.

KnuHnyeckuit cnyvai. Manbuuk 5 nert, kasax, no-
ctynun B OPUT ArKB Cs. Bnagnmupa 20.12.2023 Ha 10
AeHb 3abonieBaHus B KpaiiHe TAXENOM COCTOSAHUM, 06-
YCNOBMEHHbIM NONMOPraHHO HeJoCTaTOUYHOCTbIO. U3
aHaMHe3a U3BECTHO, YTO MasibyuK OT 3 6epeMEHHOCTH,
1 popoB Ha 41 Hepene, maccoii 3800 r., pocToM 53 cMm.
PaseuTtne no Bospacty. PecnupaTopHbiMu 3a6onesa-
HMAMU 6onen pefko. AHTMBaKTepUanbHble Npenaparbl
paHee He nonyyan. 8.12.2023 npuexan us KasaxcraHa.
3abonen octpo 10.12.2023, oTMeyanocb NOBbILIEHUE
Temnepatypbl Tena A0 Ge6punbHbIX LGP W BbIpaXeH-
Has 60nb B ropne. Ha 2 cyTku 3aboneBaHms nosBunach
MesIKOTOYeYHas Cbifb Ha Tene. 3a MeJULNHCKOI Momo-
bt He 06paLLanuch, TeYnNCcs HapoLHbIMU CPeACTBaMU
(nonockanu ropno c coAoii) U NpUHUManu TabneTkn ans
paccacbiBaHMs MECTHbIMU aHecTeTukamu. Ha 7 peHb
3a60neBaHNst BO3HMKNA 601b B rPyAHOI KNeTKe cnpa-
Ba, NPUCTYN006pasHbI HEMPOAYKTUBHbIA Kawenb. Ha
10 feHb 3aboneBaHWA cTan BANbIM, 0TKasancs oT efbl
W NUTbA, OTMEYanacb pBoTa, yCUaeHne 601U B TPyAHOI
KneTKe, 3aTpPyLHEHWE LbIXaHUA, OAbILIKA, NepecTan Mo-
yntbea. Mpn NOCTYNNEHUM COCTOSHUE KpaiiHe TaXenoe
3a CYET NMPU3HAKOB AblXaTeNbHOW HEeA0CTaTOYHOCTH,
MHPEKLNOHHOro TOKcuko3a. Temnepatypa — 38,8°C.
PeHTreHonormyeckn — npaBOCTOPOHHAS NOAUCErMeH-
TapHas MHEBMOHUSA C AECTPYKTUBHLIMU U3MEHEHUSIMM,
TOTaNbHbIA NMOTOpPaKc cnpaBa. pU 0CMOTpPe CTOHET,
KpAxTAwee gbixaHue. OfblllKa CMeWaHHOro xapakTepa.
Kawenb npuctynoo6pasHblii, HENPOAYKTUBHBIIA. SO2 —
87%. Koxa cyxasi, MenkoToyeyHas Cbifb Ha Tene co
CTYLLEHWEM B €CTECTBEHbIX CKNaAKax W naacTuHYaTbiM
WeNyweHUeM, IPKO-KpPacHblii A3blK C runepTpodupo-
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BaHHbIMW cocoykamu. OTCTaBaHWe NpaBoOi MONOBUHbI
FPYSHON KNeTKW Npu AblxaHuu, TaxunHod — go 70 B Mu-
HYTY. [lepKyTOpPHO Hapj nNpaBbiM NErKUM TYnoi nepky-
TOPHbIN 3BYK, 8yCKYNbTaTMBHO AblXaHWe He NPOBOAMUTCS
Hap aToii o6nacteto. ALL — 90/65 mm pr. cT., YCC — 124
B MUHYTY. B KNMHMYECKOM aHann3e KpOBM NEAKOLUTO3
13,2 x 10°/n, HeiiTpopunes — 70,1% ¢ pe3kMm CABUIOM
neiikountapHoii opmynbl BneBo (Muenountbl — 1%,
n/a — 20%), TpomGoumTonenus — 30 x 10°/n. B 6uoxu-
MWYECKOM aHanuse KpoBW yBenuuyeHwe ypoBHs CPB
[0 142 Mmr/n; npoKanbUUTOHUH — 5,56 Hr/n, Nnpu3HaKku
0CTpOro noyeyHoro nospexaeHus (OMM): KpeaTUHUH —
196 MKMONb/N, MoYyeBUHa — 24,86 MMonb/N. [0 AaHHbIM
KoarynorpamMMbl NpOTPOMOGUHOBAS akTMBHOCTb — 45%,
aKTMBHOCTb aHTMTpoM6uHa Il — 459%, D-pumep —
3824 ur/mn. NMpu MUKPOCKONUK NNEBPanbHOM XNAKOCTH
(Ma3ok okpaleH no Mpamy) BbISIBNEHbI LIENOYKM CTPEnN-
TOKOKKOB, PacnofOXeHHble BHEKIETOYHO U BHYTPH
HeliTpodunoB. B 6akTepuonornyeckom nocese Bbije-
neH Streptococcus pyogenes. YunTbiBas 0CO6EHHOCTH
KNWHMYECKOW KapTWHbl y peb&Hka AnarHocTupoBaHa
ckapnatuHa, cencuc. HasHauyeHa aHTMbaKTepuanbHas
(umuneHem, nuHe3onup), nocUHAPOMHas Tepanusa (dy-
pocemMup, foONaMuH, CNUPOHONAKTOH, TpaHeKcamoBas
kucnota). 21.12.2023 npoBefieHO onepaTMBHOE feye-
HWe B BUJEe TOPAKOCKOMWUU U YNbTPa3BYKOBOI caHaLuu
npaBoi NneBpanbHO NonocTu, nonyyeHo 500 Ma rHoi-
HOro cogepxumoro. Ha axokapauorpadguu BbiiBAEHbI
NPU3HaKW IeroYHOI runepTeH3ny 1 ctenenu (aasneHue
JTA — 30 MM pT cT). Ha doHe neyeHus cocTosiHME Malb-
yuka ctabunusupoBanocb. [HeBMOHMA paspelunnacb
10.01, OMNMN kynupoBaHo 25.12, neroyHas runepTeHsus
KynupoBaHa 26.12. BbinucaH Ha 21 cyTku. B HacToswee
BpPeMSl ManbuuK 4YyBCTBYeT cebs xopowo. Mpu3HaKkoB
AblXaTesbHON HeAoCTaTOYHOCTM HeT. 06cnefoBaH B
CTauuoHape Mo MeCTY XuTenbCTBa. B knuHuuyeckom
aHanuse KpoBM U3MEHEHUI HeT. dxorpadpuyeckn npu-
3HaKOB NEroYHoii rMnepTeHsnn He BbISBNEHO.

3aknioueHue. [laHHbIA cnyyail AeMOHCTPUPYeT pas-
BUTHE cencucay pebEHka Ha hoHe ckapnaTuHbl. Hecmo-
TP Ha BO3MOXHOCTU COBPEMEHHOI Tepanuu nosgHee
o6palleHne MOXET 6bITb MPUUNHON CEPbE3HBIX XKU3HE-
YrPOXatLWMnX 0CNOXHEHWIA.
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KINTUHUYECKUN CNTYYAM:
WANONMATUYECKUI
FEMOCUJAEPO3 NIETKUX

Hevaesa A.C., IpuropsH 3.C.,
Do6popeesa A.M., Hapanannoea 3.A.

HayuHbliii pykoBogutenb: j.M.H., npogeccop Typtn T.B.

HWW neamnaTpum v oxpaHbl 340poBbs feteit HKL| N°2
®IBHY «PHLX nm. akaga. b.B. IeTpoBcKOro,
OrAQY BO PHMMY nm. HW. Muporoa MuH3gpaea
Poccuu (Mnporoscknii YHUBepCHTET),

HWW opraHnsaummu 3apaBooxpaHeHns v MeULMHCKOrO
MeHe)KMEHTa,

Y3 «Mopososckasa ANKE» A3M

BeepeHue. gnonatuyeckuii reMocuaepos nerkux —
peakoe 3abofneBaHWe HeYCTAaHOBNEHHOW 3TUONOMUM,
BCTpeyvallLeecs NnpenMyLLeCTBEHHO B AeTCKOM BO3pac-
Te, BbI3BaHHOE MaCCUBHbIM KPOBOU3UAHUEM B JIeroy-
HYI0 TKaHb, C JeNOHMPOBAHWEM B HEll Xene3ocogepxa-
Lero reMocuaepuHa.

AkTyanbHocTb. Yactota 3aboneBaHus 0,24-1,23
cnyyas Ha 1 M/H HaceneHus B OTAENbHbIX NONYAALUAX.
BaxHa ocBef,OMNeHHOCTb Bpayenl 0 peAKux 3abonea-
HUAX C Liefbio CBOEBPEMEHHOW ANArHOCTUKU U IeYEHHUS.

Knunuyeckuii cnyvai. Manbuuk, 8 net, npoxuBaet
nocTosiHHO B KbiprbidcTaHe. BnepBble BbiBIEHO CHUXe-
Hue remorno6uHa (Hb) B Bo3pacTe 6 neT, npoBogunach
remoTpaHcoysms. C 14.04.24. no 20.04.24 (7 net) rocnu-
Tanusauus B OTAENEHWe peaHUMaLUun U UHTEHCUBHOM
Tepanuu (OPUT) B KbiprbiacTaHe, aHeMUA 3 CTEMeHH
(Hb — 38 r/n), npoBOAUAMCE reMOTpaHcdy3uu, BbINMcaH
¢ Hb — 94r/n. Mpwn BbINUCKe peKOMEHZ0BaHO 06paTUTb-
csl ANA o6cnefoBaHmMa 3a rpaHuuy. 25.04.24 3kcTpeHHO
poctasieH B Mopo3soBckyto KB c xano6amu Ha cuH-
KomanbHOe COCTOSIHME, BbIPaXEHHYK CNabocTb, Xen-
TYWHOCTb KOXHbIX MOKPOBOB. COCTOAAHME TAXENOE, fibl-
xaTenbHas HegocTatouHocTb lIl ctenenm (Sp02 — 60%),
aHemus 3 ctenenu (Hb — 65 r/n), pe6eHok rocnuTanu-
supoBaH B OPWUT. Mpu ayckynbTauuu nerkux fbixaHue
XEeCTKoe, cpeaHenysbipyatble xpunbl. Mo nabopatop-
HbIM [l@aHHbIM: MOBbILIEHWE YPOBHA HENPAMOro 6unnu-
py6uHa — 30,2 MKMONb/N, CHUXEHNE CbIBOPOTOYHOIO
xenesa — 1,89 MKMONIb/N, NPOKanbLUMTOHUH — 77 Hr/m7,
CPB — 43,9 Mr/n. BoinonHeHa KOMMNblOTEpPHasa TOMOrpa-
Gus opraHoB rpyaHoi knetku — KT-npusHaku gBycTo-
POHHUX MOMWUCErMEHTapHbIX CUMMETPUYHbIX MHQUIb-
TPaTUBHbIX M3MEHEHUA 060UX Nerkux, 06YCNOBMEHHbIX
anbBeoNiApHbIM OTeKoM. [launeHT nepesBefieH Ha an-
napaT UCKYCCTBEHHOW BeHTUnAuun nerkux. MNpu caxa-
LMK Tpaxeo6POHXMANbHOIO ilepeBa NoMyYyeHo YMepeH-
HOe KONNYecTBO THOMHO-reMopparnyeckoir MOKpOThI.
MpoBoaunach fByKpaTHas 3aMecTuTeNbHas Tepanus
3puTpOLMTapHOIl Maccoi. YuuTbiBas pesynbrart noce-
Ba 6poHxoanbBeonsapHoro naesaxa (BAJl) — BbigeneHa
OHK Pneumocysis jirovecii, uHMuMmpoBaHa aHTubak-
TepuanbHaa Tepanua Ko-TpuMokcasosiom, 3praneHe-
mom+BaHkomuuuH. NMpoBogunacs anddepeHunanbHas
AuarHocTtunka mexay auddysHbiM anbBeonspHbIM Kpo-
BOTEYeHueM, CMHAPOMOM [ygnacyepa — fAaHHble 3a-

6oneBaHNUss WCKNIOYEHbl. PeBeHOK KOHCYNbTUPOBaH
pPeBMaToNoOroM, [aHHbiX 3a Ae6lT peBMaTMYecKoro
3aboneBaHus, B ToM yucne AHLIA-Backynuta, He BblI-
siBneHo. NMpoBeaeHa acnupayMoHHas 6MoncMs KOCTHO-
ro Mosra — TaslaCCEMUYECKMNii CUHAPOM, remo6nacTos
UCKJTIOYEHbI. IHLOCKONUYECKOE UCCeoBaHne Tpaxen
1 6poHX0B — AN PY3HbIiA LBYCTOPOHHMIE GPOHXMT, B3AT
BANl pna onpepenenus cupepodaroB — 0OHAPYXKEHDI.
Mo pesynbratam II[C — Heapo3usHblii 330darut. AH-
TPanbHblii racTpuT. BepuduumpoBaH 0OCHOBHO AMarHo3
«MHTepcTUUManbHan 601e3Hb NerkuxX: MANONATUYECKNii
reMoCUepo3 Nerkmx», Ha OCHOBaHUK Xene3oaepuunt-
HOI aHeMum TAXeNoi cteneHu, faHHbiX KT OI'K, pesynb-
TatoB BAJI. [lBykpaTHO mpoBojunacb nynbc-tepanus
METUANPELHM30IOHOM BHYTPMBEHHO, C Mocnegyouleil
NOCTENEHHON OTMEHOi, C MHULMaLMen nepopanbHOro
npuema npefHusonoHa (2 mr/kr/cytku). 07.05.24 pe6e-
HOK MepeBefleH B OTAENEHNE NMYNbMOHONOTUY, e Npo-
AOJKEeHa MMMYHOCYNpeccuBHas, aHTMbaKTepuanbHas,
racTponpoTekTWBHaA M npodunakTuyeckas Ttepanus
(HM3KOMONEKynApHbIA renapuH). JlabopatopHo Mapke-
pbl BOCNANEHNA He MOBbIWEHbI, Fa3006MeH KOMMEHCH-
poBaH. Ha 29-e cyTku pe6eHOK B yA40BNETBOPUTENbHOM
COCTOSIHMM 6bln BbiNUcaH. Ha niaHoBO# rocnutanusa-
umun B aekabpe 2024 roaa (8 net) xanob He 6b1510, OTMe-
yanocb ymepeHHoe cHmxeHne Hb go 101 r/n, cHuXeHue
YPOBHSA CbIBOPOTOYHOrO0 Xenesa o 3,72 MKMonb/n, ra-
3000MeH KoMneHcupoBaH. Ha kKoHTponbHoit KT OIK —
Bblpa)X€HHas NONOXMTENbHAas AMHAMMKA 3a CYeT pe-
rpecca siBNEeHWiA anbBeONAPHOr0 OTEKa, COXpaHAeTcs
HepaBHOMepHOe AUGPY3HOE YyNNOTHEHUE NapeHXUMbl
Nerkux no TUMy «MaToBOro CTeKa», OKpyrabie GoKychbl
ynnoTHeHua. Tepanusa npegHU30I0HOM CHUMXeHa Ao 10
Mr/cyT.

3aknioyeHume. lMpauonatuyeckuin remocumaepos —
TPYAHO AMarHocTupyemoe 3abosneBaHue C CEPbE3HbIM
MPOrHo30M. B JaHHOM KNMHWYECKOM Cliy4yae KoMnnekc-
HbIN MEXAUCUMNAUHAPHbIA NOAXOA CO CBOEBPEMEHHOM
AMarHocTuKOM 3a60seBaHMA U Ha3HaYeHNe UMMYHOCY-
NPeCcCUBHOI Tepanuu ganu BO3MOXHOCTb NpeAoTBpa-
TUTb GbICTPOE NPOrpeccUpoBaHue npolecca U passu-
TNE OCNOXHEHUMN.
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LLUTOMETAJIOBUPYCHAfl UHOEKLIUA
CMELIAHHOIO FrEHE3A Y TNMYBOKO
HEJJOHOLLEHHOIO PEBEHKA
C 9KCTPEMANIbHO HU3KON MACCOM
TENA
Kanbi6ekoBa A.K., 3axapoBa 0.A., llakuna 10.A.

HayyHblii pykoBoguTenb:
A-M.H., npoeccop fJerrapesa M.B.

OrAQY BO PHUMY um. H.W. Muporosa
MuH3aapasa Poccum (MuporoBekuid YHuBepcuTeT),
rBY3 «[ArKb um. H.O. dunatosa» A3M

BeepeHue. LinTomeranoBupycHas UHPeKuns
(UMBW) — wnpoko pacrnpocTpaHeHHas BUpPYCHas MH-
(hekumsa, xapakTepusyrowasca MHOroob6pasHbiMKU Npo-
ABNEHUSIMU OT 6€CCUMNTOMHOTO TeYeHUS A0 TAXKENbIX
reHepanusoBaHHbIXx GOpM y nogeil ¢ ocnabneHHbIM
MMMYHUTETOM/MMMYHOAEDULUTHBIM cocToAHuEM. K
nocneaHMM MOXHO OTHECTM GONbLUYH YacTb HeJOHO-
LeHHbIX JeTeil C ManblM CPOKOM rectauuu um ouYeHb/
9KCTPEMaNbHO HWU3KOW MaccCoil Tena npu poXAeHuu,
NS HUX XapaKTepHo pasBuTue Tsxenoi popmbl LMBU,
KOTopas MOXeT NPUBOAUTDL K 3afiepPXXKe PasBUTUA HepB-
HOI CUCTEMbI, NOTepe CNyxa, yXyALeHUIo 3peHus, BbiCOo-
KOMY NpOLeHTY NieTanbHOCTU. BpoxxaeHHas LIMBUW vale
BCEro BO3HMKAeT Npu NEPBUYHOM MHOULMPOBaHUU Ma-
Tepu BO Bpems 6epeMeHHOCTH, NepefaeTca TpaHcnna-
ueHTapHo. lMocTHaTtanbHas gopma LUIMBU umeet pas-
Hble NYTU Nnepefayun: yepes rpygHoe MOJIOKO OT MaTepu
C BUPONaKTHeEN; Npu TpaHCPy3uaX KOMNOHEHTOB AOHOP-
CKOW KpOBM OT HeobcnepoBaHHblx LIMB-cepononoxu-
TeNbHbIX JOHOPOB; KOHTAKTHbIWA NYTb.

Knunuyeckuit cnyvaii. Manbuuk ot matepu 38 net
C OTArOWEeHHbIM COMaTUYECKUM WU TMHEKONOrNYeCKUM
aHamHe3oM. OT 3 6epeMeHHOCTHM, NpoOTeKaBlled Ha
(hoHe yrposbl npepbiBaHUs, MICTMUKO-LIEPBUKANbHON He-
JOCTAaTOYHOCTHM, MPONabupoBaHMa MIOAHOrO My3bIps.
OT 1 npexaeBpeMEeHHbIX onepaTUBHbIX POAOB B CpOKe
22 Hepenu. Bec npu poxgenuun — 490, poct — 25 cm. Mo
wkane APGAR 1/2/36. C poxaeHus pe6eHoK HyxAaancs
B NPOBEAEHUU pecnupaTopHoOil NOAAEPXKN B BUAE Bbl-
cokoyacToTHoit (BY) WBJI, MaccuBHOI# KapANOTOHUYE-
CKOW Tepanuu. dHTepanbHOe KOpMIIeHWe 6biNo HayaTo
C 1 CYTOK XU3HN CLEXEHHbIM rpyAHbIM MOAOKOM. [ns
3aKpbITUA reMOANHAMUYECKN 3HAYMMOT0 apTepuanbHo-
ro NpoToKa Ha 27 CYTKMW XWU3HW. OblN NEPEBESEH B CTa-
LMOHap C KapAnOXUpypruyeckoii cnyx60i. C MoMeHTa
nocTynneHus y pe6eHka 0TMeYanuch Npu3Haku renaTo-
CnneHoMeranuu, ABneHus xonecTasa, no gaHHbiM MLUP
(kpoBb, Moua, acnupaT U3 Tpaxeu) o6HapyxeHa LHK
LIMB. Takxe o6HapyxeHa [JHK LIMB B rpyaHOoM Monoke
martepu, B OLHOM W3 KOMMOHEHTOB JOHOPCKOW KPOBMH,
nocne nposejeHHoi TpaHchysun. Co cnoB martepu: B
14-17 Hep. 6ePEMEHHOCTU MO AaHHbIM CEPOSIOrUYeCcKo-
ro aHanusa — NONOXMUTeNbHble aHTUTeNa knacca IgM
K LUMB (MaTb LIMB-cepononoxuTenbHas, aHanusa Ha
TORCH-uHdekumun o1 2019r). Ha 3TOM (oHe 6Gbina Haya-
Ta KOMNNEKCHas Tepanus: UMMYHOTIO6YNUH YenoBeka

JIYHU-MA3YPUHCKWE YTEHUSA. MaTepuans! VI Bcepoccuiickoii Hay4yHo-NpakTHYeCKoi KoHhepeHL i Monoabix yueHbix M. P.O. JlyHua un A.B. Masyputa (2025r.)

aHTULMUTOMEranoBUPYCHbIA, WHTepdepoH anbda-2b,
NMPOTUBOBUPYCHbIN Npenapat — TFaHUWUKIOBUP, ANHN-
TeNbHO, 6onee 6 MecsLeB. Ha dboHe ocnoxHeHuit npo-
TUBOBMPYCHON Tepanuu B BUAE TAXENO0N HENTpOneHnn
W TPOMGOLMTONEHUN Tepanus npepbiBanacb ABaXAbl,
Ha MOMEHT OTMeHbI Hab/toAaN0Ch Pe3Koe YBENUYEHNE
konuit AHK LIMB B0 BCcex nokycax, yXyALeHue obLuero
cocTosHUS pebeHKa. C yueTom paHHero hopM1MpoBaHus
OPOHXONEroYHoi AUCNNasun, pasBUTMS ee TAXKEeNoil
hopMbl, pe6eHoK Hyxaancs B npoeegeHnu UBJ1 go 6 me-
cALeB Xu3Hu, nanee CPAP ¢ goTaumeii kucnopopa (am-
6ynatopHo). C 3 MecsLeB XWU3HW Hayanu HabnpaTbes
3Mn304bl CMPOBOLMPOBAHHOIO TOHMYECKOr0 Hanpsxe-
HUSA MbILL, TYNIOBULLA M KOHEYHOCTEI Ha OHe runokcu-
YECKU-reMOpparnyeckoro NoOpaxeHus rofioBHOro Mos-
ra. Pe6eHOK C pOXAeHUst HaXo0AUTCS NOJ HABNAEHNEM
HEBPOJIOrOB, N0 NOKA3aHMAM NPOJONKAeTCA NPOTUBO-
CyAOpOXHas Tepanus. [lnarHos pe6eHka B 1rog 8 mecs-
ueB: [leTckuit uepebpanbHblit napanuy. CnactTuyeckmii
TeTpanapes. OU —He6naronpusTHbI TN peTUHONATUK
(nByKpaTHOEe BBefEHWE WHTUGMTOPOB aHTUOreHesa).
YacTuyHas aTpodus 3puTenbHoro Hepea. XpoHnyeckas
pecnupaTopHas Hef0CTaTOYHOCTb.

3aknioueHue. Y pe6eHka c BpoxaeHHon LIMBU Henb-
39 ucknouutb penHdekumo LUMB nocTtHatanbHo, 06-
HapyxeHbl [HK LIMB B rpygHoOM mMonoke martepu u B
MoJlyYeHHOM KOMMOHEHTe JOHOPCKON KpoBU. KnuHuve-
CKMI criyyaii yKkasbiBaeT Ha HEOOXOAUMOCTb: PYTUHHOTO
o6cnefoBaHUA 6epeMeHHbIX XeHWWH Ha TORCH-uHdek-
LW, NpoBeAeHUA NMPOPUNAKTUYECKUX KOHCYNbTaLMUA C
POAUTENAMU C LieNibio NpeaynpeanTb M YMEHbLWUTb Yuc-
No He6naronpusTHbIX UCXOLOB ANS pe6eHKa Y XEHLLUH
C peakTuBauuei, nepBuyHoii LIMBW; ob6cnepoBaHus
JeTen pasnuyHoro cpoka recrauuu B ycnosuax OPUT
metogom MNLUP Ha JHK LIMB B nepBble 3 Hegenum XusHu,
B IMHaMKKe BO BpeMsl NPebbiBaHUA C LEeNbto feTeKLnu
BUpYCa, NpoBeAeHuUsa nocneaywowei gudpdeperHymans-
HOW [MarHOCTUKW, CBOEBPEMEHHOr0 Havyana Tepanuu;
o6cnepoBaHNUss AOHOPOB KPOBM M TPYAHOr0 MONOKa
mMaTepen ¢ Lenblo NpefoTBpaLLeHNs WHOULMPOBAHMUS
LIMB.
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CEMEWHbIN CNYYAN CUHAPOMA
APTPOrPUNO3A, NOYEYHOM
ANCOYHKLWNMN U XONECTA3A

AxmeTHa6bues P.P.

HayyHble pykoBogutenu: Llatoxuxa 0.B.,
K.M.H. Mannx C.B.

OrAQY BO PHMMY nm. HW. Muporoea MuH3apaea
Poccuu (Mnporosckiii YHUBEpCHTET),
HWKW negnatpum n JeTCKOR XMpypriuu

M. akagemuka t0.E. Benbtuuiera

BeepeHune. CMHAPOM apTporpunosa, NOYEYHOM Juc-
dyHkumnn, xonectasa (arthrogryposis renal dysfunction
cholestasis syndrome — ARC-cuHppoM) — ynbTpa-pes-
Koe MYyNbTUCUCTEMHOE TeHeTUYecKoe 3aboneBaHue C
ayTOCOMHO-pELeCCMBHbIM TUMOM HacnefoBaHus, ac-
couumpoBaHHoe ¢ MyTauuamu B reHax VPS33B u VIPAR.
Ona ARC-cuHpgpoMa xapakTepHbl GOpMUpPOBaHUE KOH-
TpakTyp, Ty6ynsApHas AMCHYHKUMA M XonecTas, a Tak-
e UXTUO03, ManbGopmMaLun LeHTpanbHON HEPBHOM Cu-
CTeMbl, NOPOKKN CepAaLa, HENPOCEHCOPHasA TYroyxoCTb,
TpoM6ouMTONaTUU, PELUANBUPYIOLINE UHDEKLMK 1 3a-
Aepxka pocta. [atonorus noyek NPosIBNSETCA CUHAPO-
MoM ®aHKOHU. TakXXe BO3MOXHO pa3BUTME MEeAynnsp-
Horo HedpokanbLKUHO3a U rnomepynockneposa. letu
¢ ARC-cCMHOPOMOM 4acTo He J0XMBAlOT A0 roja u3-sa
peuuauBmpyoLWnX UHOEKLUIA, aeruapartaumm, aumaosa
W HEKOHTPONMPYEMbIX KPOBOTeYeHuii. Bcero onucaHo
okono 100 cnyyaeB aTol natonoruun. B ocHoBe natore-
Hesa nexat MyTauuun B reHax VPS33B n VIPAR, kogupyto-
wux 6enkn VPS33B (vacuolar protein sorting 33 homolog
B) u VIPAR (VPS33B-interacting protein apical-basolateral
polarity regulator) B HopMe 3KCTpeccupyoLLUecs NoYTH
BO BCEX KJIeTKax opraHmama. lpeanonaraercs, 4To OHM
ABNAOTCA HE3aMeHMMbIMU KOMMOHEHTaMU KOMMNEKCa,
OTBETCTBEHHOr0 3a TPaHCNopT cneuynduyeckmx GakTo-
POB B HEpPBHbIX KjieTkax, cobupaTesbHbIX KaHanbLax,
KneTkax anuAepmuca, renatoyutax u TpoméoumTax, u
B CNyyae MyTaluii, NPUBOAAT K BblLIEONMCAHHOMY CUM-
nTomMokomnnekcy. TapreTHon Tepanun ARC-cuHapoma
He cyulecTByeT. Llenbto cumntTomaTuyeckoit Tepanuu
ABNIAETCA KOPPEKLNS NPOSBNEHUA cMHApoma QaHKOHM,
naTonoruu NeYeHn u remocTasa.

KnuHuyeckuii cnyvaii. Manbuuk 16 net n gesouka 10
neT NOCTYNWUAM B OTAENeHne Hehponorum ¢ xanobamm
Ha CyXOCTb KOXMW, reHepann3oBaHHblii 3yA, 3afepxKy
Gun3nyeckoro, NCUXMYECKOr0 U PEYEBOro pasBUTUSA C
paHHero BoO3pacTa, U3MEHEeHMAMU B aHanm3ax Mouu
B BuAe npoTeumHypuu. 06a npobaHga OT 61U3KOpPOA-
CTBEHHOro Gpaka (poguTenn — [BOKPOAHbIE 6paT ¢
CecTpoit Mo MaTepuHCKON NuHuuM). CTapluii npo6aHa
(P1) ot | 6epeMeHHOCTU, NPOTEKaBLIEH 6NaronpuaTHo,
| camocToATeNbHbIX POAOB B CPOK; Macca Npu poxge-
Hum — 3000 r, anuHa — 50 cm. Mnagwuit npo6ang (P2)
oT |V 6epeMeHHOCTK, NpoTeKaBLLel 6e3 0COBGEHHOCTEW,
Il pofoB nyTeM KecapeBa cevyeHus Ha 38 Heflene; Macca
npu poxgexun — 3000 r, gnuHa — 50 cm. Mpu noctynne-
HuUM 06a npobaHAa MMenu OYeHb HW3KMUE NoKasaTenu
dusnyeckoro passutus (MMTy P1 — 14,87 kr/m?,y P2 —

13,66 Kr/M?, pocT 1 BeC y 060Mx — MeHee 3 nepLeHTH-
nsl), pacnpocTpaHeHHble crubaTteNbHble KOHTPAKTYpbl
KPYNHbIX CYCTaBOB M KepaTOAEePMMI0, HENPOCEHCOPHYH
Tyroyxoctb 3 ctenenun y P2 u 4 cteneHn y P1. Y o6oux
npo6aHaoB umen Mecto cuHApoM daHkonu (y P1 n P2
bochaTypus, KanbLuypus, HU3KOMOEKYNNSPHAN Npo-
Tennypus (P1 — 1,11 /Mm%y P2 — 0,48 r/m?); P1 — rnioko-
3ypus), NOBbILEHWe NapaTropMoHa, Weno4Hol pocda-
Ta3sbl, HeQPOKANbLMHO3 2 CTENEHY, 3afLePXXKa KOCTHOIO
Bo3pacTa, octeonopo3 y P1, pCK® no yucratuny — 77,6
mn/mun (XBIM C2A3), P2 pCK® 53,9 — mn/mun (XBN
C3A3). MevyeHouHble hepMEHTbI 6bIM NOBbILIEHDI Y 060-
ux npo6aHpoB, HenpsAMON 6unupybuH y P2. C yyetom
KNUHUKO-NabopaTopHbIX AaHHbIX 060MM npobaHaaM
MPOBEAEHO MOJIEKYNAPHO-TEHETUYECKOe MCCNeAoBa-
HMe — NONHOE CeKBEHUPOBaHWUE 3K30Ma, BbiSiBNIEHa ro-
Mo3uroTHas myTtauusa B reHe VPS33B. HasHaueHbl Tepa-
nua 3Hananpuiom ¢ HepponpoTeKTUBHON U GnemapeH
C aHTMKpUCTannoobpasytolen LensMu, HOWEHNE chy-
XOBbIX annaparToB U nejarornyeckas paborta c Lenbko
CTUMYAALMN NCUXO-PEYEBOTO Pa3BUTHUS.

3aknioyeHnue. [lpefcTaBfieHHble KNMHWYECKUE Ha-
610AeHUA peKOro 3a601eBaHMS NOATBEPX AALOT HEO6-
X0AUMOCTb Haubonee paHHel KOHCYNbTaLuUmM reHeTuka
AeTeil oT 61M3KOPOACTBEHHOrO 6paka, C 3a[epXKoii
pasBUTUA M MYNbTMOPraHHbIM MopaxeHueM. BoisBne-
Hue cuHgpoMa PaHKOHU TpebyeT NpoOBELEHUS LWUPO-
Koro autddepeHunanbHO-LUarHoCTUYECKOro nomcka ¢
uckntoueHnem ARC-cuHApoma, Kak OAHOI U3 MPUYMH
pasBUTUA [AHHOrO cocTosHuA. Beupy Taxenoro Te-
YyeHus 3abosieBaHMA HauyuMHas ¢ MiafeH4YecTBa, UHBaA-
NUAU3aLumn, HapyleHns couuanusayum u Hepeako ne-
TanbHOrO UCX0Aa paHHAS Bepudukauus 3aboneBaHus
SIBNIAETCA )XM3HEHHO BaXHOW, a MYNbTUCMCTEMHOCTb
ARC-cuHapoma Tpe6yeT NOAKJIOUYEHUS K BEEHUIO Ta-
KWUX NaLMeHTOB Bpayei pasHblix cneunanbHoOCTel 1 ncu-
X0/10ro-nefarormnyeckmx paboTHMKOB.

PAHHAA AUATHOCTUKA
CUHAPOMA/IbHOW ®OPMbI
PACCTPOMCTB AYTUCTUYECKOIO
CMEKTPA
BHykoBa E.B., Munexuna M.I0.

®rAQY BO PHMMY um. H.W. Muporosa MuH3apasa
Poccuu (Mnporoscknii YHuBepcHTeT)

BeepeHune. PaccTpoiicTBa ayTMCTUUYECKOrO CNEKTpa
(PAC) — cOBOKYMHOCTb NONUITUONOTUYHBIX COCTOSHMNIA,
ANS KOTOPbIX XapaKTEpPHO HapyleHWe CoLManbHoro
B3aUMOAENCTBMSA, OrpaHUYEHHbIE UHTEPECHI U CTepeo-
TUNHbIE 3aHATUSA. TTpK TAXKENOM TedeHUN 3a60NeBaHmus
y pebeHKa BO3MOXHbl HapyLeHUs coLnanbHo aganTa-
UnKM, HYTPUTUBHOIO CTaTyca, ayToarpeccusi, Heobxoau-
MOCTb B NOXU3HEHHOM yX0[,e U 06CNyXuUBaHUM. B Mupo-
BOM MacliTabe yactoTta BcTpeyaemocTu PAC 100:10000
Hacenenus. B Poccun He npoBognnmnch uccnefoBanms,
MOCBALLEHHblE M3y4YeHUto pacnpocTpaHeHHocTn PAC.
OpHako no paHHbIM Pocctata 3a nocnepHue 10 net
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3a60neBaeMOCTb BO3poc/a B 2 pa3a B CBSI3U C y/yylle-
HWEM OCBEAOMJIEHHOCTU CMEeLnanucToB U HacesneHus,
COBEpLIEHCTBOBAHNEM METOLOB LuarHoctuku. Heko-
TOpbIE FEHETUYECKME CUHAPOMBI ABNIAOTCA hakTopaMm
pa3sutus PAC, camblii pacnpoCTpaHeHHbIt — CUHAPOM
MapTuHa-benn (CMHAPOM TOMKO# X-XpOMOCOMbl).

Knunnyeckuit cnyyvaii. Manbumk 2022 r.p. ¢ HeoTs-
rOlWeHHbIM aHaMHe30M. MaTb HeoHOKpaTHO 06palla-
nacb K neanatpy ¢ NposiBNeHUAMU 3a[epXKN NCUXOMO-
TOPHOrO pa3BuUTHA y pebeHka (B 7 MECALIEB He Caaunics,
B 8 MecsLieB He nonsasn). CneynanucToM Gbiia BbiGpaHa
BbXuAaTenbHaa TakTuka. B 9 mecsaueB mManbyuk Ha-
yan cajguTbCA C OMOPOI Ha pyku, B TOM Xe BospacTte
poauTenein Hayano 6ecnokonTb OTCYTCTBUE peyn. Mpu
OCMOTpe neanaTtp ob6paTun BHUMaHWE HA OTCYTCTBME
3aMHTEPeCOBAHHOCTU WrpylIKaMu, MOHUMaHUA peuyn,
CouManbHOro B3auMofeicTBusa C poLCTBEHHUKAMMU, pe-
KoMeHAoBan obpauieHue Kk Hesposory. K 1 rogy ctano
3aMETHO, YTO pebeHOK He 0T3bIBAeTCA Ha UMS U NposiB-
NAET MHTEPEC TOMbKO K MYy3blKanbHbIM Urpylikam. B 1
rog 3 Mecsua He X041, B peyYn NpUCyTCTBOBANN TONbKO
BOKaJIM3Mbl ¥ 3IEMEHTbI NeneTa, NPUMUTUMBHASA UrpoBas
neatenbHocTb. B 1rog 6 MecaueB — nepsble warm, cTe-
PeoTUMHbIE ABMXKEHUSA, OTCYTCTBME B3aUMOAEIHCTBUSA C
apyrumu getoMu. 1o 2 neT pekoMeHJaL M HeBPONOroB
OrpaHMYMBaNMCb HasHaYeHUSIMU HOOTPOMNHOI Tepanuu
U KoppekLuen pexuma AHs pebeHka. B cBA3u ¢ BeposT-
HoCTbi TeyeHus PAC, no pekoMeHfauuu neguatpa B 2
roaac pe6EHKOM 6blia HayaTa NOBEEHYECKAs Tepanus
¢ noroneaomM u ABA-TepaneBToM. 3a nosiroga Manbyunk
Hayu4mncs BbIMONHATL NPOCTbIE UHCTPYKLUMU, NOHUMATb
06paLleHHYI0 peyb, rOBOPUTb CNOrM, NOKa3biBaTb Xe-
cTbl. B2 rofa 8 mecsues 0TMeUYEHO OTCYTCTBME CIOXET-
HOIA Urpbl, @ TAKXe NOSABMANCH HeraTMBHbIE peakLumn Ha
U3MeHeHMA OKpyxatolen cpefbl. HeBponorom npose-
DeH CKPUHUHT Anda oueHkn pucka PAC mMeToaoM aHke-
TUPOBaHWA PoauTENeil U HabNaeHUs 3a NoBeeHEM
pe6eHka. 06cnegoBaH odTanbMONOroM, CypAoNOrom
ONA UCKNHYEeHUA coMaTuyeckon natonorun. Hanpas-
NeH K [leTCKoOMY ncuxuarpy, yctaHoBneH aunarHos PAC.
B 2 ropa 11 MmecAues, N0 peKOMeHAaLMmn ncuxuaTpa, pe-
OeHKY MpOBEAEHO TEHEeTUYECKOe UCCnefoBaHue, noa-
TBEPXJeH cMHapoM MapTuHa-benn.

3aknioveHune. lpefcTaBieHHbIi HaMKU criyyal noa-
TBEPXJaeT HeOOXOANMOCTb TECHOIrO B3aUMOAEACTBMSA
nepuartpau pe6eHKa B paHHEM BO3pacTe, KaYeCTBEHHOIA
OL|€HKM HEPBHO-NCUXWUYECKOr0 U CTaTO-MOTOPHOrO pas-
BMTUA B JUHaMuKe. [10CKONbKY UMEHHO 3TO NO3BOANNO
paHo 3anofo3putb PAC 1 HayaTb NOBEeAEHYECKYIO Tepa-
nuio. PaHee Hayano Tepanuu ynyywaet NPOrHo3, yBenu-
ynBaeT peabUnUTaLMOHHYI0 BOBMOXHOCTb, YMEHbLaeT
CTeneHb WHBaNWAU3aLuW, YMCTBEHHOW OTCTanocTu y
pe6eHka. IMEHHO HaCTOPOXEHHOCTb nejuaTpa B OTHO-
weHnu PAC MoxeT 6bITb peLlarolleii B paHHel MapLupy-
TU3auun pebeHka.

NEYEHWUE HENPOMATUYECKOWN BOJIU
Y OHKOJIOTMYECKOI0 MALLUEHTA
MNOCNE 3HAONPOTE3UPOBAHMUA
KOJIEHHOI0 CYCTABA
PomaHoBa A.WN.

Hayunbiii pykosogutenn: Ky3reyoBa A.A.

I'bY3 «Mopo3sosckas AIrKb» [13M,
HIML ncuxoHeBponorum uM. 3.1. ConoBbeBa

BeepeHnue. Heilponatuyeckas 60nb npeacTaBaser
co60ii WKUPOKYI0 KaTeroputo 6oneBbix COCTOAHMIA, Xa-
PaKTEpU3YIOLMXCA CNeayoWUMN CUMNTOMaMu: nape-
CTesus,, AW3ecTe3us, HapyleHue YyBCTBUTENbHOCTM
B 60/1e3HEHHON 06/1aCTU, MPOAOMIKAIOLWAACSH Xryyas U
AaBswwas 605b, aNnoANHMSA.

AKTyanbHoCcTb. PacnpoCcTpaHeHHOCTb CTOUKON Hel-
ponaTtuyeckoii nocneonepawumoHHOn 6011, BbI3BaHHOM
NOBpEeXAEHMEM HepBa Nocje TOTanbHOro 3HZonpoTe-
3UpOBaHNs Ta306e[pPEHHOr0 UNU KONEHHOrO CYCcTaBa,
cocTtaBnseT 6%. Takxe nocae NOA06HbIX onepayuit npu-
CYTCTBYET BbICOKMWIA pUCK XpOHM3aLun 6011, BO M3bexa-
HWe Yyero Heob6XoAMMa CBOeBpeMeHHasi Tepanus 6one-
BOr0 CMHAPOMA M peabunuTaunoHHble MEPONpUATUA B
nocneonepawuuoHHOM Nepuose.

KnuHuyeckuit cnyyvain. Manbunk 16 net, Haxoguncs
B OTAENEHUU OHKOMOTMK C ANarHo30M «TeneaHrmkTaTu-
yeckas ocTeocapkoma NpoKCUManbHOro oTAena nesoii
6onblue6epLoBoii KOCTU. Pesekuus NpoKCUManbHOro
oTfena nesoii 60/ble6epLoBOii KOCTU C 3aMeLLeHm-
eM gedekTa MOLYNbHbIM HepasABMXHBIM 3HAONPOTE-
30M KoneHHoro cyctasa ot 21.10.24». C uionga 2024 r.
nonyyaet NpOTMBOONYXONEBYIO Tepanui No NpoTOKO-
ny EURAMOS1. lMNocne onepauuu nosiBUIOCH YYBCTBO
XKEHMA 1 60/1e3HEHHOCTb NO ThIIbHOI CTOPOHE CTOMbI,
cnabocTb B cTone. o BM3yanbHO-aHaNOroBOM WKasne
(BALL) 6oneBoii cuHApoM oLeHuBancs fo 8-9 6annoe.
Monyyan ketoponak — 6e3 ahdekTa. Mpu HeBponoru-
YECKOM OCMOTpE MbIleYyHas cuia neBoii HOrM NpoKcu-
MaNbHO He OLleHEeHa 3a CYET UMMOGMNM3aLNM KOHEYHO-
CTH, NOJOWBEHHOE CcrubaHue ctonbl 4 6anna, TolibHOE
crubanue 2-3 6anna. OTMevaeTcs runepectesus no
TbINbHOW NOBEPXHOCTU NEeBOi cTonbl Ao 1-3 nanbues.
Busyanusupytotcsi Tpodmyeckme M3MEHEHNA KOXM Ha
TbIIbHON CTOPOHE /IEBOI CTONbI. BbICTaBNEeH AMarHos —
HelponaTtua mano6epuoBoro Hepea cnesa. C 31.10 Ha-
yaTta Tepanus ra6aneHTMHOM C TUTpaLueil LO3UPOBKY
po 1800 mr/cyT. dnusofuuyeckn nonyyan Tpamagon.
Hauat kypc JIOK. 12.11 60neBoii CUHAPOM COXpaHAeTCH,
0TMEYalTCA NPU3HAKKM aNNoANHUM (HAYMHAET KpUYaThb
NP1 CONPUKOCHOBEHUMW CTOMbI C OAIEANOM), HyXJaeTcs
B AOMNOMHUTENbHOM BBefdeHun Tpamagona. K tepanuu
po6asneH kap6amasenuH. C 14.11 noaBneHue xanob Ha
COHJIMBOCTb (MONOXUTENbHAsA AUHAMUKA N0 6ONEeBOMY
CUHLPOMY — B TEYEHWUU CYTOK 6e3 JOMNOSHUTENbHOIO
BBEAEHUs Tpamagona). Mpu CHUXeHUM JO3UPOBKM Kap-
6amasennHa — yBennyeHue 6011 1 BOSO6GHOB/IEHUE BBE-
AeHus Tpamagona. Kypc JIOK npepsaH n3-3a nnoxoro
camouyscTBusA. C 18.11 COHNNBOCTb, 3aMefJIeHNe peyun,
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obuiee BpeMsi 60apCTBOBaHUS [0 3 YacoB B JieHb, NO-
BbllIEHHAs pa3ApaXMTeNibHOCTb. PacLeHnBasi gaHHble
Xanobbl KaK HexenaTeNbHble peakuuu, Lenecoobpas-
HO CHW)XXEHWe A03MPOBKM rabaneHTUHA C ero nocneay-
tolein oTMeHoi. bonesoit cuHapom — 6-8 6annoB no
BALL. PekomeHpgoBaHO BBEAEHME aMUTPUNTUNNKHA. Pe-
OeHOK cTan 604pee, COHNMBOCTb YMeHblMNAch, 6one-
BOV CUHAPOM 6e3 U3MeHeHMmii. C 26.11 NONHbI 0TKa3 OT
BBEAEHUA Tpamajosa, Ha QoHe Tepanun aMUTPUNTUN-
NIMHOM U Kap6aMasenuHoM, o6aBNEHNUS MarHUToTepa-
MUM 1 paclUNPEeHns ABUraTeNlbHOW aKTUBHOCTY (BepTu-
Kanusauus C LOMOJIHUTENIbHOW OMOPOA Ha KOCTbINM).
Ha dboHe faHHOI# KOMOMHMPOBAHHOW Tepanun NaLneHT
OTMETUA NONOXMTENIbHYIO JUHAMUKY B BUAE NOCTENEH-
HOr0 YMeHbLIEHNS 60IEBOrO CUHAPOMA U TUNEPCTE3UN,
HUBENINPOBaHNE TPOGUYECKNX U3MEHEHMIT KOXMN.

BbiBoAbl. CNOXHOCTb AAHHOIO KJIMHWYECKOoro cny-
yas 3aKnKyanacb B TOM, YTO MauMeHT NPoXoamnn Kypchl
XMMUoTEpanuu, noboyHble ahdeKkTbl 0T KOTOpOH OT-

puLaTeNbHO CKasblBajUCb Ha MpoOLecce pereHepauuu
MOBPEXJEHHOTO HEPBA 3@ CYET HEMPOTOKCMYHOCTH, a
TaKXe NPUMBOANIY K TUTIOAUHAMUM U CHUXKEHNIO DYHK-
LLMOHA/bHbIX BO3MOXHOCTEl, YTO 3aTPYLHSANO0 MOJIHO-
LleHHOe npoBefeHue (GU3NYecKoi peabUnMTaUnM Kak
OAHOT0 U3 BaXHbIX METOAOB JIEYEHMUS Nocneonepauu-
OHHOIi HelponaTUyeckoi 6onu.

3akniovyeHnune. B faHHOM cnyyae NpoaeMOHCTPUpOBa-
Ha CNOXHOCTb Nof6opa NpOTUBOGONEBOI TEpanun Npu
OCTpOIi HeilponaTUYeCKO 60NN Yy OHKONOrMYEeCKMX na-
LMEHTOB JeTCKOro Bo3pacTta, NPpoXoAALWmMX Kypc Xumu-
oTepanuu. CNOXHOCTU 3aK/04alTCA B OrpaHUYEHHOM
CMeKTpe NpoTMBOGOJIEBLIX NPENapaToB y feTeil, a Tak-
e B HENOCTOSAHCTBE NPOBEAEHNS PU3NYECKON Tepannm
Ha (OHe MI0XOro CaMOYyBCTBMSA, anaTtuu U cnaboctu
BCNEACTBME XMMNOTEPaNeBTUYECKOrO NeYEHUs U NOAB-
NEeHUs HexenaTeNnbHbIX MOBOYHbIX SBNEHWI OT npena-
paToB NepBoOi NMMHWUM NPOTUBOOONEBOI TEpanuK B BUAE
MOCTOSAHHOW COHJIUBOCTM.
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