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MOJAXOJ K TEPAIIMU PEBEHKA 4 JIET C PABIOMUOCAPKOMOM
IMAPAMEHUHTUAJBHOM JIOKAJN3AIIUU CO MHOKECTBOM
OCJOXHEHUM

®Deooceesa M.M.
Hayunotit pykosooumens: bynemos /l. A., epau xupypzuueckozo omoenenus Nel HUH ][O
@DI'BY HMHUI] um. H.H. bnoxuna
dI'b0Y BO PHUMY um H.H. Ilupozosa M3 PD

CapkoMbl MSTKMX TKaHEH y JETEH COCTaBIAOT 6—8% 310Ka4eCTBEHHBIX OIyXxojeil. 13 Hux
38% mnpuxonutcs Ha padbpomuocapkombl (PMC). OmbOpuonansnas PMC xapakrepusyeTcst BbI-
COKMM PHCKOM METacTa3UpOBAaHMS U OBICTPHIM MHBa3UBHBIM POCTOM. JJIUTENbHOE BpeMS MOTYT
pOTEeKaTh OECCUMIITOMHO MJIM XapaKTePU30BaThCs LIMPOKUM CIIEKTPOM IPOSIBICHUMN, YTO 3aTpy/-
HSIET CBOCBPEMEHHYIO INarHOCTUKY U JICUCHUE.

[Taruent Y., 4 rona 7 mecsues, rocnuranuzuposad B HUM JIOTI" ®I'bY HMMUI] um. H.H. bro-
XMHA B XUpypruueckoe otraenaeHue Nel nis mpoBeneHMs clienMaabHOTrO jeueHus. 13 anamuesa
3aboneBanus: B ceHTA0pe 2018 roga nosiBUIIOCH KOcorasue, 0TaabMOIOrOM 10 MECTY KUTEIb-
CTBA MATOJIOTUU HE BBIABICHO. IlosBMIMCH %aloObl Ha CHJIBHBIE TOJOBHBIE OOJH, MTO3 JIEBOTO
BEKa, OCMOTPEH HEBPOMATOJIOrOM — 3aIMoI03peH0 HOBOoOpaszoBaHue, Ob1 nepeseneH B HMULL
Helipoxupypruu uM. H.H. Bypaenko, riae nocie mopgonaoruueckoit Bepuukauy Ol BHICTaBIEH
IpeABAPUTEIbHBIN AMAarH03 — pabaoMuocapkoma. [lanmeHT Obl1 BEIMKUCAH JUIs JICUEHHSI TI0 MECTY
JKUTENIbCTBA, OAHAKO B I. CMOJIEHCKE B TeueHHE 1.5 MecsaueB crenuanbHOe JEUEHUE HE NoIydall,
IIOKa POIUTENHU caMocTosATenbHO He oOparminck B HMULL Onkonoruu um. H.H. bioxuna.

[Ipu moctyrieHun peGEHOK B COMOpPE, BU3YaJbHO OIYyXOJb BBICTYNAET M3 HOCOBBIX XOJIOB,
He0O OIyIIeHo, 3K30()TaIbM C IBYX CTOPOH, BEKH OTE€UHBI, THUIIEpeMupoBaHbl. [IpukoBaH K mocre-
JIM, MOXKET YIOTPEOIATH TOJIBKO KUIKYIO MUILY. OCMOTPEH OTOPUHOIAPUHTOIOTOM: XPOHUYECKUN
PUHOCUHYCUT, AUC(YHKIMS ci1yXoBbIX TpyO. IIpu ocMotpe odransmonora Beisieaen OU amaBpo3,
YyacTU4Has aTpodus JUCKa 3pUTENILHOIO HepBa, adclecc MeAMaIbHbIX OTIENIOB JIEBOW OPOMTHI.
[Tpu nmyHkuuu abcrecca Mojgy4yeHo THOMHOE OTIENsAEMOE, BBICESH S. aureus.

[IpoBeneno komiuiekcHOe obcnenoBanue: o ganHbIM PKT yepena — nectpykuust KocTei oc-
HOBaHMs uepena, o JaHHBIM MPT — onyxonb pasMepamu 9x7.3x6.8 ¢M TOTalIbHO 3aIIOIHSAET
IIPOCBET KJIIMHOBUIHOM Ia3yXH, MOJIO0CTh HOCA, HOCOIVIOTKY, pa3pyLIaloT PELIETUaTyO KOCTh, BbI-
SBJIEHA JIECTPYKIIMS MEIUATbHBIX CTEHOK IVIa3HMIL, IEPEeIHEN U CpelHEN YepenHbIX SIMOK, UHTpa-
KpaHHallbHOE pacnpocTtpanenue u caasienne TMO. Menuko-renernueckoe 3akimtoueHue: B 50%
OTTYXOJIEBBIX KJIETOK HaOII0MaeTcs yBenndeHue konndectra konuii rena FOXO1 no 3,4. Ha ocHo-
BaHUU NPEJCTABICHHBIX JaHHBIX, THcTonorndeckoro u MI'X nccnenoBanuii NOCTaBIEH JUArHO3:
SMOpHOHaNIbHAS pabJOMUOCAPKOMa NTapaMEHUHTHAIbHON JIOKAJIN3aluH, BEPETEHOKIICTOUHBIN Ba-
puant. Beicokas rpynma pucka. T2bNOMO. 4 craaus.

[Mpu nocryruiennn B OAK — neiikonnto3 10 26x10?, CPb — 10° r/n. HaszHaveno crienuab-
HOE JIeueHHe: Kypc HeoaabtoBaHTHON nonuxumuorepanuu (I1XT) n antubakrepuanbHas Tepamns.
VYuuThIBas pUCK aCIUPALIMU OITyX0JIEBBIMU MacCaMu, BBIIIOJIHEHA TpaxeocTomusl. B Teuenue kypca
[IXT uuronenus 4 crenenu, CPb — 130 r/n, mpecericun 483 nir/mut, mpokabuTOHUH 13.3 HI/MITL.
KT rpyanoit nonoctu: AByCTOpPOHHSSA BepXxHeaosnenast mHeBMoHUs. [ocnuranusuposan B OPUT,
npoBeJieHa aHTuOaKkTepuanbHas Tepanus. COCTOSIHUE TSAKEI0e, C MONOKUTEIbHOW TUHAMUKOM:
peOCHOK KOHTAKTEH, OOJIbIIIYI0 YaCTh BPEMEHH ITPOBOJUT B TOPU3OHTATIBHOM MOJI0KEHUH, YMEHb-
LIMJICS OTEK JIMIA M BEK, OIYXOJIb BU3YaJIM3UPYETCS TOJBKO B 3aJHUX OTAENAX IOJOCTH HOCA.
I'HOMHBIN O4Yar IPEeHUPOBAH, YCTAHOBIICH PE3UHOBBIN BBIITYCKHHUK.

[Tocne BoccTaHOBIEHHS TIOKA3aTeNeH KPOBH, KYITUPOBAaHUA MH()EKIIMOHHOTO CHHAPOMA, TPO-
BeJIeH BTOpOil Kypc HeoanptoBaHTHOH [IXT Ha ¢oHe aHTHOAKTEpHATFHON Tepanyy, KOTOPBIH Ma-
[IUEHT MEPEHEC YIOBIETBOPUTEIHHO.
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IIposenen tperuit kypc HeoanproBaHTHOU [IXT, ocnoxHuBIIMiiCA cencucoM. M3 MOKpOTHI
BbIcesiHA P. aeruginosa, n3 xpoBu BeicessHa Candida albicans, npoBeneHa aHTHOAKTEpHATbHAS
U IpoTUBOrpuOKoBas Tepanusi. OTMeueHa MOJOXKUTENbHAs TUHAMUKA: PEOCHOK KOHTAKTEH, Ca-
MOCTOSITEJIbHO XOJUT, MbeT, ecT, OMmyXojib B HOCOBBIX XOJaX HE BU3YyaJIH3UPYETCs, dK30(TaIbM
OTCYTCTBYET, HE BBIsABIsieTCsl omymieHue Heba. Ha MPT coxkpamienue pasmMepoB OIMyXxoid 0
6,1x5.3x3,7 cM. HeT mpu3HakoB MHGUIBTpAMK CTPYKTYp OpOUT. JKemyqouku HEe pacIIupeHBI.
OTMmeueHo cokpallleHHue pa3MepoB OyXoiau Ha 73%.

Y4uuThIBas TSHKECTh COCTOSTHUS MAIIMEHTA, BCE KypChl aHTHOAKTEpUATIbHON TEparuu ObUTH T0-
N0OpaHbl HHAWBUAYAIBHO C YYETOM UyBCTBUTEIHHOCTH BO3OYIUTEICH.

B Hacrosimuii MOMEHT HalMEeHT HaxonuTcs B xupyprudeckom otaeneHun Nel HUM J1OI
OI'bY HMUII nm. H.H. brioxnna, oxunaet 4eTBepThiii Kypc HeoanptoBaHTHOM [IXT. JlanbHei-
n1ast TAKTHUKA JIedeHust Oy/IeT BKIrouaTh nposeneHue kypcos [IXT, nmpu nocnenyroiei BO3MOXKHO-
CTH ONEPATUBHOIO JICYEHUS] — YJAJICHUE OITYXOJIH.

TPYIHOCTb JU®PEPEHIIUAJTBHOM JMATHOCTUKH
TPOMBOIIUTONEHUYECKOM ITYPITYPhI

Paooea A.11., Kopcynoe A.H.
Hayunwuii pykoeooumens: ooyenm, k.m.H. Jlapuna JLE.
Kadgheopa nponedesmuxu demckux donesneii I1P
dI'b0Y BO PHUMY um H.H. Ilupozoea M3 P®

TpomboTnyeckas TpomOonuronennyeckas mypimypa (TTII) — ato 3aboneBanue, KOTOpOE Xa-
pakTepusyeTcs TPOMOOTHYECKOM TPOMOOIIMTONIEHUEH, MUKPOAHT HOTIATHYECKOM TeMOJIUTUYECKOM
aHeMUel ¢ ¢pparMeHTalue IPUTPOLUTOB U TPOMOO30M apTepPUOI U KanLIsipoB. B ocHoBe ma-
TOTEHe3a JSKHUT aePuiuT MetamionporenHasbl (ADAMTS13), pacmernistomeid MyJIbTUMEPBI
daxTopa ¢on Bumnebpanna. Ha kieTkax 3HIOTENNS MUKPOLMPKYIATOPHOIO pyciia 00pa3yroTcs
TPOMOBI, UTO IPUBOIUT K UIieMuH opranoB. lepuuut ADAMTS13 MoXxeT ABIATHCS CIEICTBUEM
00pa30BaHMsI K HEMY aHTHUTEJ WIIM TEHETUYECKOTo Je(eKTa ero CHHTE3a.

Cxoxectp kmuHUYecKkoil cumnroMaruku TTII 1 *MMYHHOM TPOMOOLIMTONIEHUYECKOH MypITy-
pst (UTII) (ocTpoe Havaao, reMOpparundeckuii CHHAPOM, TPOMOOIIUTOIICHHS), & TAKKE PEAKOCTD
JIaHHOrOo 3a001eBanust (4—5 ciayyaeB Ha | MITH.) 3aTpyIHSET CBOEBPEMEHHYIO TIOCTAaHOBKY JHAarHO-
3a, YTO HAIVISATHO JEMOHCTPUPYET JaHHBIM KIMHUYECKUHN CITydail.

Mansuuk T., 9 5et, ot 310poBbIX poauTeneil. [Ipopunakruueckre NPUBUBKU MO BO3PACTY.
B anamue3e runepOunupyOuHEMus, aHEMHUS [IPU POXKACHUU, B CBSA3H C YEM INPOBEJIEHA TeMO-
TpaHCchy3Hsl C MOJIOKUTEILHONU AUHAMUKOW. 13 porioMa BBITMCAH HA MATHIE CYTKU C JHArHO-
30M: «T€MOJINTHYECKAs aHEMUsI HEeSICHOM ATHONOrHI». BriepBeie TpomOoruTonenus (54x10°%/)
u HopmoxpomHas anemust (Hb = 89 r/m, spurporutet = 3,29x10'%/11) 6bl1u OTMEUCHBI HAa (OHE
MH(EKIHOHHOIO MOHOHYKJI€03a repreTudeckoi atuosioruu B aexabpe 2013 . [Tocnie npoTuBo-
BUPYCHOM Tepanuu KOJIUYECTBO TPOMOOLUTOB HOPMAIU30BAIOCh, TEMOITIOOMH MOBBICHIICS 0
98 r/n. B anpene 2015 1. Ha GpoHE BETPsIHOI OCIIBI TOBTOPMIIACH TpoMOoIuToneHus 1o 40x10°/m.
B remorpamme oTmeuanoch cHukeHue remoroouna (99 r/n), spurporuroneHus (3,58x10'%/m),
perukynonutos (4,9%). Auarnoctuposana octpas UTII 6e3 kpoBoTeuenus. [IpoBoaunocs ie-
YeHHUE BHYTPUBEHHBIM UMMYyHoOTI00yTMHOM (BBUI'), Ha hoHE KOTOPOTO TOCTUTHYTA PEMUCCHSI.
Crnenyrouuii penuuB TPOMOOLUTONIEHUH J10 €AIMHUYHBIX 3HaueHU| 1 aneMuu 110 30 /11 pa3Buil-
csl Ha poHe ocTpoii kuueyHoi nHexkuuu B 2016r. beut HazHauen BBUI, nonoxxurtenbHas AMHa-
MUKa HE OTMeYaliach (CoxpaHsuiach TpoMOoruTonenus ). beuta nposenena nHdy3us TPOMOOKOH-
LIEHTPATOM C JOCTH)KEHHEM KIMHUKO-TeMaTojoruueckoi pemuccun. B mapre 2018 1. manbuuk
rocnuTanu3uponaH B Mopososckyto Jlerckyto ['oponckyro Knunnueckyro bonpnuiy (M/II'KB)
C TeMOpparuyeckuM CUHIPOMOM M TpombOouutoneHuei nocie rpunna. [lomyuun kypc BBUI

4



IIX MasyprsECKue QrTenmE

Wt »
o r Ty

¢ MOJMHBIM oTBeTOM. 27.12.2018 1. Ha poHe rpumnmna peGEeHOK KaJI0BAJICSA HA JTUXOPAIKY B TEUe-
Hue cyTok 10 37,8°C, HenpOoAyKTUBHBIN KallleJib, IOSBICHUE METEXUH U SKXMMO30B HA FOJICHSX.
locnuranu3upoBaH B HHOEKIIMOHHO-O0OKCHPOBAaHHOE OTAEICHUE, MOTydal dTHOMATOTeHETHYe-
CKYyI0 Tepanuto, Hadyai noiydarb BBUI, onHako, Ha 3-i JeHb mpueMa MOsIBUJIACh TOIIHOTA,
pBoTa, OoNM B MpaBOi MOAB3IOIIHONW 00JAcCTH, MPU3HAKU TeMojiu3a (KeNTYIIHOCTh KOKHBIX
MOKPOBOB U CIM3UCTHIX 000J704YEK, B OMOXMMUYECKOM aHaJIM3€ KPOBU: HEMIpsIMast THIEpOUIupy-
ounemus 1o 34 mxMons/n, noBeimenue JIJAI' no 1718 Ex/n), coxpansnack TpoMOOIUTOTICHUSI.
VYBeNnUuUIOCh KOJIMYECTBO METEXUH U IKXUMO30B HA TOJEHAX, MOSABUIUCH €AMHUYHBIE 3JIEMEH-
Tl Ha Oenpax. [locie KynupoBaHus WH(PEKIMOHHOTO MpoIlecca MepeBe/ieH B OTJCICHNUE remMa-
tojoruu. Jlaboparopro: anemust (Hb=84 1/, spurpouutsr = 2,63x10'%/1), TpOMOOIIHTOTICHHSI
(5x10°/1), coxpaHsiace HempsiMasi runepOuanpyounemus, nmoseimenue JIJIT, orpunarenbHas
npsimas mpoba Kym6ca, oOHapykeHbl IIUCTOUMTHL. B 001ieM aHaian3e MOud: MPOTEUHYPUS J0
2,5r/n1, mukporemarypus (5 B 11.3.). Muenorpamma 6e3 maToJornyeckux N3MEeHEeHH. 3amnomo3pe-
Ha TTII. IIpoBenen ananu3 Ha akTuBHOCTE ADAMTS13, BoisiBiIeHO CHIKEHUE 10 5%, aHTUTENA
Kk ADAMTSI13 ne o6HapyxeHbl. Ha ocHOBaHMM aHAMHECTUYECKUX, KIMHUYECKHUX U J1aboparop-
HbIX maHHbBIX ObL1 noctasieH auarHo3 TTII. C uensro mosbeimeHus aktusHoctd ADAMTSI13
ObL1a IpoBeeHa masMorepanus B 1o3e 300 mut 2 paza B cytku 29.12.2018-03.01.2019; 300 M
1 pa3 B cytku 04.01.2019-07.01.20191. Cocrosinne peOeHKa yAOBJIETBOPUTEIBLHOE: TeMOoppa-
TUYECKUI CUHJIPOM KYNMHPOBaH, MOKA3aTeIu TeMOrpaMMbl U OMOXUMHUYECKOTO aHaln3a KpOBU
HOPMAaJIU30BaIKCH.

VY nereii ¢ HEUMMYHHBIM T€MOJIM30M U TPOMOOIIMTOTIEHUEH /17151 CBOCBPEMEHHOM JMAarHOCTUKU
HeoOxonumo uckimouenue TTII, HecMOTpst Ha peKOCTh JAaHHOTO 3a00JIeBaHUSI.

KJINHUYECKUN COYUYAN CEPIOBUJIHO-KJIETOYHOWM AHEMUH
Y MAJBUUKA-IOJAPOCTKA HE AOPEKAHCKOI'O IIPOUCXOKIEHU S

ooponpasosa E.JI., 'ocmioxuna A./., Cac /I.C.
Hayunutii pykogooumens: K.m.H., 0oyenm Jlapuna JI.E.
Kadgheopa nponeoesmuru demckux 6onesneii I1@
@dI'b0OY BO PHUMY um H.H. Ilupozosa M3 P®D

CeprioBHUIHO-KJIETOYHAS aHEMUS (TeMOTIIOONHO3 SS, IpernanoInTo3) NpeACcTaBIseT co00i Ha-
CJIEICTBEHHYIO T€MOIIOOMHOMNATHIO, 00YCIOBICHHYIO HATMYUEM B IPUTPOLIUTAX TEeMOIIOONHA S
(HbS). Haubonee yacTo qaHHas maTojoTHs BCTPEUACTCs Y BBIXOALEB U3 SKBATOPUATBHON Adpu-
KM, OTHIeNbHbIX pailoHoB Cunmnuu u FOxuHoit Uranuu, CeBepHoit ['pertuu, bimmxknero BocToka,
HentpanbHoit MHnuu, a Takxke cpenu xurenei Jlatuackoir AMepuku u agpoaMepHKaHIEB U3
CHIA. B [Ilep6entckom paiione Jlarectana yacrora HocurenbctBa HbS nocruraer 22%. B ocHoBe
naToreHesa JaHHOTO 3a00JIeBaHUs JISKUT MyTaIlusi 000X T€HOB, KOMUPYIOIINX OeTa-TII00MH. DTO
BEIET K MOSBICHUIO aHOMajibHOro HbS, koTopblil momumepusupyercss B BOCCTAHOBIEHHOM CO-
CTOSIHUU U BBI3BIBAET U3MEHEHHE (POPMBI IpUTpoLIUTa. B pesynbrare KIeTKu MpUOOPETaIOT BITA-
HYTYIO CEPIOBHIHYIO (DOPMY, UTO SIBISIETCS MATOPU3NOIOTHIECKON OCHOBOW OOJNBIITMHCTBA KIIH-
HUYECKUX MPOSBIICHUN CEPIIOBUIHO-KIECTOYHOW aHeMuH. [Iporuos npu ceprnoBUIHO-KIETOUHON
AQHEMHUHU JOCTATOUYHO Cepbe3HbIi. [Ipu OTCYTCTBUU TOJKHOTO JICUCHHS IPUIMHON CMEPTH MOTYT
cTaTh MH(PEKIUU, HHCYJIBT, TIOYEYHAsI HEIOCTaTOYHOCTh, a TAKKE Pa3IMUHbIC TTOPAKEHUS JTETKUX.

[Tammment P. 16 met (29.06.2002 roma pokaeHHs) HAXOAWICS B OTIACICHUH TE€MAaTOJOTHH
MI'KD ¢ 12.02.2019 roga o 18.02.2019 roga. Cocrosinue peOeHKa OIEHUBAIOCh KaK CpeaHen
CTEIEHU TAKECTH.

Mautbuuk siBiisieTcst yposkeHuem JlepoeHTckoro paiiona pecryonuku [larectaH.

W3 anamue3a: B Bo3pacrte 2-X JIET NOCTaBJIEH IMarH03 CEPIOBUIHO-KIETOYHON aHEMUH, B CBSI-
34 ¢ 4YeM peOEeHOK HaOII0/1aJICcsl TEMATOJIONOM 0 MECTY JKUTEIbCTBA.
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Taxoke co CIIOB MaTepu U3BECTHO, YTO B PAHHEM JIETCKOM BO3PacTe MAILUUK MepeHeC HHPAPKT
CEJIC3CHKH.

Jletom 2017 roga pebeHok ObuT rociuTanuzupoBan B otaeneHue remaronorud MII'KbB. Ocho-
BaHUEM ]IS TOCITUTATM3AINH TTOCITYKAIH U3MEHEHUS B 00IIEM aHaJIM3e KPOBHU B BUJIC MOHOIIUTO-
3a (1,10*%10%/m) u Tpomboumro3a (588*10°/11). [ToMrMO 3TOTO, MaJIBUUK BBHICKA3bIBAJ XKal0ObI HA
0016 B rpyaHOI Ki1eTKe. MI3BeCcTHO, UTO paHee OIHOKPATHO MPOBOIMIACH TeMOTpPAHC(hy3Us B CBSI3U
¢ Kpu3oM 3abomneBanus. [lepuoguueckue 601 B KOCTIX KyMHPYIOTCSI aHATbI€TUKAMHU.

ITpu ocmotpe ot 07.07.2017 r.: obuiee COCTOSHUE CpPEeTHEH CTENEHM TSAKECTH, KOXKHBIE T10-
KPOBBI YUCTHIC, CMYTIIbIC, BIIAXKHBIC, BUIUMbBIC CIU3UCThIC 0€3 M3MCHCHHIA, ITCYCHb YBEIUYCHA.
BunnrMoii maTosoruu mo ocTallbHBIM CHCTEMaM OPT'aHOB BBISBIICHO HE OBLIO.

ITpu o6cnenoBannu: B OAK or 10.07.17 . RBC 3,44*10'?/n, HGB 100,0 r/n, RDW 17,4%,
NRBC 0,79*10°%/1, rematokput 29,9%, monouuts! 1,59*10°/1, Tpombormter 534*109/1; B 610-
xumun kpoBu ot 10.07.17 r. TBil 107,4 mxmons/n, npsmoit Ounupyoun 15,4 mxmons/n, NDBIl
92,0 mxmonw/n, JIAT 374 En/n, ACO 187 ME/min. [1o nanabim Y3U BeIsSBICHBI SX0rpadudeckue
MPHU3HAKK JKEITYEKaMEHHOW O0JIe3HU (TIPOCBET JKEITYHOTO IY3BIPSI 3aMOJIHEH THUIEPIXOTCHHBIMU
BKITIOYCHHSIMH JTHAMETPOM JI0 14 MM ¢ aKyCTHYECKOW TEHbBIO), YMEPEHHBIX TU(D(y3HBIX H3MECHE-
HUM CTEHKH KEJTYHOTO My3bIps (CTEHKA YTOJIIEHA 10 3 MM), yBEJIMYSHHUsI T€UeHHU (TIeYEHb BBICTY-
naeT U3-1oj Kpasi pedepHoil 1yru Ha 5 cM), Tuddy3HBIX U3MEHEHHH MOIKENYT0YHOMN JKeIe3bl.

Ha ocHOBaHWUM MONMYYEHHBIX JAaHHBIX JTAOOPATOPHBIX U MHCTPYMEHTAIBHBIX METOJOB HCCIIe-
JIOBaHUS, MAJIBUMKY MTOATBEPIK/ICHA YCTAHOBIICHHAS paHEee CEPIIOBUIHO-KICTOUHASI aHEMHSI; yCTa-
HOBJICHA JKeTUYeKaMeHHasl 00JIe3Hb €3 XOJICIUCTUTA.

14.07.2017 roma MaibuuK OBUT BBIMCAH B YIOBJIETBOPUTEIEHOM COCTOSIHUU MO HaOIome-
HHE Tlefuarpa, TeMarojiora U raCTpOdIHTEPOJIora M0 MECTY JKUTEIbCTBAa. PeKOMEH/TI0BaHbI ITpHeM
YPCOAC30KCUX0MMEeBOM KucaoThl 1o 500 mMr 1 p/a, coOmronenre TueThl, KOHCYJIbTAIUs XUpypra
1o MecTy kutenbcTBa. [lpu nonmwkenuu yposHs Hb ke 70 /1 mokazaHa rocrnuTanu3anus s
9KCTpeHHOU reMotpancdys3uu. B 2018 rogy pebenky Obuia mpoBefeHa JanapoCKONUYecKas Xo-
nerctakromus. 11.02.2019 roma manueHT ¢ MaMol CaMOCTOSATENHHO OOpPATHIUCH B MPHUEMHOE
ornencaue MJII'KD ¢ xamobamu Ha O0JM B TIOSCHHYHOM OT/IEJIE IIO3BOHOYHUKA M OHEMEHHUE I10
3aHel noBepxHoct 6€aep. Co cioB Mambl 60y nosiBuinch 10.02.19 . 1 uppaguupoBaiu B sro-
JUYHYI0 00J1acTh. 3a 2 HEJeNn 10 3TOro oTMevasl 00Jib B JIy4e3alsICTHBIX U JOKTEBBIX CyCTaBax.
PeGenka rocnuranu3upoBaiii B peBMarosiornueckoe oraenenue MJIIKD.

[Ipu ocMoTpe B OTAeNeHnH: 0011ee COCTOSTHIE CPEIHEH CTETeHU TAXKECTH, KOKHbBIE TTIOKPOBBI
YHCTHIE, CMYTIIBIE, C KENTYITHBIM OTTEHKOM, BUJIMMBIE CITM3UCThIE UKTEPUYHBIE, IEUeHb YBEIUYe-
Ha. Status localis: BHelITHE CyCTaBbI HE U3MEHEHBI, ABM)KCHUS B TIOTHOM 00beMe.

o pe3ynbraTam npoBeaeHHbIX o0cnenoBanuii 11.02.2019 r. orMeueHbl runepomInpyOMHEMHUs
(TBil 125,60 mxmons/n, nipsimoit Oumupyoun 15,10 mxmons/n, NDBil 110,50 mxmonb/it), cuH-
apoMm nuromsa (ACT 59,00 En/n, JIAI 628 En/m), ACO 846 ME/mn, KOK 379 En/n, dheppu-
tuH 462,10 Mkr/mn, anemus serkoit crenienn (RBC 3,71*10'%/i1, Hb 104 r/n, remarokput 31,6%),
mouonuto3 (1,79*10%), TpombornTo3 (661*10°/1), HEUTPODUITBEHBINA JTEUKOIUTO3 (JTEHKOIIUTHI
20,02*10°%/1, meritpodunsr 15,3%10°m). Ha KT ot 11.02.2019 1. oTMeYeHa HEPOBHOCTH 3aMbIKa-
TEJbHBIX IJIJACTUHOK B MOSCHUYHOM OTAele o3BoHouHuKa. Ha Y3U opranos OpromiHoi noiaoctu
U 3a0pIOIIMHHOTO MPOCTPAHCTBA OTMEUEHO yBEJIMYEHHUE MEYCHH, CElIe3eHKa B TUIMUYHOM MECTe
HE OIpeeNsIach.

12.02.2019 1. pebenoxk nepeseneH B otaenenue remaroiorun MJII'Kb. Ha ¢pone nmpoBoaumoit
B OT/ICTICHUY UH(Y3MOHHOM Tepanuu nukiopeHakom 75 mr Ha 250,0 pusznomornaeckoro pacTBo-
pa, gonuesoit kucioroi 0,001 mo 1 T. 3 p. B AeHb, a Takxke Onaronapsi TpaHC(y3UU SPUTPOLH-
TapHOU B3BECH YIAJIOCh KyIUPOBAaTh 0OJIEBOM M reMOIUTUYECKUN Kpu3bl. COCTOSTHHE MaJlbuiKa
OILICHUBAJIOCh, KaK YIOBIETBOPUTEILHOE.

18.02.2019 r. peGeHOK OBLT BBIMKUCAH AOMOM MO HAOIIOIEHUE TIeIuaTpa U TeMaToiora Mo Me-
CTY KHTEIbCTBA, C PEKOMEHIAIUSAMU 10 KOHTPOJIIO KIMHUYECKOTO aHalli3a KPOBHU C MOJCUETOM

6



IIX MasyprsECKue QrTenmE

Wt »
o r Ty

pPEeTUKYJIOIUTOB 1 pa3 B Mecsl U npueMy B TeueHue 1 mecsaua ¢onuenoit kucnors! 0,001 mo 1 .
3 pa3za B neHb. B ciyuae kpusa 3a0oeBaHus B BUJIE BEIPAKEHHOTO 00JIEBOTO CUHAPOMA U CHIDKE-
st Hb Hroxe 100 1/ mokazana cpoyHast TOCTIMTATH3AIIHS.

Bosb B KOCTSIX M cycTaBax MpH CEPHOBUIHO-KJIETOYHOW aHEMHHU Yalle BCEro 0OyCIIOBJIEHA
Ba300KKJIIO3MOHHBIMH KPU3aMH, IPOUCXOASIINMU IIPH 3aKyIIOPKE COCYAOB, MUTAIOIUX COOTBET-
CTBYIOIINE CTPYKTYpHl. [10100HBIE cOCTOSIHUSA TPeOyOT Ha3HAYCHHSI AHAJIBI'€THKOB.

[Ipu cHrxeHun ypoBHs reMorioonHa Mexnee 90 /11 manueHTaM ¢ CeproBUHO-KIETOYHOM aHe-
MUEH Moka3aHa TpaHCPy3Us IPUTPOLUTAPHON MACCHI.

KIMHUYECKOE HABJIOJAEHUE PEBEHKA C HEOHATAJIbHBIM
APTEPUAJBHBIM NTHIEMHUYECKUM NHCYJIbTOM

IHucapesa E.B.
Hayunuie pyxosooumenu: k.m.n Kpoe-Hencen 0. A., k.m.n Ywaroea JI.B.
@OI'BY "Hayuonanvnolii MEOUUUHCKUI UCCT€008AMENbCKUTL UEHIMD AKYUIEPCHEA, 2ZUHEKON02UU
u nepunamono2uu umenu akaoemuxa B.U. Kynakosa' M3 P®

Brenenue: Heonaranenbeiii aprepuanbubii umemuueckuit uHcynst (HAUW) — uepebpo-
BacKyJIsipHOE 3a00J1eBaHKe, BO3HUKaIoLIee Y peOeHKa MOocie pOXKICHMs, B TE€UEHUE TIEPBLIX 28 Cy-
TOK KM3HHU. COMIacHO KPyIHBIM HOIYJISILIMOHHBIM HCCIEN0BAaHUAM, TUANIa30H PaCIIPOCTPAHEHHO-
ctu HAUU B cpennem Bapwsupyet ot 6 10 17 Ha 100000 310pOBBIX HOBOPOXKACHHBIX. OCHOBHOM
TPUITEPHBIM MEXaHU3M HapyLIEHHs MO3TOBOIO KPOBOOOpAILIEHHs Y HOBOPOXKAECHHBIX HE YCTAHOB-
aeH. TpyIHOCTH UICHTU(UKAIIMH 3THOIOTHUYECKOTO (haKTOpa OMPEEISIOTCS HAIMYUEM Y HOBOPO-
JAECHHBIX OOJIBIIOr0 KOJIMYECTBA NATOJIOTMYECKUX COCTOSIHUM, KOTOPhIE MOTYT PE€aIM30BbIBATHCS
OCTpOI ulIeMuell B paHHEM HeoHaTallbHOM nepuoje. Hecnenuduyeckne KIMHUYECKUE CUMIITO-
mbl ipu HAWMU, naunbonee 4yacThIMM M3 KOTOPBIX SIBJISIFOTCS CYJOPOXKHBIM CHUHAPOM, CHHIIPOM
yraeterus Gpynkmuu [{THC ¢ HapymieHneM BUTaNbHBIX (YHKIHNA, OTPAKarOT pa3BUTHE TUIIONIEP-
(y3MOHHOTO MOBPEKCHHUS MO3TOBOM MAapeHXUMBI C Pa3BUTHEM OTeKa, HAPYLUIEHHEM MOHHOTO U
MenuaropHoro 6ananca, uto Tpedyer auddepeHnnanbHON IMarHOCTUKY € IPYTUMHU HEOTIOKHBI-
MU COCTOSIHUSIMU M SKCTPEHHOH momornu. HeobxoanuMo cBoeBpeMeHHOE MOATBEpKACHUE (PakTa
HAJIMYHUS OCTPOTO HApYIIEHHUS MO3TOBOTO KPOBOOOpPAIIEHHS IO WIIEMHUYECKOMY THITY, a TaKxke
BBISIBJICHUE XAPAKTEPHBIX KIMHUKO-IUarHocrtuaeckux kpurepues HANU.

Hensb: Jlemoncrpauus kauauueckoro cirydas HAVUW ¢ THNIMYHONW KIMHUYECKOW KApTUHOW U
07aronpUATHBIM HEBPOJIOIMYECKUM HCXOAOM; PETPOCIEKTUBHBIN aHAINU3 IpPEeApacloiaraionmx
¢dakTopoB.

Marepuansl u MeTonbl: [IpoBenieH aHaau3 UCTOpUH 3a00JIeBaHUSI HOBOPOXKAEHHOTO, HCTOPUHU
pOJIOB, a Takke KapThl amOymnaropHoro HabmroneHus pebenka ¢ HANNW. HaGmronenne BKITIO4ano
KOHTPOJIb KIIMHUYECKON 1 HelpoBusyanuzauuonHoil kaprunbsl (HCI, MPT), kommnekcHoe j1abo-
paToOpHO-MHCTPYMEHTAJIbHOE 00CIeI0BaHUE, a TAK)KE OLIEHKA HEBPOJIOTUYECKOI0 CTaryca B Teue-
HHE MEPBbIX JBYX JIET )KU3HU PeOCHKA.

Pesynbrarel: nesouka A. poaunack y Matepu 36 JIET ¢ OTATOIIEHHBIM CEMEHHBIM aHaMHe-
30M (y OTIa — MIIEeMUYECKUI MHCYIbT B 46 JIeT, y MaTepu — HaclleZICTBEHHAst TpoMOopuius,
HOCHUTEIBCTBO TOMO3UTOTHBIX TPOMOO(pMINUecKX MyTaluuil B ponatHeix reHax). Jlannas Gepe-
MEHHOCTh MPOTEKaIa OCIOKHEHHO (C aKTHBAalMel BHYTPUCOCYIUCTOTO CBEPTHIBAHMS Ha (QOHE
Tepanuu (ppakcUMapuHOM, BO 2-M TPUMECTpE MPOBOJAUIACH AaHTHOAKTEpHUAJIbHAS TE€pamus o
MOBOJly TOH3WJUINTA) U 3aKOHYMJIACH ONIEPATUBHBIMU pofaMH Ha 39 Hezese OEpEMEHHOCTH IMy-
TE€M BaKyyM-3KCTPAKIMM IJI0Ja (OCTpasi THIIOKCHUS IUI0JA, C1ab0CTh POJOBON JESTEIBHOCTH).
JleBouka ucnelTasa KPaTKOBPEMEHHYIO THIIOKCHIO BO BPEMS POJOB, OLICHKA IO IKane Anrap
coctaBmia 6—8 GamioB. Peanumarmonsbsie MeponpuaTus He TpedoBanuck. [1o 1aHHbIM aHaNH-
3a KUCJIOTHO-OCHOBHOT'O COCTOSIHUS IIyNIOBUHHOM KpoBM oTMmeuasncs auuno3 (pH 7,17), nakra-
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temusi 6osee 10 MMOJIB/1T ¢ OBICTPBIM BOCCTAHOBJICHHEM /10 HOPMAJIbHBIX 3HaueHUH. J[eBouka
Ha0JI0/1a71ach B Y/IOBJIETBOPUTEILHOM COCTOSSHUM B OTJCJICHUU (PU3UOJIOTUU HOBOPOKICHHBIX.
CKpHHUHIOBOE HCClIeJOBaHUE Ha | CyTKM >KM3HU NATOJIOTUU HE BbIABWIIO. OJHAKO B BO3pacTe
2 CYyTOK 2 4acOB OTMEUEHO YXYIIIEHUE COCTOSIHUS B BUJIE TIOSBIICHUSI TATOJIOTUYECKON HEBPOJIO-
TUYECKOW CUMIITOMATHUKH, 3 UMEHHO: CIIOHTAHHOTO TOPU30HTAJIIBHOIO HUCTarMa, KIOHMYECKUX
TeMUKOHBYJIbCUBHBIX CYIOPOXHBIX MPUCTYIOB B MPABBIX KOHEYHOCTSIX, YTO MOTPeOOBaIO KOH-
TpOJs BUTANbHBIX (QyHKUMH U nepeBoaa pedbenka B OPUTH. HCI-uccnenoBanue Ha 2 CyTKH
KU3HU BBISBHIIO CTPYKTYpPHbIC U3MEHEHHUS B JIEBOH TEMEHHO-BHCOYHON OOJIACTH C SBICHHUSIMHU
Basorapesa B 0acceifHe JIeBOM cpeHel MO3TOBOM apTepUu Ha CTOPOHE MATOJIOTHYSCKOTO OvYara.
OxctpenHoe MPT-uccienoBanue roioBHOro Mo3sra ¢ pexxumom MP-anruorpadueit BeIIBUIO
OOLIMPHYIO 30HY OCTPOT0 HApyLIEHUS MO3TOBOTO KpOBOOOpalleHUs B OCTpOW cTaauu B Oac-
CeifHe JICBOM cpefHell MO3TOBOM apTepUU C MOPaKCHHEM JICBOH TEeMEHHO-BUCOYHOUM 00JacTH,
HEOKKJIFO3UOHHBIN TpOMOO3 CaruTTajibHOTO M CUTMOBHUJIHOTO CHHYCOB, aHOMAJUIO Pa3BUTHUS
Buwinusuesa kpyra — OTCYTCTBHUE 3aJlHEM KOMMYHMKaHTHOH jeBoi aprepuu. [lo pesynbratam
CTaHJapTHOTO KOMIIJIEKCHOTO KJIMHUKO-TA00paTOPHOTO HCCIEAOBAHUS MpPH TOCTYIUIEHUU B
OPUTH BeIsBNEHBI TPU3HAKKA UHPEKINHU, CICIU(PUIHON ISl TepUHATAIBHOTO Meproaa (Jei-
KOIIMTO3, HEWTpoduie3, nmoBeimenne C-peaktuBHOro Oenka). Hauata antubakrepuanbpHas Te-
panusi, IpoaosKaBiasicss 7 cyTok. PeOeHOK HaXonusIcs Ha CIIOHTAHHOM JIbIXaHUU 0€3 moTped-
HOCTHU B JIOTIOJTHUTEIBHOM KHCJIOpPOJE, TeMOJAMHAMHYECKHUE TOKa3aTean ObLIN CTaOMIbHBIMU.
C nenbio BBIABICHUS (HAaKTOPOB PUCKA PAa3BUTUS TPOMOOPUIMUECKUX COCTOSHUUN MPOBEACHBI
olpesieNieHue MapKepOB HACJIEICTBEHHBIX TPOMOO(HUINI U paclIMpeHHasi FeMOCTa3uorpaMma,
10 pe3yabTaTaM KOTOPbhIX (PAaKTOPOB pUCKA MPEIPACIIONOKEHHOCTH K TPOMOO3aM HE BBISBICHO.
B cBsi31 ¢ BBIIBIIEHHBIM IIepeOpabHBIM CHHYC-TPOMO030M, HayaTa Teparus aHTUKOATYISTHTaMH
O]l KOHTPOJIEM aHTU-Xa-aKTUBHOCTU B COOTBETCTBUH C MEKIyHAPOJHBIM IPOTOKOJIOM, C MO-
noxuTenbHbIM 3 dexrom. 1o pesyapratam MPT B Bo3pacTe 4-x Mecs1eB TPU3HAKA BEHO3HOTO
TpoMOO3a KymUpOBaHbI, Tepanus HU3KOMOJIEKYISIPHBIM renapuHoM 3aBepiieHa. CoxpaHseTcs
30Ha KHUCTO3HO-TJIMO3HBIX M3MEHEHHUH B JIeBOM BUCOYHON obOmactu. IIpoTtuBocynopoxHas Te-
panust IpoBOIMIACH O] KOHTPOJIEM MOHUTOPUHTA 1IepeOpanbHbIX (YHKIUNA U JMHAMHYECKOM
O0I. KnuHnuyeckue nposiBIEHUS CYIOPOXKHOIO CHHJIpPOMa KyIIHPOBaHbl B pAHHEM HEOHATAJIb-
HOM TIepHoJie, Ha 2 CyTKH OT ne0roTa 3aboneBanus. JnuienTudopMHas akKTUBHOCTh TiepecTa-
na peructpupoBarbes Ha D3I k 5 mecany xku3Hu. KaramHecTnueckoe HaOMONEHNE B TCUCHUE
2 J1eT He BBISIBUJIO HAPYLIEHU MOTOPHOTO U YMCTBEHHOT'O Pa3BUTHS.

BbIBOIBI: IPUBEACHHBIN KIMHUYECKUH ciydaii nemonctpupyetr HAWW, Bo3Hukimwmii Ha ¢hone
(bakTOpoB pHUCKa, C TUIIMYHON KIMHUYECKON KapTUHOW M JIoKanu3aluei. B nanHoM ciyyae cBo-
€BpPEMEHHAsI AMATHOCTHKA U KOMIUIEKCHBIM MYJIBTUAUCUUIIIMHAPHBIA TOAXO0A K BEIECHUIO TI03BO-
JITU TOOUTHCST XopoIero ucxosa. [ToBeIeHne HACTOPOKEHHOCTH MEANATPOB M HEOHATOJIOTOB B
OTHOILIEHUH JIaHHOM MaTojoruu OyJeT cnocoOcTBOBaTh CBOEBpeMeHHOMY BblsiBieHnio HAMU u
CHIDKEHUIO HHBAJIWIU3UPYIOIINX OCIOKHEHH.

CJIOXKHBIN CAYYAU TUDPPEPEHIIUAJIBHON TMATHOCTUKNA
CHUHAPOMA XOJIECTA3A Y PEBEHKA 7 MECALIEB

Hcoczuna C.JI., Cunvuenxo E.U.
Hayunwuii pykoeooumens: K.m.H., ooyenm Konee B.A.
Kadgheopa ungpexuyuonnvix donesneil y demeii neouampuueckozo gpaxynomema, HKb Nel
dI'b0Y BO PHUMY um H.H. Ilupozosa M3 P®D

JuddepennnanbHas TMarHOCTHKA CHHIPOMA XoJIecTasa y JeTel IepBoro roja *HU3HU Ha ce-

TOIHSIITHUHN JIEHb SBJISETCS aKTyaJIbHON MpoOieMoit. 3a00eBaHus, MPOTEKAIOIINE C TAHHBIM CHH-
JIPOMOM, 00pa3yIoT TeTePOreHHYIO TPYIIITY, HEPEIKO MACKUPYS IpYyT ApyTa.
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K HanGosee yacTbIM MIpUYUHAM CHHIPOMA X0JI€CTa3a OTHOCAT HH(EKIIMOHHOE OPaKEeHHE T1e-
YEHHU BUPYCHOM ATHOJIOIMHM (IVIaBHBIM 00pa3oM, BUpycHble renatutbl B u C), BposkeHHBIE TOPO-
KU1 JKETYHBIX ITyTEH, a TAKXKe JePEKThl CHHTE3a M CEKPEIMH KETIH.

Pe6enok I11. ot GnuskopoacTBeHHOro Opaka, 1 6epeMeHHOCTH, MPOTEeKaBIlIel B IEPBOM TpUMeE-
CTpe C Yrpo30H BBIKHBIIIA, | caMOCTOSATENbHBIX poA0B Ha 39 Hea. B neproae HOBOPOKIEHHOCTH
HAXOJWJICS Ha TPYIHOM BCKapMIIMBAHHHU, KaJIOOBI OTCYTCTBOBAIH.

B Bozpacte 1 mMec MaThb OTMETHJIA TOSBICHHUE XKEITYXH Yy peOeHKa, CPHITMBAHMS, CKIIOH-
HOCTb K 3amopaM. PeGeHOK HeOTHOKpaTHO 00cieoBasics M0 MECTY JKUTEIbCTBA U B BO3pacTe
4 mec ObUT rOCIIMTAIU3UPOBAaH B MH(PEKUMOHHBIN HeHTp I. Maxaukanbel. C y4eToMm pesylnbTa-
ToB maboparopubix uccienoBanuii (AT — 630 En/n, AcT — 902 En/n, obuuii OmmupyOun —
106,52 Mxmonw/a, mpsimoit 6mupyoun — 37,17 MKMOIIB/JI; MapKepbl BUPYCHBIX T€IaTUTOB
orpurarenbHbl, oOHapyxeHa JIHK CMV B kpoBu ot 06.11.18) peGeHKy BBICTaBIICH AMArHO3:
OCTpBIN LIUTOMeTanoBupycHbIil renatut. [locne nposenennoro neyenus (Ilenrarmodun 20 mi x
1 p B/B Ne 3 (uepes nenn: 1-3-5), Xoduron, Banrpeke, Budepon, Cmekra) pebeHOK BBINMHCAH
JIOMOM C YIIy4IlIEHUEM.

B cBsi3u ¢ coxpanenuem xanod mMate ooparuiack B npueMHoe otaenenne MKb Ne 1 . Mock-
Bbl. OOBEKTUBHO: COCTOSIHHE peOeHKa TSIKEIoe, pearupyer Ha ocMoTp IutadeM. He muxopanur.
Macco-pocToBble MoKa3zaTesld HU3Kue, GU3NYecKoe pa3BUTHE rapMoHU4HOe. CKIIepbl UKTEpHY-
HBIE, KOYKa ¥ BUJMMBIE CIIM3HUCTHIC JKEITYIIHBIE C 3€JICHOBAThIM OTTEHKOM. Ha KOXKHBIX MOKpOBax
CJeIbl OT PAcYecoB, TYProp YAOBIETBOpPHUTENbHBIN. [leuens + 6 cM, yBenndyeHa Oojblle 3a cueT
IpaBOM JI0JIM, 37TaCTUUYECKON KOHCUCTEHINH, Kpail 3akpyrieH. Cene3eHka yBennueHa. [myOokas
HaJIbIAIMs KUBOTA BBI3BIBACT OecroKoicTBO. CTyll KamuieoOpa3Hblid, COAEPKHUT HEeTlepeBapeH-
Hble KOMIOHEHTBI. OcTasibHble cucTeMbl 0e3 marojaoruu. HepBHO-icuXuueckoe pa3BUTHE COOT-
BETCTBYET BO3PACTY.

Ha Y3U: renarocruieHoMeranusi, MOBBIIIEHUE 3XOT€HHOCTH NEYEHOUYHOW apeHXuMbl. JKemy-
HBIE MTPOTOKH U My3bIph OOBIUHOM CTPYKTYPHI, HE U3MEHEHBI.

Jannbie nadoparopubix uccinenopanuii: AcT — 770 En/n, AnT — 448 En/n, obumuit Oumnm-
pyoun — 117 MkMounb/m1, npsimMoii ounupyoun — 66 mxmons/a, D — 649 mxmons/n, I'TT —
24 MKMOIB/JT; KoaryjaorpamMma — yBEJIHUYEHHE TOKazaTeneil TpoMOuHOBoro Bpemenu, AUTB.
HN®A: PoraBupyc — otp, AneHosupyc — otp. Mapképsl renatutoB: AHTU-HAV, AnTu-HCV,
HBsAg — orpunarensHslie.

[Tomy4yeHHbIC TaHHBIE TTO3BOJIMIIN MTPEATOI0KUTE Ha XpoHu3anuio [IMB-undeknuu. Pebenky
MPOBOJIMIOCH CUMIITOMAaTHYECKOE JIGUeHHE C TIOJOKHUTENbHON TuHaAMUKON (Ypoae3okcuxoneBas
kucnora, CynpactuH, nHGY3UOHHAS Tepanus).

B cBs3u ¢ HEOOXOAMMOCTBIO MPUHATHS pEIIEHUs] O Ha3HAuUeHUH | aHIMKIOBHpA NPOBEIE-
HO TMOBTOpHOE HccienoBanue Ha Mapkepsl [IMB-undexuun: JJTHK CMV Obuta oOHapykeHa B
Moue, CIIFOHE, OJJHAKO B KpoBU — oTcyTcTBOBaja. AHTU-LIMB IgM He oOHapyxeHbl. ABUAHOCTD
Antu-1IMB IgG — BbICcOKas.

[TonyuyeHHbIC TaHHBIC CBHJIETEILCTBOBAIN 00 OTCyTCcTBUE akTuBHOM [IMB muHpexnuu y pe-
OEHKa U ee KJII0YEBOIl pONU B HACTOSIIIIEM MOPAKEHUU TICUEHHU.

Huskuii yposens I'T'T npu BeicokoM ypoBHe TpancamuHas (AcT npeobnanaet Hag AnT), BbI-
cokoM ypoBHe LD, a Taxke Hamuuue OIM3KOPOACTBEHHOTO Opaka MO3BOJIHMIN MPEATOIOKUTD Y
pebeHKa peaiKoe FreHeTUYEeCKoe 3a001eBaHIe —[IPOTrPECCUPYIOIINN CEMENHBII BHY TPUIIEUEHOUHBIH
xonecta3 1 Tuna (Oone3ns baitnepa).

PebGenok ObuT KOHCYIBTHpPOBaH mpodeccopom, a.M.H. JlertsapeBoit AHHOW BraguMupoBHOM,
MPUHATO PEICeHHE O MPOBEIEHUU TeHETUUECKOTO aHan3a Ha MaHelb X0JecTasa.

["aHIMKIIOBUP MPHUHATO pelIeHHEe He Ha3HayaTh. PeOEHOK BBIMMCBHIBACTCS HA METUIIMHCKYIO
naysy.

JlanpHeimas TakTHKa Je4YeHHus Oy[eT omnpesesieHa B MapTe TEKYLIETo roja Mo pe3ylbTaram
T€HETHUYECKHUX UCCIICIOBAHUM.
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KJINMHUYECKUM COYUYAU IEJTUAKNA HA ®OHE JJIUTEJIBHON
NMMYHOCYHNPECCUBHOM TEPAIINU NOCJIE NPOBEJIEHHOM
TPAHCIJIAHTAIIMY TIEYEHHU

Ansaeesa C.B., Banaxkosa A.U., Xanrwkoea P.3.

Hayunwtii pykosooumenv: K.m.H., 0oyenm Hnamoea M.I.
Kagheopa zocnumanwvnoii neouampuu um. akaoemuxa B.A.Taboruna I1®
JT'Kb Nel3 um. H.®. @unamosa /I3M zopooa Mockevt
dI'bOY BO PHUMY um H.H. Ilupozosa M3 PD

enuakus (II0TEHOBasI SHTEPOINATHS) — XPOHHUYECKAsi TeHETHUECKU IETePMUHUPOBAHHAS ay-
TOUMMYHHas T-KJIeTOYHO-0MOCpEIOBaHHAS YHTEPOIATHUS, XapaKTePU3YIOIIAsCsl CTOUKON

HETIEPEHOCUMOCTBIO CIIEIM(PHUECKUX OSIKOB H0CTIEpMa 3epHA HEKOTOPBIX 3TAKOBBIX KYIIb-
TYp C pa3BUTHEM aTpOPUUECKON IHTEPONATUH U CBA3aHHOIO C HEIO CUHIpOMa MalibabcopOLUu.

Manpuuk X. (4 rona 10 mec.) moctymwmi B JIIKB Nel3 um. H.®. ®unarosa JI3M ropona Mock—
BBI C ’Kaj100aMH Ha 9acThIN )KUAKUH CTYI 10 9-12 pa3 B CyTKH CO CIM3bIO, BSUIOCTD, 33JICPXKKY (Pu-
3UYECKOT0 pa3BUTHsI, pa3pylIeHHe 3y0oB.

W3 anamuesa: peGeHOK oT 5-oif 6epeMeHHOCTH (1 — BBIKHMIBIII HA CpoKe 6 Henenb, 2—4 —
POIBL, IETHU 310POBBI), )KENTYXa COXpaHsIach 10 2-X Heaenb. B Bo3pacre 1 mec. — nozceueHa ko-
pOTKasi y3/1euKa si3bIKa, OCJe Yero HabIoaaIoch JUIMTENIbHOE KpoBOTeUeHueE (2 CyT.), uepes 3 cy-
TOK HaOII0aI0Ch nMporpeccupoBanue remopparundeckoro cuaapoma (JKKK, porta ¢ mpumecsio
KPOBH, UEPHBIN CTYIT), TOCTIUTATN3UPOBAH B CTAI[MOHAP, TPOBOAMINCH TPAHC(HY3UH IPUTPOMACCHI,
C3I1, auuuHoH. B Bo3pacTe 3-X MecsIeB AUarHOCTUPOBAHO XpoHudeckoe muddys3Hoe 3adoe-
BaHue neueHn — [IBCX | tuna (moarBepkaeH MOieKyaspHO-reHeTudeckn). OTMeyanocs npo-
IPeCcCUpOBaHNUE U3MEHEHUN CO CTOPOHBI I'enaToOMINapHON CHUCTEMBI (YPOBEHb OMIUpYyOMHA —
10 370-480 MKMOJTB/JT) M OCTIO)KHEHUH JUTUTEIBHO TEKYILEro CHHAPOMA XoJecTasa (BhIpakeHHast
3aJIepKKa TEMIIOB (PU3NIECKOTO PA3BUTHUSI, MyYHUTEIbHBIA KOXKHBIN 3y/1, HE KyITHPYIOUIHIACS TIpre-
MOM JIEKapCTBEHHBIX IIpernapaToB). PekoMeH10BaHa TpaHCIUIAHTALIMS [TE€YEHU KaK eIMHCTBEHHBIN
BO3MOYKHBIN METOJ JICUEHUSI.

B Bo3pacre 1,5 net pebenok 6bu1 rocnuranuzupoan B @HITHUO. Beino BeimonHeHo omnepa-
TUBHOE BMEILIATEILCTBO: I€MaTIKTOMUS, OPTOTONMYECKask TPAHCIIAHTALIMS JIEBOTO JaTepaIbHOTO
CEKTOpa MEYECHU OT )KMBOTO POJCTBEHHOTO JI0OHOpa (Marepu). PebeHky mpoBoanIach IMMYHOCY-
npeccuBHas tepanus (mporpad 2,0 Mr/cyTt. Metunpen 2 Mr/cyT), aHTUOAKTepHaIbHasl, IPOTUBO-
IpUOKOBast, IPOTUBOBUPYCHAS, TACTPOIIPOTEKTHBHAS, aHTHATPETAHTHAS, Ba30IMIIaTHPYIOIIasl, aH-
TUKOATYJISIHTHAsA, HHPY3UOHHO-TpaHCPy3UOHHAs, CHMIITOMaTHYeCKas Tepamus, napeHTepaibHoe
nutanue. Ha gone Tepanuu QyHKIUS TpaHCIJIaHTaTa cTaOWIBHO yaoBieTBopuTenbHas. [locie
TPAHCIUIAHTAIMM TIEYeHN Y peOeHKa OTMedascsi HeyCTOMUMBBINA CTYIl, BCIEICTBUE YETO MAlUEHT
HOJTy4all SHTEPOCOPOEHTHI, TaHKpeaTHYecKue (EepMEHTHI, pa3IMyHbIe BapUAHTHI JEKOHTAMHUHA-
nuu JKKT. Beimucan ¢ AMarHo3oM: HUppo3 MEYEHU B UCXOAE ITPOrPECCUPYIOIIETO CEMEHHOIO BHY-
TPUIIEUCHOYHOTO XojecTasa | Tuna (6one3nu baiinepa) ¢ cuHIpoMaMu MOPTATBLHON TUIIEPTEH3UU
(cmeHoMeranus), xonecrasza. ['emanrnoma npaBoil gonu nedeHu. [loctHatanbHas runoTpodus
III crenenn. Jlanbt pekomenaarnuu: [ukmocnopun A 100 mr B ness (0,5 Mo 2 p/a B 10.00 u 22.00)
MeTtunnpennu3onoH 4 mr 1 p/n yrpoM nociie eibl — B YKa3aHHBIX J]03aX C COOJI0ICHUEM BpeMe-
HU [IpHEeMa MpenapaTroB MOKU3HEHHO.

B Bo3zpacre 2 net pebenok noctynui B PHI[TUO ¢ sxanmobaMu Ha 9acThIil OOMITBHBINA KU IKHIA
CTYJ, CHIDKEHHE allleTHTa, CI1ad0CTh, BAJIOCTh, COHIIMBOCTH. B X0one 00caeqoBanus ObUIH BBISIBIIE-
HBI: TUTI0ATB0YMUHEMUS, THITIOTIPOTENHEMHUS, TUCMETA00INYeCKUE HAapyIIICHHsI, BEPOsSTHEE BCETO,
00yCJIOBJIEHBIE CHHIPOMOM MajibaOcopOIIny Ha (POHE KUIIIEYHOTO CHHApOMa. BricTaBieH n1uarnos
XB3K, naznauena tepanus (canodansk). Kpome Toro, mpoBoaunacek Tpancdy3uOHHAs Tepamnus
(10% p-p ansOymuHa), Ha POHE YETO OTMEYEHO KYyIMUPOBAHUE TUIIOTPOTEUHEMHUH, TUIIOATbOYMU-
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HEMMH, a TaKKe aHTHOaKTepHasbHasl, MPOTUBOIPHOKOBAs, aHTHArPEraHTHasl, CHMTOMaTHYECKast
tepanus. Ha ¢oHe jedeHuss 0TMEUEHO YIy4IIeHHE COCTOSHUS: KyNMHPOBAHUE AUCIEITHYECKUX
*ano0, HopMaau3alus anrneTuTa u cTyia, NpudaBKa Macchl Tella, YIy4dllleHUe JJabopaTOpHbIX IMO-
Kas3aresen.

B Bo3pacTte 3-x et Obl10 IPOBEIEHO aJlIIEProJOrHUeCcKOe 00CIeI0BaHNE: BBISIBICHbI BEICOKUE
IgE-AT k roesause. Tak ke ObUIa MPOBEAECHA JUATHOCTUKA Ha IEJTUAKUIO: MOBBIIIEH YPOBEHb
aytoantuteln IgA n IgG x mmanuHy, a TakKe MOBBIILIEH YPOBEHb ayTOAHTUTEIN K J€aMUIUPOBAH-
HoMmy rmaauny IgG. PeGenky Oblia Ha3HaueHa OE3NMIOTEHOBAsI TUETA, C KPATKOBPEMEHHBIM I10-
JOXKUATENBHBIM 3()(heKTOM B OTHOIICHUH CTYJIA, OJJHAKO BBUAY M30MPATEILHOTO alleTUTa peOCHOK
NPaKTUYECKH OTKa3bIBAJICSA OT eabl. Ha (oHe HeyCTOMUMBOTO CTyNa M TOJIOJAHHS ITOCTETIEHHOE
IPOrpecCHpoBaHrEe MPU3HAKOB JAUC(YHKUMU TpaHCIUIaHTaTa, koyiebaHus koHueHTpauuu CyA.
[Tpy KOHTPOJIBLHOM aMOyJIaTOPHOM OOCIIEI0OBAHNN — LUTOJIN3 0 5 HOPM, THIIOIIPOTEUHEMUS], TH-
noaiabOymuHeMmus, Hu3Kas KoHueHtpauus CyA, [IMB-upemus. [lo naHHbIM oOcnenoBaHus —
BBISIBJIIEH 3PO3MBHBIN ITPOKTUT, APYTUX U3MEHEHUM BepxHUX U AucTaibHbIX oraenoB XKKT Her,
IPU3HAKOB MTOPTAJIbHON TMIIEPTEH3UM HET. YUUTHIBAsl BBISBICHHBIC U3MEHEHUS, ISl KOPPEKLIUU
COCTOSIHUSI TTPOBOJMIIOCH JIeUeHHe AUCYHKIMH TpaHcmantata, [IMBU, ontuMusanus umMmy-
HOCYIIPECCHH, a TAK)KE JI€UEHHS] KHIIEYHOTO CHUHpPOMA U MposIBIIEHUN ManbadcopO1u. BricTtas-
nen auarno3 XB3K, naznauena tepanus (canodansk). [ToBeimena nosupoBka CyA, mposieueHa
I[IMBU, nocne vero mo6arieH menpoi 4 mMr/cyTt; Ha OHE KOPPEKIUU Teparuu MPU3HAKH JIHC-
(GYyHKIUM TpaHCIIIAHTaTa PErpecCUpyIOT: OTMEYEHO 3HAYMTEIbHOE CHUKEHNE MAPKEPOB LIUTOIH-
3a, KyIMpOBaHHE TMIIONPOTEHHEMUH, TUTI0ATbOYMHUHEMHUH, KOATYJIOMATHH.

B teuenue nocnenyromux 3-X KOHTPOJIbHBIX aMOYJIaTOPHBIX 00CI€10BaHUH Ka100bl Ha KU-
KUK cTya 10 9 p/n, cnabocTh, BSUIOCTh U 33JePKKY (DU3UIECKOTO Pa3BUTHs COXpaHsIHCh. [Ipu
KJIMHUKO-J1a00paTOPHOM OOCII€ZIOBAHUN: aHEMHUS JIETKON CTENEHHU, TUIIONPOTEUHEMUS, TUIIOAIIb-
OyMHHEMHsI, THITOX0JIECTEPUHEMHUS], TUIIOIIMKEMHUS, LIUTOIN3 — 10 3-X HopM. HenepeHnocumocts
JIEKapCTBEHHBIX MpenaparoB: nporpag — pBOTA, BSUIOCTb, )KUIKUH CTYII.

Hacrosimas rocnimranusanys IpoBeicHa ¢ 1epto yrouHeHus reseza XB3K u koppekuuu Te-
panuu. CocTossHHE Ha MOMEHT nocTyIuleHus: Macca Tena 10 kr, poct 84 cm. CocrosiHue cpenHei
CTEIEHU TSHKECTH 10 OCHOBHOMY 3a00s1eBanut0. Du3ndeckoe pa3BUTHE KpailHe HU3KOE, TUCTapMO-
HuyHoe. Pebenok monmxkenHoro nutanus, [IDKK pazButa HeoCcTaTO4HO, Typrop MITKUX TKaHEH
CHIDKEH, MBIIIEYHBINA TOHYC CHUKEH. KoKHbIe TOKPOBBI aHEMHUUHbIE. [ MHTMBUT, MHOYECTBEHHBIN
Kapuec ¢ pazpylieHneM 3y0oB, poT He CaHUPOBaH. J[BUKeHUs BO BceX CycTaBax 0€3001€3HEHHBIE,
He orpaHuyeHsl. [ pyaHas kiieTka HenpaBUIbHOM (GopMbl, yiutomieHa. Co CTOPOHBI JbIXaTeIbHON U
CEepAECYHO-COCYIUCTON CUCTEM MaTOJIOTUHU HE BhIsBIEHO. JKMBOT HE B3/YT, MATKUH, 0e30071€3HEeH-
HBII BO Bcex oraenax. [leueHs He BHICTyHaeT u3-1oj kpas pédeproii gyru. Cene3éHka He MajbIu-
pyercs. Ctyn o 12 pa3 B 1eHb, )XKUAKUH, co cau3bio. O0macTe anyca — gucrtas. [lomoBbie oprans
c(hopMHpPOBaHbI MTPABWIIBHO 110 MY>KCKOMY THUITY, SIMUKH OITYIIEHbl B MOILIOHKY. MEHUHI€aIbHbIX
3HAKOB, 0YaroBOM HEBPOJIOTMYECKOM CUMITOMATHKU HET. O0JacTh NUTOBUIHON KEJIe3bl Maibla-
TOPHO ¥ BU3yaJIbHO HEe U3MeHeHa. CUMITOMOB AUC(YHKIMM HAATOYEUHUKOB HET.

[Ipu xKMHUKO-1a00paTOPHOM 0OCIIEI0BAaHUH Y peOeHKa OTMEUAIOTCS: aHeMUsl JIETKOM cTere-
HU, TUIIOTIPOTEMHEMUS, TUII0ATILOYMUHEMHUSL, TUTIOXOJIECTEPUHEMUS U TUTIOIIMKEMUS, HAapyIlIeHUE
Kanbuui-gochoproro oomMena, 00yciI0BICHHOE CHHAPOMOM MasbadcopOiun. B konporpamme —
crearopest 3 TUIa, BRIpakeHHast amuiiopest. [Ipu uccnenoBanum cenuduyecKkux aHTUTEN HaOIIro-
JaeTcs MOBbIIIEHHE YpoBHs ayToaHTuTen IgA u IgG Kk TkaHeBOW TpaHCIIIyTaMUHA3€ U IIHAIUHY.
BeicraBien auarnoz — uenuakus. HazHaueHa Tepanus: runoajiepreHHasi 0e3nioreHoBas 0e3-
MoJIouHas aueta, cMech Heoket Jxyrauop 300 mu/cyT, [luknocnopun A (pacTBop s mpruemMa
BHYTpb) 80 mr/cyT (0,4 ma*2 p/n B 10.00 u 22.00), MeTuinpeJHU30I0H 2 MI' yTPOM HOCTIE €JIbl,
Canodansk, [Ipumanodpmiyc, Buramun K, kansuemun, Bansuet. Ha ¢one npoBeneHHOro aedeHus
COCTOSIHME pebeHKa YIyUIIMIOCh, HOPMAJIH30BaJICS CTYJ, MALMEHT Hadall MpuOaBIsATh B BeCe U
pocre.
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Crporas moXu3HeHHasi OE3TTIOTEHOBAs AUETAa SIBISCTCS SAMHCTBEHHBIM dP(PEKTUBHBIM METO-
JOM JICUCHHUA LICJIMAKWU, HpOFHO3 KOTOpOI71 3aBUCUT OT CBOeBpeMCHHOCTI/I IIOCTAHOBKH AUArHo3a
¥ Havasa Tepanuu. Ha3HaueHne 0e3nIIOTeHOBOM AMETHI KAK MOKHO PaHBIIE OTpeeliseT O1aro-
MPUSITHBIN MPOTHO3 U YIIy4IlIAeT KaueCTBO JKU3HU JEeTel C JaHHBIM 3a001€eBaHUEM, PEAOTBpaIlas
pa3BUTHE AATBHEUIIINUX OCIOKHEHUH.

BPOXIAEHHBIN JE®ULIAT TIPOTEUHA S
B COYETAHUM C NOJJUMOP®U3MOM I'EHA
METUWJIEHTETPATUAPO®OJATPEJIYKTA3BI Y PEBEHKA
C BHENEYEHOYHOM MNOPTAJBHOW TMNEPTEH3UEN

Joopomox A.B., Pycaxosa B.A.
Hayunbutii pykosooumenv: ooyenm, k.m.H. Jlapuna JI.E.
Kadgheopa nponeoesmuxu oemcxux 6oneszueii I1@
@dI'b0Y BO PHUMY um H.H. Ilupozosa M3 P®D

[Ton TpomOodunueil MOHMMAIOT HACJEICTBEHHbIC (IIEPBUYHbBIC, TEHETUYECKHU JETEPMUHU-
pPOBaHHbBIE) WM NPUOOPETEHHBIE (BTOPUYHBIC) COCTOSHUS, XapaKTEPU3YIOIIUECsS MOBBILICHHOM
CKJIOHHOCTBIO K TpOMOOOOpa30BaHMIO B KPOBEHOCHBIX cocynax. JJisi manueHToB ¢ MepBUYHBIMU
TPOMOODHUIUAMHI XapaKTepHbl PEUUAUBUPYIONIHE TPOMOO3Bl C PAaHHUM BO3PACTHBIM HAUYaJIOM.
Bo3morkeH oTATomEHHbBIN CeMEWHBIN aHaMHE3 10 CePACYHO-COCYIUCTHIM 3a00JIEBAHUSIM.

[Iporenn S — xodakTop PU3HOIOTHIECKOTO aHTUKOATYIISIHTA TTpoTenHa C, MHTHOMPYIOIIETo
Ha QochomunuaHbx MeMOpaHax aeicTBue (aktopoB cBéprhiBanus Va u VIlla. B marorenese
TpomMboduum, odyciaosiaeHHoi nepunurom PS, nmossimaercs aktuBHocTh V U VIII daxropos,
crocoOcTBysl TpoMOoOOpa3zoBaHuio. 3a0ojeBaHUE HAClEAyeTcs M0 ayTOCOMHO-AOMHHAHTHOMY
tuny. M3BectHo Oonee 70 myrarnuit rena PROSI1, xompupyromero cunTe3 nporenHa S. Yacrora
reTepO3UroTHOIO HocuTeNnbeTBa fAedekra PS B momynsauun: 28-63 citydas Ha 1 MIH HaceneHus.

I'en MTHFR konupyeT BHYTPUKIIETOUHBIN ()EPMEHT, KOTOPBIN y4acTBYET B peaklMU MpeBpa-
menus 5,10-CH2-THF B L-5-MTHEF. ITocnenuaunii cnoco6¢TByeT nMpeodpa3oBaHUIO TOMOITMCTENHA
B MeTuoHMH. [Tpu nedpunmre MTIOP B kpoBHM HakarIMBaeTCsi TOMOIIMCTEHH, YTO CIIOCOOCTBYET
Pa3BUTHIO aTepockiepo3a u areporpom6bo3a. Ilomumopdusm yuacTka KoAUpYIOLIEH mocienoBa-
tenpHOCTH JIHK (C677T) rena MTHFR Bctpeuaercst y 40% nacenenusi. COBOKYITHOCTb TPOM-
0odumuu u dakropa TPOMOOTCHHOTO pUCKA MPOTHOCTHYECKH HanOoJiee HeOmaronpusTHa u3-3a
MOBBILIIEHHS] OTACHOCTU BOZHUKHOBEHUSI BEHO3HBIX TPOMOO030B 1 SMOOIHIA.

Knunnueckuii ciyyai.

[Mamment W.I'., 11 net, 02.2019r. noctynun B otaenenue remarosorud MJII'Kb Ha nimanoBoe
oOcrenoBaHe. AKTUBHBIX kKal00 HA MOMEHT OCMOTpa HE MPEIbSBISLIL

Anamnesis vitae: or 3 6epeMeHHOCTH (1-51 — MaJIBYMK, 310POB, 2-51 — BBIKU/IBII), TPOTEKAB-
L€ ¢ yrpo30H MpepsIBaHus U recto3oM B III TpumecTpe, BTOPBIX CPOYHBIX OIIEPATUBHBIX POIOB.
Macca npu poxaenun 2750 1, ymmHa — 52 cM. Ha nepBoM rogy *HW3HU pOC U pa3BUBAJICS MO
Bo3pacty. [lepenecénnnie 3a0oneBanust — Berpsinas ocra, OPBU.

Anamnesis morbi: 10.2009t. rocniuranmu3upoad B OPUT 1o Mecty xKuUTENbCTBA C )Kajgo0aMu
Ha PBOTY C KPOBBIO U MeJieHY. BriepBble TuarnoctTupoBaHa rnoprajibHas runepTeH3us. Brinonnena
omnepanus: 1eBacKyiaspu3auus xenyaka u cruienskromud. 11.2011r B PZIKD nanoxen me3entepu-
KO-KaBaJIbHBIN IIYHT. B mocneonepannoHHOM Nepro/ie BbIsiBIIeH ero TpoM603. 02.2012r. BriepBbIe
yCTaHOBJICHA TPOMOO( NS, M Ha3HAYEHO JieueHue BaphapuHom noa koHTposieM MHO.

01.2018r. ¢ xxaobamu Ha IepHOANUYECKYIO MeseHy rocnuTanu3uposad B JIKI'b um. H.U.Ou-
naroBa, ds: «BHeneu€HouHas mopraibHas runepreHsus. Bapuko3Hoe paciivpenue BeH NUIeBoa
4 crenienny. [1o maHHBIM Me3eHTepUKOTrpaduu: KaBepHO3HAs TpaHchopMalus V. portae (B BOpoTax
MeUYeHU KaBepHOMA OKPYTIIOi (hOpMBI), 3aTpyAHEHHE OTTOKA B MOPTAIBHYIO CUCTEMY, COPOC KPOBU
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B BEHBI JKeJy/lKka U nuuieBona. [Iposenena onepannsi — HajloKe€HUE Me30KaBaibHOro H-mryHra.
[TocneonepannoHHbIii epro: kanoosl Ha 6omu B obnactu LIBK, ycranosnenHoro B neByto Oe-
npennyto BeHy. Y3/II' cocynoB HIWKHEW KOHEYHOCTU: TPOMOO3 JICBOM HApYKHOH M 00IIel moj-
B3JIONTHOM BeH. B mpocBeTe mieohemMopanbHOTo coycThst TpoMO 4x7 MM 0e3 ¢uroTaruu.

02.2018r. marmmenT obparuics B rematosiorndeckoe otaenenne MJII'KD. Knuandeckuii ana-
nu3 kposu: nérkas anemus (RBC 3.94x10'%/n, HGB 106.0 /1), Tunoxpomus ++, peTHKYJIOIUTO3,
tpombormTo3 (530x10%1m), COD 45 mwm/4; KoarynorpamMma: yBeJIWYeHUE conepxanus J[-nume-
poB (499 ur/mi), AYTB u cumwxenue [ITU Ha GoHe aHTUKOATYASTHTHOM TEpanuy, yMEHbIICHUE
PS free (14.3%); aHanmu3 KpOBH HAa T€HETHYECKHUE TTOTUMOP(PU3MBI TeMOCTa3a: HOCUTEIBCTBO T'e-
tepozurotHoro noaumopgusma rena MTHFR. [Tonumopduszma G20210A B reHe nporpoMOuHa,
myTaruu ¢akropa V Jleiinena He BeisiBieHO. Y3/I[' BeH jeBo HM)KHEH KOHEYHOCTH: MPOCBET
oO011eil u HapyKHOM TMOJIB3/IOIIHBIX BEH CJeBa 3al0JHEH TPOMOOTHYECKUMHU MacCaMu, KPOBOTOK
He ompezensercs. Busyanusupyrorcs komnarepanu. Ha ¢oHe nmpoBeaéHHON aHTHKOAryIsIHTHOU
Tepanuu ObUI TOCTUTHYT 1IEJI€BOM YPOBEHb aHTH-Xa aKTHMBHOCTH, OTMEYalach peKaHaTu3allus
Tpomba. Beimucan B ctabunbHOM coctosiHum. Pexomennosano: nueta Nel mo [1eB3nepy, @parmun
190 EJI/kr x 2 p/n noakokHO umutensHo, @onueBast kuciaora 1 Mr X 3 p/1 BHYTpPb, 0CBOOOXKIEHUE
OT 3aHATUHN (QUBKYIBTYPOH.

05.2018r. — myanoBas rocnutanuzanua B MJIKI'b. Koarynorpamma: ayroanturesna npoTUB
dochonununos B BeicokoM TuTpe (2.40), MHO (1.63), camxenue PS free (25.3%). Y3U opranos
OpIOIIHOI MMOJIOCTHU: B MPOEKIIMU BOPOTHOM BEHbI KOHITIOMEpAT BEHO3HBIX COCY/I0B, BHIPAKEHHBIN
nepunopTanbHbIi Grudpo3. Y3/II' BeH J1eBoii HIYKHEH KOHEUHOCTH: IPOCBET 00IIeH MOAB3I0IIHON
BEHbI HE U3MEHEH, KPOBOTOK oIpeneiseTcs. B npoekuun HapyHOW MOJB3IOIIHON BEHbI BU3Y-
aIM3UPYIOTCS BEHO3HbIE Koyiarepaiu. [IpoBenena cmena tepanuu ¢ @parmuna Ha Bapdapun ¢
TUTPOBAHUEM JI03bI 10 1eJIeBbIX NMoka3areneit MHO.

06.2018r. mo pesynbratam obcnenoBanus B JII'Kb um. H.®.dunatoBa: Mme30kaBaIbHBIN

H-mrynT ¢pynkunonupyer. Pacipenue BeH nuieBoaa 3 CTENeHH.

02.2019r. nnanosast rocnutanuzauus B MIKI'b. @usnukanbHbli 0CMOTP: pacliupeHUE BEHO3-
HOTO PHCYHKa B TPYJHOHM U MOSICHUYHOH o0iacTsx. Koarynorpamma: 10CTUTHYTHI IIeJIEBbIE 3HAYE-
Hust MHO (2.71), koHLIEHTpa1ys FTOMOLIMCTENHA B HOPMATUBHBIX IIPE/IEIax.

VY3/I': Me3eHTepuKo-KaBaJbHbI aHACTOMO3 (DYHKIIMOHUPYET, COXPAHSIETCSI OKKIFO3MOHHBIH
TpoMOO03 JIEBOI Hapy>KHOM TOAB3IOIIHON BeHHI. Jleuenne: Bapdapun 5 mr x 1 p/n BHyTph; Donu-
eBasi KUCJI0Ta 5 MT X 2 p/ BHYTpb. BhIlcaH B y/10BIETBOPUTEIHHOM COCTOSIHHUH.

3aKJIIOYEHHE.

OTAroméHHBIN TeHeTUYECKUN aHAMHE3, @ UMEHHO BPOXKAEHHBIN NeUIIMT MpoTenHa S, mpe-
ISATCTBYET MHAKTUBAIMM Tpoakuenepuna, VIla ¢axropa cBEPTHIBaHUS M MOAABICHHUIO OOIIIE-
ro MyTH KOAryJsLIMOHHOTO T'eéMOCTa3a, co3AaBasl MPEANOChUIKM K Pa3BUTHUIO PELUIUBUPYIOLINX
TPOMOO030B. DTO HAXOAUT OTPAKEHNE B aHAMHECTHUECKUX JaHHBIX: TPOMO03

ME3EHTEPHKO-KaBaJIbHOIO IIYHTA B MOCIEONEPAI[IOHHOM MEPHUO/Ie, IEBOCTOPOHHUHN Hiieode-
MOpaJbHBIA TPOMOO3.

MsI npenmnonaraem, 4To nepBHYHAs TPOMOOGDUIMS Moryia ObITh STHOIOTUYECKUM (HaKTOPOM
XPOHUYECKOTO TPOMOO3a BOPOTHOM BEHBI C pa3BUTHEM MOPTAIBHON THNIEPTEH3UH U (POpPMUpPOBa-
HHEM KaBepHO3HOH TpaHchopmarmu v. portae. K cokaneHunto, HeNnoIHas KapTHHA HCTOPUH 00J1e3-
HU HE M03BOJISIET JOKA3aTh HaIlle yTBEPKICHHE.

K BbimenepeuncieHHbIM (akTopam, CHOCOOCTBYIOLUIMM HApYIICHHUIO PEOJIOTUU KPOBU JI0-
6asnsercs nmonmumopdusm C677T rena MTHFR, uTo B COBOKYITHOCTH CO3[a€T BHICOKYIO BEpO-
ATHOCTH Pa3BUTHS JKETYIOUYHO-KHUIIIEYHBIX KPOBOTEUCHHIA, TPOMOOIMOOTHMUECKIX OCIOKHEHUN U
aTepoTpoMO030B.

JlanHoe cocrosiHue TpeOyeT Kak MOXHO Oojee paHHEW IMarHOCTHKH, Hadaja JICYeHUs U
NpOQHUIAKTHKH, a TAKXKE TOBBIIICHHON HACTOPOXXEHHOCTH Bpada K MPOTPECCHPOBAHUIO U YTS-
KesneHuto 3aboneBanusi. HeoOxoaumbl HaOMIOACHUS TeIUaTpa, remMaroyiora, Xupypra; aHTHKoa-
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TYJISIHTHAs Tepanusi, MpuéM mpernaparoB (poinreBoit KUCIOThI; TPOTHBOIIOKA3aHbI JICKAPCTBEHHBIC
CpEeICTBa, yrHeTamue GYHKIIMA TPOMOOIIMTOB, BBI3BIBAIOIINE THIIOKOATYIISIINIO, 00JaIaroIIne
IPOTPOMOOTI€HHOMN aKTUBHOCTHI0; cobmtoieHne auetsl Nel mo [leB3Hepy, 10CTaTOYHOTO MUTHEBO-
ro peXnuMa, «Bap(HapruHOBOM TUETHI; MPO(PHIIAKTHKA TPaBMaTH3Ma, CaHAIIM XPOHUYECKUX OYa-
roB MH(EKIINH; KOHTPOJIb KOAryJorpaMMEbI ¢ oTlipeiejieHueM akTuBHOCTH PS free, anturpomOuna
III, anTu-Xa aktuBHOCTH, Y3JII" cOCyn0B OpIONIHOM MOJOCTH C LETBI0 OIIEHKU COCTOATEIILHOCTH
ME3E€HTEPUKO-KaBaJIbHOIO IIIYHTA U L[BETOBOE NYIUIEKCHOE CKaHUPOBAHUE COCYNOB HMKHUX KO-
HEYHOCTEH.

BPOKJEHHBIVM TMITEPUHCYJIEHU3M:
TPYITHOCTU AUATHOCTHUKHU U OITPEAEJIEHUA TAKTUKHA
BEAEHUA ITAIIMEHTA

Xomkuna /[.C., bpwizzanuna C.I0., Manenxosa B.A., Munéxuna M.10., Mokposa A.B.
Hayunwii pyxosooumens: K.m.H., ooyenm Jlapuna JI.E.
Kadgheopa nponedesmuru demckux donesueii I11D
@dI'b0Y BO PHUMY um H.H. Ilupozosa M3 P®D

JleBouKa OT BTOPOI OEpEMEHHOCTH, BTOPBIX CPOYHBIX ONIEPATUBHBIX POJIOB, MACCa IIPH POXKIC-
Huu 3750 1, nmuHa 51 oM, onleHka o mkane Anrap 8/8 6amwios. [Ipunokena k rpyau cpasy mocie
POXIEeHHMsI, ECTEeCTBEHHOE BCKapMIJIMBaHHME MPOAOIIKAIOCH 10 11 MecsieB, MPOAyKThl MpUKopMa
BBeJIeHBI B cpok. Jlo 13 mecsieB pocna v pa3BUBaiaCh COOTBETCTBEHHO BO3PACTY.

B Bo3pacte 13 MecsiieB Ha (hoHe mpope3bIBaHUS 3yOOB M CHUKECHHSI alllieTUTa BIEPBbHIC OT-
MEYEH KPaTKOBPEMEHHBIN CYNOPOKHBIM IPUCTYI C OCTAHOBKOM JIBIXaHMsI, KOTOPBIM KyIIMPOBAJICS
CaMOCTOATENBbHO. [TIIOKOMETpusl, IPOBEACHHAS TOCIEe KOPMIICHHS peOeHKa, MoKa3aia pe3yibTar
3,3 mmone/in. B xoxe anekrposnnedanorpadun oTKIOHEHUH BhIsIBICHO He Obuto. CocTosHUE
OBLIO PACIIEHEHO KaK TPaH3UTOPHAs TUIOITIMKEMUS, pEOCHOK BBIHCAH.

[To yrpam Mama Havana 3aMedarh 3a peOCHKOM HEKOTOPYIO BSUIOCTh M Kampu3HOCTh. [lpu
MOBTOPHBIX PYTUHHBIX HM3MEPEHUSX YPOBHS IVIIOKO3bl KPOBU BBISBICHA THIOMIHKEMHS 0
1,1 MMomb/11, pebeHoK ObLI rocnuTaln3upoBaH. B xone o6cieoBaHusi TOPMOHAIBHOTO CTaTyca
OTMEUYEHO YMEPEHHOE MOBbIIIEHHE KOHLIEHTpaluu C-enTuaa U MHCYJINHA KpoBH. JleBouka ena
KaXK/ple 3 yaca, IOMOJHUTEIbHO noaydana 40% [itoko3y per os.

3arono3peH BpOXKIACHHBIN TUnepuHCcyInHu3M. Ha ¢oHe Tepanuu AuUa30KCHIOM U OKTPEOTH-
JIOM OTMEYaJics KpaTKOBPEMEHHBIH HECTOMKHUI MPUPOCT INIMKEMUHN M CHH)KEHUE KOHLEHTpPALUU
WHCYJIMHA, OJHAKO MPOSABISUINCH Takue MmoOouHble YPPeKThl, KaKk CHIKEHUE anmneTHTa, YacThIl
PazKIKEHHBINA CTYIN, OTMEYANIOCh HapacTaHUE KETOHOBBIX TeJ MPHU HECTAOUIIBbHBIX MOKa3aTemsixX
IJTFOKO3bI KPOBH. BBeieHne ITIoKaroHa mojokKUTeIbHOro A QeKTa He OKa3bIBaJIO.

[Tpu ocmoTpe pebenka B Bo3pacTe 14 MecsIeB cO3HaHHE SICHOE, TOJIOKEHUE aKTHBHOE, (pr3n-
YECKOE U HEPBHO-TICUXMUECKOE Pa3BUTHE COOTBETCTBYET BO3pacTy. M3MeHeHuil co CTOPOHBI KOKU
U TOJKOKHO-)KMPOBOW KJIETYATKH, JTUM(PATUYECKUX Y3JI0B, KOCTHO-MBILIIEUYHOM, IbIXaTe€IbHOMU,
CEepPAEYHO-COCYIUCTOM, MUILIEBAPUTEITHHON, MOYEBBIICTUTEIbHOM, HEPBHOM CUCTEM HE BBISIBIIECHO,
paBHO KaK U HE ObLIO BBISBICHO KIMHUYECKUX MPU3HAKOB AUC(HYHKIIMU OPTaHOB YHIAOKPUHHOU
CUCTEMBI.

B OuoxumuueckoM aHaan3e KpOBE OTMEYANaCh TMIIOTIIMKEMUs], HE3HAUUTEIIbHAS THITIONIPOTEH-
Hemus. [1o JaHHBIM KJIMHUYECKOTO aHalln3a KPOBU M MCCIIEI0BAaHUS CHIBOPOTOUHBIX [TOKa3aTesIen
oOMeHa jkene3a JHarHoCTUpOBaHa jkene3oneduuTaas anemus 2 ct. [Ipu yinbsTpa3ByKOBOM HCCIe-
JIOBAaHUU OPTaHOB OPIOLTHON MOJOCTH U 3a0PIOIMHHOTO MPOCTPAHCTBA (POKAIBHBIX 00pa30BaHUN
MOJKEITY/IOUHOM KeJe3bl He BBISIBJICHO, YTO TOBOPUJIO B 1MOJIB3Y AU (dy3HOM (GOPMBI BPOKIEHHOTO
TUIEepUHCYTHHU3MA. Jlnarno3 ObUT MOATBEPK/IEH B X0J/1€ TeHETUYECKOTO UCCIIEIOBAHUA: Y peOeH-
Ka BBISIBJIICHA MyTanus B reHe rmokokuHassl (GCK).
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B auere orpaHuyeH mpueM JIETKOYCBOSIEMBIX YITIEBOIOB, OTMEHEH OKTPEOTH]I, KOTOPBIA MpHU
JUTUTEIIbHOM PUMEHEHUH TIOIABIISIET CHHTE3 KOHTPUHCYISIPHBIX TOPMOHOB, ITPUBOJIS K yTsKEIe-
HUIO TUnormukemMud. [Ipomomkena Tepanus 1ua3o0KCUIOM U THAPOXJIOPTHA3UIOM, HHPY3HUU pac-
TBOPOB IITIOKO3bI. COCTOSIHNE PeOCHKA OCTaBaIOCh HECTAOMIBLHBIM 32 CUET TUITOTIIMKEMHH, KETO-
Hemuu. [To3ke mprcoeaANHMIACH THITOXJIOPEMUS M METa0OIMYECKHH alKano3, KpaTKOBPEMEHHbIE
cyaoporu Ha ¢poHe HOPMOTIIMKEMUH. B Xoe KoppeKnuu Tepanuu (3aMeHbl TMa30KCH/1a Ha OKTpe-
OTHUJ1, TUAPOXJIOPTHA3HUA — HA alleTa30JaMU]]) OTMEYEHa HOPMAINU3alusl KUCIOTHO-IIEI0YHOTO
COCTOSIHUSI, OJTHAKO 3IU30/Ibl TUIIOTIMKEMHH OTMEUYAINCh O0Jiee 4acTo.

Kak mpaBuiio, manueHTsl ¢ akTUBUpyomuMu MyTtanusiMu B reae GCK 1atoT monokuTenbHbIi
OTBET HAa KOHCEPBATHUBHYIO TEPANHMIO TMNepUHCYTMHM3MA. OTHAKO JaHHOMY peOEHKY B CBSI3H C
HEYJOBJIETBOPUTEILHBIM KOHTPOJIEM INIMKEMHUHU Ha (DOHE KOHCEpBATUBHOW Teparuu ObLIa Mpou3-
BEJICHA JIAITapOCKONMYecKast CyOTOTambHas pe3eKIHs TO/DKEITyI09HOH Xkee3bl. B mocneonepany-
OHHOM NepHO/Ie MTPOBOAMIACH TOAIEPKUBaroNIast HH(Y3Hs pacTBOPOB IIIFOKO3bI M TEPAITHSI OKTpPe-
OTHU/IOM, KOTOpast BIIOCJIEACTBUH ObllIa OTMEHEHA. B Tepanuu nHCYTHHOM peOeHOK He HyXKJIaJcs.

Cryyvaii BpoXKICHHOTO THIIEPUHCYIMHNA3MA TPEICTABIAET HHTEPEC B CBS3U C PEIKOW BCTpeya-
emocTbio (1:30000-50000 »)UBBIX HOBOPOXKIEHHBIX ), HEOJHO3HAUHBIM OTBETOM Ha KOHCEPBATUB-
HYIO TEPAIio ¥ MPOTHO30M, BO MHOTOM OITPE/EIIIEMBbIM T€HETHUECKONH OCHOBOM JTaHHOTO COCTO-
STHUSL.

Myrtanuu B rere GpepmenTa nmokoknHassl (GCK) MOryT kKak mogaBisTh SKCIPECCHIO JaHHOTO
reHa, Tak 1 ycuiusath ee. Cynpeccupyronue mytanuu rena GCK sexar B 0CHOBE caxapHOro Ju-
abera MODY-2, B T0o BpeMs KaK aKTUBHPYIOILIME MyTallUU PUBOAT K Upe3MEPHON CTUMYJISIIUN
BBIPAOOTKH MHCYJIMHA KJIETKAMHU MOKEITYA0UHON KeNe3bl, YTO CTAJI0 MPUUNHON Pa3BUTHS TUIIE-
PUHCYJIMHU3MA y TJaHHOTO peOeHKa.

BpoxieHHBIH THIIEPUHCYITMHA3M MOXKET Pa3BUBATHCS B PAMKAX HACIICACTBEHHBIX CHHIIPOMOB,
qT0 TpeOoBaNo MX MCKIoueHHs. Tak, cuHapoM bekBurra—Buaemana nuarHocTupyercs mo xa-
paKkTepHOMY XaOWTYCy HPH POXICHHH, KOTOPBII OTCYTCTBOBAJ y JaHHOTO pedeHka. Takxke oT-
CYTCTBOBAJIM IPU3HAKHU 1IepeOpaibHOTO TUTAHTU3Ma, XapakTepHble i cuHapoma Coroca, heHo-
TUIHYECKUE NMpHU3HaKu cunapoMa KalOyku. B xone HEBpoIOruueckoro u o(praabMOIOrudecKoro
O0CMOTpa OBLT HCKITIOUEH CHHIPOM ATIHEpa (OTCYTCTBUE MPU3HAKOB HEUPOCEHCOPHON TYTOYXOCTH
Y IATMEHTHOTO PETHHUTA).

[IporHo3 nmereii, mepeHeCIINX ONMEPANUIO B CBS3H C BPOXKICHHBIM THTICPUHCYIUHH3MOM, BbI-
3BaHHbIM MyTanuedl B rene GCK, OmarompusTeH JMIIb B MEpBbIE TOAbI, KOTJa Y OOJIBIINHCTBA
NalMeHTOB HAOMIONACTCS COCTOSHIE SYIIIMKeMHU. B OoJee mo3qHue CpoKH ¢ BBICOKOH J0JICH Be-
POSITHOCTH Y TaKUX OOJIbHBIX Pa3BUBACTCS CaxapHbI AMA0ET M SK30KPHHHAS HEIOCTATOYHOCTb
HOKEITYA0UHOM Keme3bl. TeM He MeHee, PUCK HEKOHTPOJIMPYEMbIX U3MEHEHUH YPOBHS TIIFOKO3bI
KPOBU C TPAH3UTOPHBIMHU TEPHOIAMU KETOHEMHUH 0e3 omnepaiy y JaHHOTO peOeHKa ObUT Kpaii-
HE BBICOK, YTO HEeM30€KHO NPUBENIO OB, B MIEPBYIO OYepe/ib, K HAPYIICHUIO (PYHKITMOHUPOBAHUU
HEPBHOI CHCTEMBI, 3a/IePXKKE HEPBHO-TICUXUYECKOTO Pa3BUTHS, POPMUPOBAHHIO CTOHKUX HEBPO-
JOTUYECKUX OTKJIOHEHUH B OymyIIeMm.

OTPABJIEHUE ITAPAIIETAMOJIOM

Cac JI.C., I'ocmwxuna A./1., /looponpasoea E./I.
Hayunuwtit pyxosooumens: oouyenm, k.m.u. Jlapuna JI1.E.
Kadgheopa nponedesmuru demckux oonesueii I11D
@dI'b0OY BO PHUMY um H.H. Ilupozosa M3 P®

[Tapaneramon — IMIHMPOKO PacHpOCTPAHEHHBIM HEHAPKOTUYECKUN aHAJIBI€TUK W3 TPYIIIBI
aHmuoB. OH O1okupyeT nukiookcurenasy | u Il B kieTkax 1eHTpallbHON HEPBHOM CHUCTEMBI, a
UMEHHO B LIEHTpaX TEPMOPETYJIALUU U OO0JIM, OCYLIECTBIISAS aHTUIIMPOTHUECKOE U aHaJIbreTuye-
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ckoe neiicteue. O0nagaeT BHICOKOH aOCOPOIIMOHHON CITOCOOHOCTRIO U JOCTUTAET MAaKCUMaTbHOU
KOHIIEHTpAIMK B I1a3Me KpoBH uepe3 0,5-24 mocie npuema. Metaboim3upyercs B IEYeHU 10
TPEM OCHOBHBIM IYTSIM: KOHBIOTAIHS C TIIIOKYPOHHUIAMH, KOHBIOTAIHS C Cyab(paraMu U OKHCIIe-
HUE MUKPOCOMaJIbHBIMU (hepMEHTaMHU TeUeHu. Y JeTel paHHEeTo Bo3pacTa mpeodnamaer cyabda-
TUPOBaHUE; B pe3yJbTare OKUCICHUS 00pa3yloTCs TOKCHUECKHE MPOMEKYTOUYHbIE METaOOIUTHI,
JUTSL yTUITU3alUU KOTOPBIX HEOOXOAMMBI TITyTaTHOH, IUCTEHH U MEpKanTypoBas KucioTa. BeiBo-
JTUTCS] IOYKAMU B BHJIE€ KOHBIOTUPOBAHHBIX META0OJIUTOB, MEPUOJI MOIYBBIBEICHUSI COCTABIISIET
1-4 y. CuMITOMBI TIEPEIO3UPOBKU CBSA3AHBI C MOPAKECHUEM NEYCHH TOKCHMYECKUMH MeTaboH-
TaMU U Pa3BUTHEM OCTPOU NMEYEHOUYHO-KIETOYHON HEIOCTATOUHOCTU. PenKo mopakxeHue neueHu
pa3BUBAETCS. MOJIHUEHOCHO M COIIPOBOXKIAETCSI OCTPBIM MOBpEXkIeHNEM Nouek. OnacHOCTb nepe-
JIO3UPOBKH Iapaleramona cBs3aHa ¢ OOJBIIMM KOJIMYECTBOM TOPIOBBIX HAMMEHOBAHUN OJTHOTO
JIEHCTBYIOLIETO BEUIECTBA.

B nmpuemnoe otnenenne MJII'’Kb 6puramoit ckopoii momoIu A0cTaBieHa AeBouka M., 3 JerT.
W3 anamue3a n3BecTHo, uTo 10 1HEH Ha3ax OblT OTMEUeH AMH30 peOpUIbHOM IUXOpaIKH, 6e3 Ka-
TapaJIbHbIX SBICHUH, MPUHUMAaIa HypodeH u mananoia. OHOKPATHO 3aMETHUIIU TIOSBJICHHE MATCH
KpPOBH Ha PyKax I10CJI€ CHA, ICTOUHUK KPOBOTEUEHHUS POAUTEIN HE OOHapyXuiu. B nanpHeiimeM,
[I0CJI€ HECKOJIBKUX JAHEW HOpPMaJbHOW TEMIEPATYphl, COCTOSHUE JEBOUYKH YXYIIUIMIOCH: TOSBU-
JIUCH KallleJb, BJIOCTh, O/bIIIKa, (heOpribHas uxopaaka 10 39,5°C B reuenue Tpex aHei. Poau-
TEJM CaMOCTOATENBHO JaBalld MaHAA0M, HypodeH, napaneramon peKTaibHO, 0 PEKOMEHAANN
nearaTpa OAHOKPATHO JaH a3uTpoMulinH B 1o3e 140 mr. CymmapHO 3a 2 cyTok monyduia 6onee
5 r mapaneramona. B eHb, MpealiecTBYIOMUN TOCIUTATH3AINN, pEOCHOK MepecTal BCTaBaTh Ha
HOTH M3-32 BBIPAKCHHOM C1a00CTH 1 OfIbIIKY. bpuranga ckopoit MeAMIIMHCKOM MOMOIIHM Obljia BbI-
3BaHa B CBA3M C Pa3BUBILIMMCS MACCUBHBIM HOCOBBIM KpOBOTE€UEHHEM. 13 annieMrnonoruyeckoro
aHaMHe3a U3BECTHO, UTO B CEMbE B TEUEHHE MOCIIEIHUX IBYX HEeNIb 00JieN OTel, y MaTepu U TETU
B TE€UEHHUE MOCIEAHUX AHEH (peOpuiibHas TUXopaaka U KatapajbHble siBiieHus. JleBouka rocnura-
JU3UPOBAHA B OTJIEJICHUE PeaHUMAllM U UHTEHCUBHOW TEparuH.

[Tpu noctynnenun B OPUT cocrosinne pebeHka KpaiiHe TsSkKenoe, 1IeBOYKa B OIVTYLICHHH,
nonokeHue naccuBHoe. Temmneparypa tena 38°C. KoxHble MOKPOBBI OJIETHBIC, ¢ UKTEPUIHBIM
OTTEHKOM, TeMOpparuii HeT, "MpaMOpPHOCTb", BBIPAXXEHHBIH COCYIUCTBII PUCYHOK Ha CTOMaXx,
KHUCTSX U TTaX0BOU oOnacTu. Bumumele cinu3ucteie OieaHbIe, CKIephl MKTepUYHbl. ['HOMHOE OT-
nensiemMoe U3 mia3. Ha ciausucThix 000704YKax pOTOBOM MOJOCTH FeMopparudyeckue KOpOUKH,
KOHTaKTHasi KpoBOTOUMBOCTh. Taxukapaus B mokoe (HCC u nmynbe 1o 172/mun). ['panuisl cepa-
[[a HE PACHIMPEHBI, MATOJIOTHYECKHE IIyMbl HE BBICIYIIUBAIOTCS, TEMOAMHAMUKA CTaOUIIbHAS.
HocoBoe npixanue 3aTpyqHEHO, FeMOpparuyeckoe OTAENSIEMOE U3 HOCOBBIX XOA0B. Bripaxen-
Hasl OZBIIIKA CMEIIAHHOIO XapaKTepa C ydyacTUEM BCIIOMOIaTelbHON MYyCKyJaTypsl. J[pixaHue
KECTKOE, clieBa 0C1abIeHO U HE IPOBOAUTCS B HUKHHUE OTAEIIbI, IPOBOIHBIE XPUIIbI, CaTypalus
cHmkeHa. [leueHp BeicTynaeT u3-noj kpas pedepHoit a1yru Ha 4,5-5 cM, IUIOTHAs, Cele3eHKa He
najgbnupyeTcs. Moua mo xarerepy >keiTasi, KOHIEHTpUpoBaHHas. JlabopaTopHO: rUIOXpOMHAas
aHeMHsl BTOpOH creneHu, TpoMmOonuronenus, pepmentemus (AJIT B 1,5 pasza Bbiie HOpMBI U
ACT Oonee ueM B 15 pa3 Bblllle HOPMBI), TUNIEPOMITUPYOUHEMHUS, TIPEUMYIIIECTBEHHO 3a CUET
npsiMoit ¢pakuuu (B 56 pa3 BbIIIE HOPMBI), TIOBBIIIIEHUE YPOBHS MOYEBHUHBI (OouTH B 4 pasa
BBIIIIE HOPMBI).

B npueMHOM OT/IEIEHUH BBINOJIHEHA PEHTTEHOrPaMMa OpPraHOB TPYIHOM KJIETKU: CyOTOTab-
HO€ OJIHOPOAHOE 3aTEMHEHHE JIEBOT'O JIETOYHOT'O TOJIsl BBICOKOM MHTEHCUBHOCTH, IEPUOPOHXOBA-
CKyJIsipHas HHPUIbTpaLus ¢ 000ux cTopoH. C y4yeToM KIMHUKU U PEHTTEHOJOTHYECKUX JTaHHBIX
OBLT MOCTaBJIEH JWAarHo3 BHEOOJIHHUYHOM JBYCTOPOHHEH, cjeBa JECTPYKTUBHON MHEBMOHMHU,
JI€BOCTOPOHHUM ruaporopakc. Y3M opraHoB OproIIHOW MOJOCTU U 3a0PIOIIMHHOIO MPOCTPaH-
CTBa: YBEJIMYEHUE Pa3MEPOB MEUCHH, NapPEHXUMa OJHOPO/IHAsS, HAJl MOUYEBBIM My3bIpeM 110 13 mi
CBOOOIHOM JKUIKOCTH, Ta30HANIOIHEHNE KUIIEYHNKA MTOBBIIICHO, B JICBOU TIEBPAIIbHOM MOJIOCTH
ornpezenseTcss CBOOOHAs KUAKOCTh TOJILIUHON 10 16 MM, BO3yIIHOCTh JIETKOTO PE3KO CHUXKE-
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Ha. [loka3aHo npoBeaeHNE NPEHNPOBAHNUS JEBOU IJIEBPAIBLHON 1os1ocTH. Onepalys NpoBeicHa B
TOT K€ JICHB, B JIEBYIO IUIEBPAJIbHYIO MOJIOCTh YCTAHOBIICHA JIpeHAXKHAsl TPyOKa, HA KOHTPOJIBHOM
pEHTreHorpaMme yYpOBEHb KMJIKOCTH 10 25MM, OpraHbl CPEAOCTEHUS CMEILEHbI BpaBo. PebeHok
nepeseneH Ha VIBJI: ycranoBnena untyOannoHHasi TpyOKa, Ha3oractpaibHblid 30H1. HazHauena
MeCTHasi TeMOcCTaThuyecKas Teparnus (aMUHOKAIIPOHOBAs KUCIIOTa, TUOKCHH), aHTHOAKTepHalbHas
tepanus nepenumom 100 Mr/kr/cyT, 3uBokcom 30 MI/Kr/CyT, BHyTPUBEHHOE BBEACHHE aHTHUOTA
napaieraMmosia — arneTUaucTenH 10 MI/Kr 1Bax /bl B CYyTKU.

B nanpheiimem cocrosiHue peOeHKa B OTJICICHUH ¢ OTPUIIATEIbHON JMHAMUKON. YXy/aIanach
PEHTIreHOJIOTnYeCcKasi KapTUHA: HECMOTPsI Ha MIPOBOAMMYIO TE€PAIHI0 YPOBEHb KUIKOCTHU B JIEBOU
IUIEBPAJIbHON MOJOCTU MPOJOJIKaJl HapacTaTh, TaK K€ YBEJIMUYMBAjIach 30Ha U MHTEHCHBHOCTH
3aTeMHEeHUs B IpaBoM JjerkoM. [lo apeHaxy oraensiach JIU3UPOBAHHAS KPOBb B YMEPEHHOM KO-
audecTBe. TpUKIbl MOBTOPSIIMCH 3IU304bl HOCOBOTO KpoBoreueHus. llosBunace m HapacTana
MoYeyHasi HeJJOCTAaTOYHOCTh C OJIUTO-, a 3aT€M U C aHypuel, MoTpeOoBaBIIasi MPOBEICHUS HE-
CKOJIbKMX CEaHCOB 3aMECTUTENbHON Mo4yeyHoM Tepanuu. HecmoTpst Ha mpoBonuBiMecs UHDY-
3UM CBEKE3aMOPOKEHHOM IIJ1a3Mbl U TPOMOOKOHIIEHTpaTa, YPOBEHb IeMOIIIOONHA, SPUTPOLIUTOB
U TpoMOOIMTOB ocTaBajcs Hu3kuM. Passuics JIBC-cunapom. JIabopaTopHO COXpaHSIIHCh MHO-
TOKpPaTHO MOBBIUICHHbIE YPOBHU MEYEHOYHBIX TPAHCAMHUHA3, MPSIMOr0 OMIIMPYOHHA, MOYEBUHBI,
KpeaTMHHUHA; TUI0alb0yMUHEMUS, TUIIONPOTEUHEMUS, MeTaboInyecKuil anuno3. B moceBax kpo-
BU Ha T€MOKYJIBTYPY BBISIBIIEH pOCT MUKpOoOpraHu3MoB. [1o nanubiM Oxo-KI': MutpansHas u tpu-
KyCIUJadbHasl peryprutamnus 2 Cr.

Ha 9 cyTku B OTIe/IeHUH COCTOSIHUE peOeHKa Pe3Ko YXyAIINIOCh: BHOBb BO3HUKIO HOCOBOE
KpPOBOTEUEHHUE, MOSBIIIACH OTEYHOCTh TOJICHEH, CTOM, TIepeAHeH OPIONTHON CTEHKH, IO KETyT04-
HOMY 30H]y OTXOIHT 3aCTOMHOE OTesieMoe 3eseHoro neera. Cryna He Obu10. AHYpUS, TPOBOIH-
Jach 3aMeCTUTeNbHas oyeyHas Tepamnus. [Ilpoussenena Tpancgysus cBeXe3aMOPOKEHHOH TIa3-
MbI. Uepes HECKOIBbKO YacoB MOSIBIIIOCH FEMOPparndeckoe oTaensieMoe u3 mas, A/l ¢ TenaeHunei
K TUTIOTOHUH, HECMOTPS Ha MHPY3UIO0 JoTaMUHA 5 MKI/KI/MUH. YkecToueHbl nmapametpbl MBI,
yCUJIeHa Ba3oIpeccopHas Mojiepkka BeeaeHreM aapeHanuna 0,1 mxr/kr/mus. Yepes 4 yaca —
nazenue carypanuu 10 50%, coxpansercs TeHAeHIMs K Opaaukapauu. BHOBb yecToueHbI napa-
MeTpel UBJI, ynBoeHs! 1036l AONIaMUHA U agpeHaIMHA. HecMoTpsl Ha MpOBOAUMBIE MEPOIIPUATHS,
yepe3 2 yaca carypaius cHu3miach 10 20%, Opaaukapaus 1o 30/mMuH. Hagatel peaHuManmoOHHBIC
MEpPONpUSTHSL: HeNpsiMoi Maccax cepaua, UBJI B sxxectkom pexume, 0,3 mu aapenanuna 0,1%,
0,3 ma arpornuna 0,1%. Yepe3 9 muHyT nonoxurtenbHbil 3G ¢dekt, putM BoccTaHoBuics, YCC
126/muH, carypauus 60%. YBenuueHa no3a nH(y3uoHHOTO afpeHanuHa A0 0,5 MKI/Kr/MUH, 10-
6aBineH HopaapeHanuH B go3e 0,2 Mxr/kr/mMuH. OHako, uepes 3 yaca y JeBOUKH IMPOU30IILIa OCTa-
HOBKa CEpJIEUHON JesITeTIbHOCTH. PeaHuMalnoHHbIe MEPONIPUSATHS B TIOJTHOM 00beMe (HempsiMon
Maccax cepaua, VMIBJI, natukpatHas MHbEKIMS aApeHannHa, UH(y3us OukapOoHaTa HaTpusi) B
tedeHre 30 MUHYT 3pdeKTa HE UMEIH.

Ha 9 cytku B otnenenuu B 23:40 koHCTaTUpOBaHA OMOJIOTUYECKAS CMEPTh. 3aKIIOUUTETHHBIN
JMArHo3: TOKCHUYECKOE MOPaKEHUE TEUEHU, MPOTEKAIOIIEe M0 TUIy OCTPOro remaruta, JeKap-
CTBEHHO MHJYIIMPOBAHHOTO (TIaparieramon). BHeOGonpbHIYHAS TBYCTOPOHHSIS, ClieBa ECTPYKTHB-
Has MTHEBMOHUs. JIeBOCTOpOHHMI reMoTopakc, ruaporopakc. Cencuc. CHHAPOM MOJIMOPraHHON
HEI0CTaTOYHOCTU: CEPAEUHO-COCYINCTasl HEAOCTAaTOYHOCTh, JbIXaTellbHasg HEA0CTaTOYHOCTh
III crenenn, ocTpas MEYEHOYHO-KIETOUYHASI HEAOCTATOYHOCTh, OCTPOE MOYEUHOE MOBPEXKICHUE,
JABC, TpombouunTonenus, anemusi. OTeK BELECTBA TOJJOBHOTO MO3Ta.

VY pebeHka ¢ TSKeNbIM Te4eHHEeM BHEOOTbHUYHOM MTHEBMOHUU TOKCHYECKOE TIOpakeHUE 1ede-
HU Pa3BWJIOCH B PE3yJIbTaTe NEPEI03UPOBKHA aHTUITUPOTHUECKUM MIPENapaToM.

Bpauam 100010 3B€Ha 37paBOOXPAHEHUS HYKHO 0OpallaTh BHUMAaHNUE POAUTENIEH Ha HATTMUUe
Pa3IMYHBIX TOPTOBBIX HA3BaHUI OJJHOTO JICMCTBYIOLIETO BEIECTBA, HEOOXOOAUMOCTh IpHEMa Jie-
KapCTBEHHBIX MPEMAapaToB CTPOTO 110 MHCTPYKIIUU CO CTPOTUM COOJTIOIEHUEM HHTEPBAJIOB IPHEMa
Y MaKCHUMAaJIbHBIX CYTOYHBIX J103UPOBOK.

17



IX MasyprsECKue QrTenmE

Wt »
o r Ty

KJIMHUYECKHWUM CJIYUYA CEMEHHOMN CPEJAU3EMHOMOPCKOM
JMUXOPAJIKU Y PEBEHKA 7 JIET

Haiixo T.B.
Hayunbwtii pykosooumeinwv: K.m.H., 0ouenm Jlapuna JLE.

Kadgheopa nponedesmuru oemckux oonesneii 1D
dI'bOY BO PHUMY um H.H. Ilupozosa M3 PD

Brnepsbie ciydail cemMeiHON cpeau3eMHOMOPCKOM JIMXOpaaku onucaH B 1948 1. amepukan-
CKMM BpadoM PaliMaHHOM, KOTOPBIH M3-3a IOBTOPSIOIIMXCS TSKENBIX IIPUCTYIIOB IPUCBOUI €i
Ha3BaHUE «Iepuoauueckas O0ose3Hb». JlaHHas MaToNOrUs BXOJUT B CIHMCOK Op(aHHbIX 3a0o0ie-
BaHuil. Yacrora BcTpeuaemoctu konebnercs ot 1:1000 go 1:100000 B 3aBHCHUMOCTH OT HaIMO-
HasibHOCTU. Hanbosee nonsepkeHbl Hapo/ibl, MPOKHUBAIOLIUE B 30HE CPEIN3EMHOMOPCKOro Oac-
ceilHa — apMsiHe, eBper — cedapipl, TYpKH, ceBepHble adpukaHibl, apaObl. JleQeKkTHbIH reH,
CBOWCTBEHHBIH naHHOMY 3a00neBanuto (MEFV), nokann3oBaH Ha KOpOTKOM 1uiede 16 XpoMOCOMBI
(16 p. 13.3) u Hacieayercs MO ayTOCOMHO — PELIECCUBHOMY THITy HacieaoBaHus. OCHOBHBIMU
IPOSIBICHUSIMUA JAHHOTO 3200JIEBaHUS SBJISIOTCS MOBBIIICHUE TEMIIEPATypPhl 10 TEKTUYECKHUX 3Ha-
YEHU, COMPOBOXKIAIOIIEECS CUMITOMAaMU IEPUTOHUTA; TIEBPUT — B 30% ciayyaes; apTpuT — B
25% cnyuaes.

Onucanne manuenTta: Maasauk A., 7 met 6 mec., 03.11.2018 nHaxoawmics B MHGEKITMOHHOM
OTAEJCHUHU Il XMPYPrU4ecKUX OOJIbHBIX C jKajo0aMM Ha IOBBIIIEHHE TeMneparypsl 10 39,9—
40,3°C, BAJIOCTB, KEJNTYIIHOCTh KOXKHBIX TIOKPOBOB, MOUa TEMHO-KPACHOTO 1BETa. B 3T0T ke 1eHb
nepeBeieH B OT/IeJieHue peaHumanuu, rae Haxonumcs ¢ 03.11.2018 mo 06.11.2018. B cBs3u ¢ no-
JIOKUTEIBHOM TMHAMHKOM MepeBeIeH B MHPEKIIMOHHOE OTICNICHHE TSI XUPYPTHIECKUX OOTBHBIX.

N3 anamuesa 3a6oneBanus: 18.10.2018 nosiBuioch 3aTpyJHEHHE HOCOBOTO JbIXaHUS, JIUXO-
palnka B TeueHue Tpex cyTok. 28.10.2018 — »3mm3071 MOBTOPHOTO MOBBIMICHUSI TEMIEPATYPhI 10
39-40° C, He3HAYUTENBHO KymUPyeMOro aHTUnupeTukamu. C TpeThero THs OOJE3HM TOydall
ayrMmeHTuH 400 mr 2 pa3a B cytku. 01.11.2018 mare ormernna noremuHenue moun. C 02.11.2018
HaOMIOAATUCh UKTEPUYHOCTD KOXH, AByKpaTHas poTa. 03.11.2018 B cBs3u ¢ xanobamu Ha 1o-
TEMHEHHE MOYH U )KETYIIHOCTb KOXKH, PeOCHOK OB JOCTaBJIEH B MH()PEKIIMOHHOE OTACTICHHUE JIIS
XUpyprudeckux 00abHbIX MOpPO30BCKOM AETCKON KIMHUYECKON OONBHUIIBI C JUArHO30M OCTPBIN
TyOyJIOMHTEPCTUIHAJIbHBIN HEPPUT, OCTPOE NMOUEUHOE MOBPEXKICHHUE.

B 6noxumudeckoM aHaIM3e KpOBH BBISIBIICHO YBeIn4ueHue 001ero ounnpyouHa (128 MkMoins/m)
3a cueT ¢pakuum Hempsmoro OmnupyomHa (99,2 Mk/Mob), MOBBIIIEHHBIH YPOBEHb MPSIMO-
ro ounupyOuna (28,8 MxkMonb/i), moueBuHb! (11,5 MMosnb/), BBICOKMI YpOBEHb KpeaTHHHHA
(102 mxMons/m), yBenuuenue acnapraraMuHoTpacgepassl (202 En/n), 3HaunTenbHoe yBennde-
Hue nakrataeruaporenassl (1159 En/m). B knuaMueckoM aHanm3e KpOBU HAOTIOMATOCH YCKOpPE-
aue COD — 170 mm/uac, anemust cpenueit crenenn tsoxectd (RBC 2,79* 1012 /n, HGb 79 r/n),
tpoMOorronenus (94*10° /m). /lanHble 1a00paTOPHBIX UCCIIEIOBAHUI BBISBISIOT HAIMYHE TEMO-
JUTUYECKON aHEMUU HEYTOYHEHHOI'O T€HE3a TSHKEJIOW CTENIEHU TEUEHHUS.

[Ipu ynsTpa3ByKOBOM HMCCIIEJOBAHUH BBISBICHBI MUEI0IKTA3MUs JIEBOH mouku, Auddy3Hoe n3-
MEHEHHE JIOXaHKHU JIEBOI MOYKH, yMEHbIIIEHUE pa3MepoB 00enx novyek. B knnHuueckoM aHanusze
Mouun Habmomanuch npoteunypust (0,3 r/m), makporemarypust (200,0 ki1/MKIT), BRIpaxkeHHas1 Oak-
tepuypusi. JlaboparopHas U MHCTpyMEHTaJbHAs AMArHOCTHKA MOATBEPANIIA HAIWYNE BbIPa)KEH-
HOTO ITOYEYHOTO MOBPEKICHMSL.

Koncynbranus remarosnora: TpeOyeTcss HCKIIOYEHHE TPOMOOTHUECKOW MHMKpPOAHTHONATUU
(TMA). PexomennoBana Tepanusi cBexe3amoporkeHHOH mazmoii (C3IT) 10 mu/kr B/B 2 pasa B
JIeHb, renapuHoM. [IpoBeneHa KOMIIEKCHAs Tepamusi: remapuHOM, MEpeIMBaHuE CBEXKE3aMOpO-
skenHo# 1Tutazmel A(I) Rh-, mpenaparom «Omes », e TpruakcoHOM, SpUTPOITUTAPHON B3BECHIO
A(II) Rh-, undy3ueii rIroK030-COIEBBIX pAaCTBOPOB.
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07.11.2018 peGeHOK BBIMHCAH B TSHKETIOM COCTOSIHUU B CBSI3M C OTKA30M POAMTENCH OT JIajib-
Heimero neyenus. [loBropuas rocnuranuzanus 07.11.2018. Haxoauics B nH(EKIMOHHOM OTE-
nenuu o 14.11.2018. OOmiee coctosiHue Tskenoe. XKaaoObl IpH MOCTYIIEHUH HA MOBBIIIEHNE
temneparypsl 10 39,9—40,3° C, BAIOCTD, KEATYIIHOCTh KOXKH, MOYa TEMHO — KPAacHOT'O I1IBETA.
N3 cemeitHOTO aHaMHE3a y1aJI0Ch YCTAHOBUTh CEMEHHYIO OTATOIIEHHOCTD IO IEPUONIECKOM 00-
JIE3HU CO CTOPOHBI MaTepy — OONBHBI JIETH POAHOI CECTpPhI U A MaTtepu. BoIsBIeHO Hamn4une
reprecBupycHoi uHdekuuu (Bupyc repneca IV tuna) — EBV Ig G 36Ex/n npu ummynHodep-
MEHTHOM aHaju3e. PeHTreHomornueckas IMarHoCcTUKa yCTaHOBWIIA HAJTMUKE MEPUOPOHXOBACKY-
JSPHBIX U3MeHEeHUH. DyHKINS ToYeK 0e3 MOIKUTETFHON JUHAMHKH.

VY4uuTeIBast cTaOMIBHBIE TOKA3aTEIN TPOMOOIIUTOB, MOYEBHHBI, KPEaTHHUHA, B HACTOSIIIUI MO-
MEHT UMEET MECTO BTOPUUYHOE NopakeHue rnouek. [[poBeieHa KoMIieKcHas Tepanusi: CTOlI OCHOB-
HOTO BapuaHTa AueThl 7—18, nedTpuakcoH, allMKIOBUp, renapuH, HHPY3Hs TIIOKO30 — COJIEBBIX
pactBopoB. Ha ¢oHe monoxuTenpbHOM TuHAMUKH peOeHOK BhimucaH 14.11.2018 ¢ pexomenanmsi-
MU — HaOJIoIeHUe neiuarpa u Hepposora o MecTy KHUTEIbCTBA, KOHTPOJIb TIOKa3aTeneil KpoBH,
orpaHudeHue GU3NUEcKoi Harpy3ku Ha 3 mecsna, nueta Ne 5. HaznaueHa MeMKaMeHTO3Has Te-
panust: anukinoBup o 200 mr 4 pasza B cytku a0 17.11.2018 BxirouuTenbHo.

22.11.2018 nposeneno uccienosanue JJHK ¢ nenpro noucka Myrannuid, perucTpUpyEeMbIX IIPH
«mnepuoandeckon 6one3nn». B pesynsrare cekBeHupoBanus Bcero 10 sx3ona reHa MEFV, o6na-
pyxeH naroreHHblid BapuaHT ¢.2080A>G (p. Met694Val; p. M694V) B TOMO3UTOTHOM COCTOSTHHH.

Jlnarno3 «mepuoanueckasi 00JIe3Hb» MOJEKYIIPHO-TEHETHUECKIMH METOJJaMU TIOATBEPK/ICH.

3aKJIIOYEHHE: ONKMCAHUE JAHHOIO MAalMEHTa MO3BOJSET CIEIaTh BBIBOJ O HAJIWYMH BO3MOXK-
HOM TPYyJHOCTH KIMHUYECKOM AMATHOCTUKYU JaHHOU NMaTtojaorui. OCHOBHBIMU IUarHOCTUYECKUMU
KPUTEPHUSIMHU SIBIISTIOTCS IEPUOMYECKN BO3HUKAIOMIMN PA3IUTON MIEPUTOHUT W/WIIH TUICBPHUT, JIH-
XOpaJiKka, COIMyTCTBYOLIas 00JIM, TepaneBTHUECKHM () (HEKT KOTXUIINHA.

GPAPMAKOPE3SUCTEHTHAMA SQITMJIEIICUA Y PEBEHKA 2,5 JIET
C AEOUIIUTOM MUTOXOHAPUAJIIBHOI'O KOMIUVIEKCA 1 12-T'O
AAEPHOI'O THUITA

Typuuney A.M., @eooposa A.HU.
Hayunbutii pyxoeooumens: 0.m.H., npogheccop Xonun A.A.
dI'bOY BO PHUMY um H.H. Ilupozosa M3 PD

Benenue: geuut MuToXoHApUATbHOTO KoMmIutiekea I, ssmepusbiii Tun 12 (OMIM 301020) —
3TO HACJEJCTBEHHOE 3a00J€BaHUE M3 TPYIIBI MUTOXOHIPHAIBHBIX 0O0Je3HEH, KOTOPOe CBSI3aHO
¢ mytanueit rena NDUFAL1, pacnionoxenHoro Ha jyinHHOM 1uiede X-xpomocombl. ['en NDUFAT1
xkoaupyer cyorenununy Al depmenra HAJIH-yOUXUHOH OKCHIOpEAYKTa3bl, KOTOPYIO TaKXKe
Ha3bIBaIOT MUTOXOHAPUATBHBIM KOMIUIEKCOM | — MepBbIM MYJIbTHOEIKOBBIM KOMIUIEKCOM [IbI-
XaTeabHON LIeNH TepeHoca AMEeKTPOHOB. TuM HacienoBaHUS — CIETNIEHHOE ¢ X-XpPOMOCOMOM
perieccuBHOe. 3a0oseBaHNe MPOSBISIETCS 3aI€PKKOM MCUXUUYECKOTO M MOTOPHOTO Pa3BUTHS, a
TAKKE MUIENTUYECKUMU IIPUCTYIIAMHU.

AKTyalnbHOCTbh TEMBI CBSI3aHA C TEM, YTO B HACTOsAIIEE BpeMs, Oiarogapsi COBPEMEHHBIM Me-
TOAAM MOJICKYJISIPHO-TEHETHYECKON JHAarHOCTUKY, Y JIeTel ¢ (papMaKkope3nCTeHTHRIMU (hopMamu
SMWJIETICHUU BCE Yallle yaaeTcsi 00HapYKUTh T€HETUUECKYIO TaTOJIOTHI0, HEPEAKO — UMEHHO MyTa-
IIUHU B 'eHaX, CBSA3aHHBIX C paboToi MUTOXOHApUH. ba3za JaHHBIX O MAaTOTE€HHBIX MyTAIMAX B ATHX
TeHax MOCTOSHHO TMOMOJHSAETCS, C 3aBUHON YaCTOTOW OOHAPYKUBAIOTCS paHEee HE OMUCAHHbBIC
MaTOr€HHbIE MYTaLIUH.

Knunnueckuit ciyvait: mauuent A., 2,5 net, poausiuiics 07.06.2016 ot nepBoii 0CIIOKHEH-
HOU (Ha 6-0if Hezene — ynaJeHue MaTOYHOU TPyObl, BTOPOU IO — TPyOHasi OEpeMEHHOCTD;
yrpo3a npepbiBaHusl OEpEeMEHHOCTH BIEPBbIE BO3HMKIA Ha 14-0i Henene recraluy, B JajJbHE-
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ieM — TMEPUOANYECKH B TEUEHHE BCETO CPOKa) OEPEeMEHHOCTH, TIEPBBIX €CTECTBEHHBIX POIOB
Ha 41-oii Hexene, BOJBI CBETIbIE, oLeHKa mo Anrap — 9/10 6. B Teuenue nmepBoro roga >xu3Hu
HaOJIOAJICST HEBPOJIOTOM 110 TTOBOAY AU(B(Y3HON MBIIEYHONW TUIIOTOHHUH, 33JIEPKKH MOTOPHOTO
pasButus. [IpoBeneH Kypc JiedeHUs KOPTEKCUHOM U 3HIIehaboa0oM, MaccaxxaMu U IeKTpodope-
30M C HUKOTHHOBOI KHCJIOTOHN C HOJOKUTEILHON MUHAMUKONA B BUE CTAOMIIM3AI[MU MBIIIEYHO-
TO TOHYCY M yTy4IlIEHHUs IBUTaTeIbHBIX HABBIKOB. /[e010T mpucTymnoB B Bo3pacTe 7 mecsies. Bo
BpeMsi JHEBHOTO CHA IOCJIe BHE3AMTHOTO MPOOYKIEHUsI BOSHUKIIA MEJIKasi IPOKb, peOEHOK ObLT B
co3HaHuu, ucmyrad. [lociie MOBTOPHOTO MpUCTyIa HA CIEAYIOIUNA JE€Hb FOCIUTAIU3UPOBAH 110
MECTY KHUTEIbCTBA, OblJIa HA3HAYCHA TEpaIvsl BaJIbIIpoaTaMu (KOHBYIIEKC S0 Mr * 3 pasa B CyTKH).
Ha ¢one Tepanuu oTMedanoch yJuIMHeHHE PUCTYTOB. Jl03a KOHBYyJIekca yBenmdeHa 10 150 mr *
3 pa3a B cyTKH, yepe3 Mecsll 100aBlieH okckapOa3enuH B cuporne (Tpuwientan 1,5 mi * 2 paza B
CYTKH).

Heonnokparno o6cnenoBan B ®I'bY PIKB ITHO-2. Tlpu 3TOM B X01€¢ TWHAMHYECKUX BH-
neo-231" MOHUTOPUHTOB HE ObUTO 3a(UKCUPOBAHO AMIICITU(HOPMHON aKTUBHOCTH, a TAKXKE 10
X0y 3amucH He (PUKCUPOBAIHCH SMUICNITUYSCKUE PUCTYTIBI, YTO CTABUIJIO IO COMHEHHE DITH-
JENTUYECKYIO NMPUPOAY yKazaHHbIX mapokcusmoB. Ha MPT ronoBhoro mosra ot 22.09.2017 r.
0OHApy’KEHBI 30HBI MO3aUYHON CYOKOPTHUKAJILHON TMITOMHUEIMHU3ANNA B BUCOYHBIX U JJOOHO-TE-
MEHHBIX 00JIACTSIX C 30HAMH HEOUEBUTHOW JUCTUPHH.

Hacrosmas rocnuranuzanus B [IHO-2 ®I'BY PIKbB ¢ 26.01.2019 1. mo 11.02.2019 r ¢ nienbio
YTOYHEHHS AUarHo3a U Koppekuuu tepanuu. JKamoObl Ha MPUCTYIIBI B BUAE PE3KOTO MPoOyKe-
HUS1, MEJIKOM IPOKHU 110 TeNy, JUIMTEIbHOCTBIO 10 1 MUHYTBI, B CO3HAHUHU, APUTMUYHOE JIbIXaHHE,
YCTaHOBKA B30pa BIIepel, KUCTeBble aBToMaru3Mbl. Yacrora 2-4 npucrtyna B cyTku. Ha MmomeHT
rocruTagu3anuu pedeHok morydan tpuwienrtan 240 mr * 2 paza B cytku, perundyt 0,15-1,5 Tad.
B cyTkH. 27.01.2019 npucTynsl y4acTHINCh, CTAJIA IPUOOpPETaTh CEpUNHBIN XapaKTep, B TEUEHUE
CYTOK 4 pa3a BBE/ICH pesaHuyM 0e3 3 eKTa, YTO TaK¥Ke CTABHIIO 110JI COMHEHHUE UX DI THYE-
CKYIO IIPUPOY.

Ha nunamuueckom MPT uccienoBaHuu COXpaHsIOTCS 30HBI MO3aUYHON CyOKOPTHKAIBHOM T'H-
MOMUETTMHHU3AIUH B MOJIF0CAX BUCOUHBIX oJieit D>S 1 I00HO-TEeMEHHBIX 00NacTsIX, CyTbKaIUs B
BEPXHEJIOOHBIX peruoHax 0oliee BhIpaXeHa, 30Ha TICPUBEHTPHUKYISIPHOM JIEHKOTIATHUH B JIOOHBIX U
TEMEHHBIX PETHOHAX.

B xone Buneo-231 -mounTopunra 6oapctoBanust oT 31.01.2019 r oOHapykuBaeTcsi COXpaH-
HOCTbh OCHOBHOTO puUTMa (aib(a-npeaiiecTBeHHHUK), 2 CECHCOMOTOPHBIM PUTM C YepTaMH J€30p-
raHu3anuu U Au3putMun. OyHKIIMOHATBEHO-OpraHNYeCKUEe U3MEHEHHUs 0.3.a. C aKIIEHTOM B JIO0-
HO-LIEHTPAJIbHO-BUCOYHBIX D>S oTaenax momymrapuii 1 B mpaBoi 3aThIIOYHON 001acTH B BHIE
AKIIEHTYyallMd MEJUICHHBIX HU3KOYACTOTHBIX TeTa- U Jaenbra-hopM. Ha MHTEpUKTATBHBIX (MEX-
MPHUCTYITHBIX ) ATI0XaX 3aIMCH BO3HUKAIN HU3KOAMIUTHTYHBIC PETHOHATBHBIC MHICNTH(POPMHBIC
MUK-BOJTHOBBIE KOMIUIEKCHI B MPaBOM JIOOHO-IIEHTPAIbHOM 00siacTH, HU3KOTO MHAeKca. [lo xomy
3anmucH 3aUKCUPOBAHBI 6 (POKATBLHBIX AMHWICTTHYECKUX MMPUCTYTIOB O TUITY apdEeKTUBHO-THUTIEP-
MOTOPHBIX C MOTOPHBIMH aBTOMATHU3MaMH U MPUCOECAUHEHUEM MUOKIIOHO-KJIOHUH, TIPU 3TOM BO3-
MOYKEH TaJUTIOLMHATOPHBIN U anruyeckuii (00eBoi) KOMIIOHEHTHI MPUCTYIIOB. bbi MoKka3aH mu-
JENTUYECKHUIA XapaKTep MPUCTYIIOB, KOTOPHIE HMENH TPaBOMOTYIIAPHBIN TOOHO-BUCOYHOM TE€HE3.

B renernueckom aHainse (CEKBEHHMpPOBAHUE 3K30Ma) oOHapyxeHa myrauus reHa NDUFAI,
JIOKAJIU30BAaHHOTO B XpOMOCOME X B F€MHU3UTOTHOM COCTOSIHMH. Y MaTepH MaJlbihKa BBISIBICHA
aHaJIOrMyHas MyTanus (CyOKIMHUYECKOE HOCUTENIBCTBO).

bein ycranosnen nuarno3: dokanbHas JIOOHO-BUCOYHAs dnuiencus. [eneTndyeckoe 3aboie-
BaHUE U3 TPYNIBI MUTOXOHIPHANIbHBIX 0oJie3Hel oOMeHa — Ae(HUIIUT MUTOXOHIPUATLHOTO KOM-
wiekca I, tun 12, snepusiit X-cuemnennsiii (OMIM#301020). Hapymienrne ncuXoMOTOPHOTO pas-
BUTHUSL.

3aKIIIOueHHe: COBPEMEHHBIE METO/Abl MOJEKYJISIPHO-TEHETUYECKOM JTUAarHOCTHKH, B OC-
HOBHOM — TIOJTHODK30MHOE€ CEKBEHHMPOBAHHUE, IMO3BOJSIOT OOHAPY>KMBATh HOBBIC MATOTCHHBIC
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MYTallMd ¥ TOMOJHATh MEXKIyHAPOJIHYIO 0a3y JaHHBIX O reHaX 4YeloBeKa M TeHETUYECKUX 3a-
6oneBanmsix OMIM, 4TO crOCOOCTBYET BKJIIOUYECHHIO HOBBIX T€HOB B TUArHOCTUYECKHUE MAaHENIN
HACJIEICTBEHHBIX 3a00JI€BaHu. YCTAaHOBIEHUE TEHETHYECKON DTHOIOTHMH 3a00€BaHUI TT03BOJIS-
€T MMPOBOIUTH TEHETUUECKOE KOHCYJITUPOBAHHUE C MPOPUIAKTUKOMN MOJOOHBIX CIy4yaeB B CEMbE, a
npu psiae 3a00aeBaHni pa3paboTaHbl MATOTCHETHYECKUE 3aMECTUTEIbHBIC METOJUKH TEPAITHH 1
nuddepeHIpoBaHHbIN 000D HEBPOJIOTHUECKUX MPEIapaToB.

TPOMBOSMBOJINS JETOYHOM APTEPUH Y PEBEHKA
C OBEHUWJIBHBIM APTPUTOM

Tocmioxuna A./1., /looponupasosa E./I., Cac /I.C.
Hayunwtii pykosooumenv: ooyenm, k.m.H. Jlapuna JI.E.
Kadgheopa nponedoesmuru oemckux oonesueii [1D
dI'b0OY BO PHUMY um H.H. Ilupozosa M3 PD

OBenunbHbI apTput (FOA) — XpoHHUYECKOe BOCIATUTEIbHOE 3a00JI€eBaHIE CYyCTAaBOB HEY-
CTaHOBJIEHHOW 3TUOJIOTHH, IJTUTEIBHOCTBIO OoJiee 6 He/lelb, pa3BUBAIOLIEECs Y IETEH B BO3pacTe
He crapiie 16 sieT. 1o 0JHO U3 HauboJIee YaCcThIX U CAMbIX MHBAIMIN3UPYIOIINUX PEBMAaTHYECKUX
3aboneBanuil y neteit. 3aboneBaemocts FOA coctaBnser ot 2 1o 16 Ha 100 ThIC. H€TCKOTO Hace-
JIEHUsI B BO3pacTe 10 16 JeT B roa.

Otuonorus FOA HensBecTHa. UyKepoaHbIli aHTUTE€H BBI3BIBAET KACKaJl UMMYHHBIX pPEaKIUM,
HNPUBOJAIINX K JIENIEHUI0 U pocTy T- u B-nmumponuros, akTuBanun Makpogaros, 303MHO(QHUIOB U
TYYHBIX KJIETOK. B O0JBIIOM KOJTMUECTBE BHIPAOATHIBAIOTCS MIPOBOCTIATUTEIbHbBIE IMTOKUHBL, YTO
JICKUT B OCHOBE TIOBPEXKICHUSI CHHOBUAIbHOM 000JIOUKH CyCTaBa, XpAlla, KOCTH, a TAKXKE Pa3BH-
THUSI CHCTEMHBIX TPOSIBIICHUI OOJIC3HH.

OTnenbHO BBIAENAIOT CUCTEMHBIN BapuaHT roBeHWIbHOro aprpura (CYHOA). [lpu Hem akTuBH-
PYIOTCSI CUCTEMBI BPOXIEHHOTO HMMYHUTETA, U IIaBHBIMU 3()(HEKTOPHBIMU KIETKAMU SBIISIOTCS
Makpodaru u Heltpoduisl, a He AMMQPOIUTHI. M3 BBIAEIAEMBIX POBOCHATUTENbHBIX IUTOKH-
HOB cJleyeT 0cOOeHHO OTMeTUTh uHTepieiikul 6 (M1JI-6). UMenHo ¢ ero runepnpoaykuueii cBs-
3bIBalOT Takue nposiieHus CIOA, kak nmuxopazka, TMIIOXpOMHAsi aHEMHUsI, TPOMOOIIITO3, CHHTE3
octpodazoBsix 6enkoB (C-peaktuBHbIi 6e10k — CPB, hubpuHOreH, aMmuinonn), 3aJiepKKy pocra,
amuinon03. Tepanuto cucremHoro Bapuanrta FOA npoBoasat npenaparom Touunuzymad — pekoM-
OMHAHTHBIM MOHOKJIOHAJBHBIM aHTHTEIIOM K 4esioBedeckomy perientopy MJI-6.

B ornenennn peBmaronorun Mopososcko JII'Kb naxomgmncst pedenoxk ., 9 nert, ¢ nuarso-
30M «HOBEHMIIBbHBIA HIMONATUYECKUH apTPUT C CUCTEMHBIM HadajoM, 000CTpeHue (1osmcepo-
3UT, IEPUKAPJNUT, IUIEBPUT, THEBMOHUT), aKTUBHOCTD 3 CTEIIEHH, PEHTI€HOJIOTnYecKas cragus 1,
(GyHKIMOHANBHBIA Kiace 2. Bropuunslit remodaronurapusiii cuaapomy». [Ipu rocnuranuzanuu
NPEABSBISUT KaJo0Bl Ha JTMXOPAJIKY, KaTapalbHbIC SIBICHUS M «JIETY4yIO» Chillb. PeOeHKy Oblita
MHUIMMpoBaHa Tepanus Tormnnsymadbom u3 pacuera 12 mr/kr/BBefenue. [1000uHbIX siBIEHU HEe
obu10. Ha MOMEHT Hauasna tepanuu 1abopaTropHO HAOTIONATNCh MUKPOIIUTApHASI aHEMUS, JICHKO-
11To3, TpoMOonnTo3 10 800*10%/11, mossitenne COD no 120 MM/4ac, MOBBIIIIEHUE KOHIICHTPAIIUN
CPBb, ¢eppuruna u IgG.

[Ipu nposenenun nosropuoro IXO-KI' BeisiBIeHO 00beMHOE 00pa30BaHUE B [TOJIOCTH MPABO-
IO JKeJIy[04Ka, MPUKPENJICHHOE HAa HOKKE K NaMWUIAPHON  MbIlIe, GIoTUpyrollee, He IpernsT-
CTBYIOIIIEE KPOBOTOKY, pazmepamu 10*10*15 mm. [IpoBoaunace auddepeHimanbHas 1MarHoCcTHKa
MEXY SHIOKAPIAUTOM U TPOMOIHIOKAPAUTOM (pe3yJbTaThl MOCEBA OTpULATENIbHbIE, POBEICHA
CMeHa nepudepuyecKoro Karerepa, aHtTuoakrepuagbHas Tepanus 6e3 a¢¢dekra). Hauara remapu-
HoTepanus B go3e 25 EJI/kr/gac moa KOHTPOJIEM KOaryjaorpamMmbl C IEJIEBBIMUA 3HAYCHUSIMHU aH-
TH-Xa aktuBHOCTH renapuna 0.5-1 EJI/mn. Ha ¢one nanHO# 10361 1IeneBasi THIIOKOATYJISIHS He
Obla TOCTUTHYTA, 3a cleaylouie 7 AHEeW qo3a remapuHa MOCJe0BaTebHO YBEIUYUBAIACh 10
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30, 35, 40 EJI/kr/4. B cBsi3u ¢ IpeBBILICHUEM 11€JIEBOTO 3HAUCHHUSI aHTH-Xa aKTUBHOCTH rerapruHa
IPOBOJIMIIACH KOPPEeKTHPOBKA 03bl. Ha 8 cyTku Ha DXO-KI" Habmomanace moioKuTeIbHAas THHA-
MUKa B BUJIE YMEHbIIEHUs 00pa3oBaHus B pa3mepax 10 5.5%7.0%6.5 mm.

Ha 9 cytku pano yTpoM peOeHOK moxKaaoBayics Ha 00JIM B CEp/Ile U OBINIKY. bbln epeBeneH
B OT/ICJICHHE PEaHUMAIINH C TIO03PEHHEM Ha TpoMOoaMbouto jJerounoi aprepuun (TIJIA). [Ipu
KT-anruorpaduu opraHoB IpyIHOM KJIETKH MPOCIEKHUBAIICS 1e(EKT KOHTPACTUPOBAaHUS B 00a-
cTH OudypKauu cerMeHTapHOM apTepun S8 MPaBoro JIETKOT0, 00YCIOBICHHBIH, BEPOSTHO, TPOM-
6om. ITpu IXO-KI" TpoMO B mpaBoM >KesTyA0uKe HE BU3yalU3UpoBaiIcs. Bce BhIIEn3I0KeHHOE
MO3BOJIMJIO AyMarh O TPOMOOAMOOJIMH CErMEHTapHOW BETBH JIETOYHON apTepuu, peOeHKY Oblia
yBeJNM4YeHa J103a remapuHa 1o 45 EJI/kr/gac. Yepes aBoe CyTok Ha (OHE Tepaluu HAOIIOIaIach
yMEpeHHasl TUTIOKoarylsiiusl. B nanpHelieM pedbeHok nepeBesieH Ha Jlanrtenapud Hatpus (HU3-
KOMOJICKYJISIpHBINA TerapuH) u3 pacuera 120 EJI/kr 2 p/cytku. [lo nanapim KT yepe3 10 gaeit —
MOJIOKUTENbHAS TMHAMUKA 32 CUET MOJIHOTO BOCCTAHOBIICHUS MPOXOAUMOCTH JIETOUHBIX apTEPU.

PebGenok BhINMMCAaH U3 OTACNECHUSI ¢ PEKOMEHIAIMSIME 0 MPOJOHKeHUI0 Tepanuu Jlantena-
punom Hatpus 120 EJI/kr 2 p/CyTKH MOAKOKHO JUTMTENBHO W, YYUTHIBAsE BHICOKYIO aKTHUBHOCTb
3a0oneBanus, Tounnuzymadoom.

METABO/IMYECKHE ITYTH KOMIIEHCAIIUU JEOUIIUTA AHETHJI-
KOA Y MAIIMEHTA C INMIMKOTEHOBOM BOJIE3HBIO 1A TUIIA

Kouenkoea M.IO., Xanikoea P.D., Banaxoea A.U.
Hayunwtii pykoeooumens: npogeccop, o.m.u. llonaxoea C.U.
Kadgheopa zocnumansnoit neouampuu um. akaoemuxa B.A.Tabonuna [1®
@dI'bOY BO PHUMY um. H.U.Ilupozosa Munzopasa Poccuu

['muxorenoBast 6one3ns Tuna la (I'bla) unm 6one3ns ¢pon ['mpke — 3aboaeBanne, 00yCIOBICH-
Hoe MyTanuei B rene GOPC, konupytomieM mioko30-6-pocdarasy, 4To IpUBOAUT K €€ HEeAO0CTa-
TOYHOCTH, U HAKOIUICHUIO ITTUKOT€HA B MEYCHU, TTOYKAX U CIM3UCTON 000JI0UYKEe KUIICYHHUKA, TPH-
BOJISL TUC(YHKIIMHU 3TUX OpraHoB. Hacneayercs mo ayTocoOMHO-peliecCHBHOMY THITy. BeTpedaercs
y 80% manueHToB cpenu Bcex 6onbHbIX ['B1 Tuna. PacipocTpaHeHHOCTD B MOMYIISIIUN COCTABIIS-
et 1:100000-300 000 HoBOpOXKAEHHBIX. HepocTarouHas 0CBEIOMICHHOCTh Bpaueil O JaHHOM 3a-
0os1eBaHMM MTPUBOAMT K €0 MO3/IHEH IUarHOCTUKE, U KaK CIIEACTBHE JEKOMIIEHCAI[MN TOMEoCcTa3a
U HeOIaronpusTHOMY IIPOTHO3Y.

[Manment A.,1 roa. Y)KanoOwl mpu MOCTYIJICHUH: HA yBEIWYCHHE TEUEHH, TIoXas mpubaBKa
MAaccChl TeJla, OTCTaBaHUE B POCTE, YACTHIM KUJIKHUM CTYIL.

W3 anamHue3a xxu3HU: pebeHoK oT 2-0i1 6epemenHoctu (Merogqom DKO), mepBoix poaos. Pede-
HOK — U3 JIBOMHMU (pa3HOSANLEBOIl), IpOTEKaBILEH C yIrpo30il IIpepbIBaHMsI B IEPBOU TPETH, C OTE-
KaMH B TPETbeM TpuMecTpe OepemeHHocTH. [[i1anoBoe kecapeBo ceuenue Ha 36 Henene. Bec npu
poxaeHuun 3 kr, poct 48 cM, 3akpuyai cpazy. Ha HCKyCCTBEHHOM BCKapMIMBaHUU CEMMIIAKOM.
Jlo 5 mecsiieB Bec mpuOaBIIsl XOpOIIO, 3aTeM Ha (OHE BBEICHHUS MPUKOPMA 3aMeIJICHHE TEMIIOB
pa3BUTHS, B TOM YHUCIIE ICUXO-MOTOPHOTO.

W3 anamHue3a 3aboneBanus. B 9 mecsiiieB — cTanmoHapHOE JIeYeHUE 10 TOBOAY OCTPOTO TOH-
swumta. B 10 mecsneB — KMHD, renarocruienomeranust, Tsxenast popma MHGOEKIIMOHHOTO Ta-
CTPOIHTEPOKOJINTA, TOKCUKO3 C 3KCUKO30M 2 CT., aHEMHsI CMEILIEHHOTO IeHe3a, rernaroMeraius,
runiorpodus 2 ct. B 11 MecsmeB aMOynaTropHO 00OpaTWiiuCh K neauaTpy B heaepabHOe yapexae-
HUe, NpoBeaeHo uccieqoBanue TMC aMUHOKUCTOT M allIKapHUTHHOB — 0€3 0COOCHHOCTEH,
AKTUBHOCTH JIM30COMHBIX (JEPMEHTOB B mpeaenax pedepeHCHBbIX 3HadeHuid. B rox rocmuranu-
3UpPOBaH, AUArHO3: CTPENTOKOKKOBas MH(pEKIHs ¢ OakTepeMueii, Tsukenas popma, GakTepruaIbHO
— rpuOKOBasi aHTHHA, TACTPOIHTEPOKOIUT, TOKCHKO3 C IKCHKO30M 2 cT. HecMOoTpsi Ha Tsxelnbie
runornmukemun (1,4 MMonb/n) u remaromeranmto ['b He mpeamonaramnack. [locne BRITUCKH 00-
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paTWIMCh 3a KOHCYJIbTAllMel K CHEIUAIUCTy renarosiory, Juisi noareepxaenus I'b HanpasneH B
CHeNHATU3UPOBAHHOE OTAETIeHHE. [ 1€ Ha OCHOBAaHMH Xa0HUTyca («KyKOJIBHOE JIMLI0Y»; YBEIMYCHHUE
B pa3Mepax >KMBOTA 3a CUET TeMaTOMErajliud — IeYeHb +8 CM U3-T0J HUXKHETO Kpas pedepHOn
NyTH; CeJIe3eHKa HE yBEJINYEeHa, TOJIBUYKHAS, CMEIlleHa BHU3 YBEJIIMYEHHOH JIEBOH J10JIel TIEUEHN ),
KJIMHUYECKUX ((pU3nYecKoe pa3BUTHE HUZKOE, FTAPMOHUYHOE; KOXKHBIE TIOKPOBBI OJIETHO-PO30BHIE,
Cyxue, TI0X0i Habop Macchl Tela, OTCTaBaHHE B POCTE, 3aJIepiKKa MCUXO-MOTOPHOTO Pa3BUTHSA,
YaCThIN JKUJIKUN CTYIN), TaOOpaTOpHBIX NaHHBIX(runornukemus — 0,5...1,4 MMonb/a; nakTamu-
nemus 5,4 mmons/in (HopMma 10 2) 6e3 armaosa ( pH 7,383) BE — 5,0 (mopma £2), SB 20,5 (aop-
ma 18-22); Beipaxkernas runeprpurnuiepuaemus TG-B11,8 mmons/n (0,45-1,82); AJIT 44 En/m;
ACT 75,6 En/n; ans0ymuH 43,2 r/1 (Hopma 35-55); modeBas kuciiota 270 MKMOJIIB/J U TIO PE3yiThb-
TaTam MOJIEKYJISIPHO-TEHETUYECKOTO UCCIIeI0BaHMUs oATBepkAeH quarno3 ['b la tuna.

l'unornukemus sBnsieTcs miaBHbIM cuMntoMoM I'b u cB3sf3aHa ¢ reHeTHYecku 0OyCIOBJICH-
HBIM OJIOKOM TJIMKOT€HOJIN34, CIIE0BATENbHO, BKIIIOYAIOTCS KOMIIEHCATOPHBIE MEXaHU3MBI TTTFOKO-
HEoreHe3a: JIAKTaluaeMusl (JaKTar), TPUDIHLIEPUASMHUs, YPUKAIIUASMHUS U YBEIHMUCHUS allaHuHA
B KpoBU. ['unponu3 TI' 1 NIMKOT€HHBIX AMUHOKHUCIIOT B OCHOBHOM COOCTBEHHBIX OEJIKOB (MBIIIIIT)
C LeJbI0 BOCMONMHEHUs aeduumTa aneTun-KoA compoBokgaeTcss BHICOKAM YPOBHEM MOUYEBOU
KHUCJIOTBhI. JTO OOBSICHSET U KIMHUYECKHUE U Ja00paTOpHble OTKJIOHEHHUS, a JUarHo3 CTAaHOBUTCS
oueBuIHBIM. Ha (hoHe mpoBoguMoOit Tepanuu ChIPhIM KyKypy3HBIM KpaxMajioM B jo3e 1,4 r/kr Ha
pHUeM KakJble 3 yaca ¢ HOYHBIM MPUEMOM IUTOIU3CHU3UIICS U JUMHUIHBIN TpoduiIb UMEN TeH-
JIEHIIMIO K HOpMaiu3aluuu. [laHel peKoMeHIalnH.

CUH/APOM KEHE (JEUNE) Y CUBCOB

Maxapoea M./]., Cémuna M.A.
Hayunwuii pykoeooumens: 0.m.H., npogheccop Ilonaxoea C.H.
Kagheopa cocnumanvnoit neouampuu um. akaoemuxa B.A.Taboruna I1D
dI'b0Y BO PHUMY um H.H. Ilupozosa M3 P®D

Cungpom XKene (Jeune) unu TopakoacuKTHIECKast TUCTPODUSI — PEAKOE TEHETHUSCKH Jie-
TEPMUHHPOBAHHOE 3200JIeBaHKE, HACIIETYEMOE MO Ay TOCOMHO-PEIIECCUBHOMY THITY, XapaKTepU3Yy-
IOLIEECs] AaHOMAJIUSIMU KOCTHOM CHUCTEMBI, TOPAKEHUEM I1OYEK, IEYCHHU, ITOIKEITYJOUHON KeJle3bl
Y ceTyaTku nia3. JlaHHbli CHHIPOM BCTpedaeTcs ¢ yactoTou B cpeanem 1:100 000-130 000 noBo-
poxxaeHHbIX. B HacTosiiee Bpemsi cuHIpoM JKeHe OTHOCSAT K IpylIe Tak Ha3blBAEMbIX LUIUONA-
. lunumn — opraHeibl, HaXOAAIIKMECs] Ha TTOBEPXHOCTH KJIETOK M YYacTBYIOIIME B Ieperade
Pas3IMYHBIX KJIETOYHBIX CUTHAJIOB, B TOM YKcIIe K npoiudepanmu u quddeperurpoBke. Myraruu
B I'€HAX, ACCOIMUPOBAHHBIX C TOPAKOACHUKCHICCKON TUCTPpOdUEH, MPUBOIAT K OTCYTCTBHUIO JTHOO
aHOMaJIbHO (DYHKIIMOHHMPYIOUIMM IWIKSAM. B pesynbrare BO3HHKAIOT pa3iUYHbIC aHOMAJIUH, Xa-
pakTepHbIE 1711 JTaHHOTO CUHIPOMA.

B n1aHHOM KIMHMYECKOM IPUMEPE MBI XOTUM IIPOAEMOHCTPUPOBATh PEAKYHO HACIIEICTBEHHYO
MaToJIOTHI0 — cUHApoM JKeHe y cOCoB, UTO JiesaeT 3TOT ciayyai emié 6oee yHUKaIbHbBIM.

B otnenenue nedponoruu ®I'BY P/IKb noctynuna nesouka B., B Bo3pacte 2 roga 2 Mecsiia
¢ kanobaMu Ha U3MEHEHHE B aHalM3ax Mo4H (poTtennypusi). JlanHble n3MEHeHHs HaOIIoqanuch
¢ 1 rona 4 mecsnes; Ha pone OPU yposens O6enka noeimancs a0 20 r/cyT. 3 anamHe3a u3BecT-
HO, UTO JIEBOUYKa OT 4 OEPEMEHHOCTH, MPOTEKaBIIeH Ha (OHE aHEMUH, MHOTOBOIUS ¢ 33 Henenu;
3-X caMOCTOSITENIbHBIX, CPOUHBIX POJOB, olleHKa 1o mkaite APGAR 8/8 6annos. Ha nepsom rony
YKU3HU pOCIia U pPa3BUBAJIaCh B COOTBETCTBUU C BO3PACTOM, kajio0 He Obl10. B ceMbe y cTapiero
Opara 17 net: B panHeM Bo3pacTe 00ciIe10BajICs MO MOBOY I'eaTUTa HESICHON 3TUOJIOTHH, TIOCIIe
nepenecénHoro OPU B 5 net ObUI0 BBISBICHO MOBBIILIEHUE YPOBHS KpeaTuHUHA (598 MKMOIB/),
HauaT NEePUTOHEAIbHBINA MaN3, 3aTEM IIEPEHEC TPAHCILIAHTALIMIO TOYKU. B HacTosmee Bpems:
XBIT V cragus, xpoHnueckass HedponaTus TpaHCIUIAHTaTa, TEPMUHAIBHAS CTAIHS, HAXOIUTCS

23



IX MasyprsECKue QrTenmE

Wt »
o r Ty

Ha remonmanuse. OTMevaercs KUIeBUIHAs AepopMalus, pe3ko HapylIeHHask SKCKypCHs TPy IHON
KJIETKH (TOpU30HTAJIbHOE HampaBieHUE pedep), YKOPOUCHHE TICUEBBIX M OCIPEHHBIX KOCTEH,
poct manpurka 140 cm, muonus Tspkenou crenenn. CpenHuil peOEHOK — JeBouka 4,5 JeT, 3110-
posBa.

[Ipu ocMoTpe pebenka oOpalraet Ha ce0s BHUMaHUE y3Kasi U KOPOTKasi TpyAHas KJIeTKa, YBEJIU-
YEHHBIN B pazMepax *KHUBOT (OKPY>KHOCTB TOJIOBBI 47 CM, OKPY>KHOCTb Tpyau 43 cM, OKpYKHOCTb
xuBoTa 49 cm). [leyenp nanpnupyeTcs Ha 5 cM HIKE Kpasi pEOepHOI TyTH, OJJHAKO pa3Mepbl e€ 1o
KypnoBy He yBenudensl. B o6mem ananuze Mmoun: npotennypus 10 1,5 r/n. Ilpoda mouun no 3um-
HUIIKOMY: HHUKTYpUS, CHI)KCHHE KOHIEHTPAIIMOHHON (YHKIMHU ToYeK. bruoxumuueckuii aHamm3
MOYH: MTOBKIIIEHUE cekpennu Oera-2-mukpornoOymuna. [IpoBenena Hegpooduoricusi. Takum oOpa-
30M, YYUTBIBAs OTATOILEHHYIO HACIEICTBEHHOCTb, TOPAKOAC(HUKCUUECKYIO AePOopMaIiIO IPyTHON
KJICTKU U MOPa)KEHUE KaHAJIbLIEBOTO armapara ObL1 3ao03peH cuHIpoM JKeHe.

B 3akmioueHne XxoTenock Obl OTMETUTH, YTO CUHAPOM JKeHe SBISIeTCSI TSHKEION HACIEICTBEH-
HOU marojoruedd. IloaToMy CHHIAPOM HOMKEH OBITh CBOEBPEMEHHO JAMArHOCTHUPOBAH, YTOOBI
UCTIONIb3YSI BCE COBPEMEHHBIE BO3MOXXHOCTH MEIUIUHBI MPOIIUTH JETSIM JKU3Hb, & POAUTENIAM
MIOCOBETOBATh OOPATUTHCS KO Bpauy JJIsl TEHETHYECKOTO KOHCYJIFTUPOBAHUS. XUPYpPrudecKast Kop-
PEKIHS TPYIHOW KJIETKU TTO3BOJUT JOCTHYh HOPMAJIBHOW JKM3HEHHOW €MKOCTH JIETKHX U, TeM
CaMbIM, IPOAJIUTH JKU3Hb JIETEH.

CUHJPOM AMKAPIU-TYTBEC

Bonxosa A.A.
Hayunbwtii pyxoeooumens: 0.m.H., npogh. Xonun A.A.
@dI'b0OY BO PHUMY um H.H. Ilupozosa M3 PD
P/IKb ®I'bOY BO PHUMY um. H.U. ITupozoéa M3 PD

Cunzapom Alikapau—IyTeepec — paHHSAS Hporpeccupyronias sHIedanonaTus, ¢ ayTocoM-
HO-JJOMUHAHTHBIM WM ayTOCOMHO-PELECCUBHBIM THUIIOM HACJIEIOBaHUs, XapaKTepU3YHOIasi-
Csl KOTHUTUBHBIMM M JABUTaTEJIbHBIMU HApYIICHUSMHU, a TAKKE SMMUIENTHYECKUMH MPUCTYIIaMU
(B 53% ciydaeB). OCHOBHOM 0COOEHHOCTBIO JAHHOTO CHHAPOMA SIBIISIETCS] XPOHHUECKUN JTUM(O-
LIUTO3 ¥ OBBILIEHHBIN YpOBEHb HHTEPPEPOHa-aIb(a B IUKBOPE, a TAKIKE aCENTUUECKUE JTUXOPal-
ku (B 40% ciyuaeB). Hepeako ormeuarotcst Mukpotedanus, KaabUHaThl B 0a3aJbHBIX TaHIIHIX,
M3MEHEHUS! KOKU 1Mo Tuny oOmopoxkeHus (43% cnydaeB). Ha naHHBIH MOMEHT ONHMCAaHO T'eHE-
TUYECKHUX 7 BapUAHTOB CHH/APOMA, BBI3BAHHBIX PA3JIMYHBIMU MYTALMSIMU B T'€HAX, KOAUPYIOIIUX
6enku, HeoOxonumble 1 penapauuu JJHK. Yacrora BcTpeuaemMocTu Bcex TUIOB CHHApOMa —
1-5/10 000 (o manabIM 6a361 Orphanet), 7 Tun cuHapoma onucal y 14 namueHtoB. CIOXXKHOCTb
JMarHOCTUKH 3aKJIF0YAETCsl B TOM, UTO JJaHHOE 3a00J1€BaHME MUMUKPUPYET BHYTPUYTPOOHYIO BU-
pycHyto uHdek1uto, BKitodas cuaapom ncesno- TORCH.

Anamnesis vitae

[Tarmmentkn — cectpel M., 10 et u 3., 9 net.

M. — pebeHoK OT mepBoil 6epeMeHHOCTH MPOTEKaBILIeH ¢ aHeMUel, apTepuaIbHON TUIep-
TEH3UEH, yIpO301 MpPEepbIBaHUS C paHHUX CPOKOB. POsibl IepBBIE, CPOUHBIE, CAMOCTOSTENBHBIE, B
royioBHOM Tipeyiexannu. Orenka no mkane Anrap 7/8, macca 3100 1, mmuaa 54 cm. Ha nepBom
TOAy pa3BUBajach C 3aJepxKoi ncuxomoropHoro pazsutus (3[IMP), ormeuasncs OecrokoiHbIM
COH, PBOTBI, CPBITUBAHUS, OTKa3 OT rpyau, cyodeOprinTeT Ha OHE MOTHOTO 310POBBS, FMU30bI
PE3KUX BBITMOAHUH TYJOBHIIA C 3aIPOKUIBIBAHNEM Ha3a/l.

3. — pebeHOK OT BTOpPOii OepeMEeHHOCTH, IPOTEKABLIEH ¢ aHEeMHUEl, TOKCUKO30M, YyTpo30ii pe-
PBIBaHUS C PAaHHUX CPOKOB. Pobl BTOpBIE, CPOUHBIE, CAMOCTOSATENbHBIE, B TOJIOBHOM IpeaJIexka-
HUH, C ABYKpaTHBIM 00BHTHEM MynoBuHON. OneHka no mkange Anrap 7/8, macca 3900 1, ninuna
54 cm. lo 1 roxa pa3Butue 6e3 0COOCHHOCTEH.
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Ha MoMeHT poxJieHust nepBoro pedenka marepu 22 roaa, oty — 26 net. CeMeitHbIi aHaMHe3
JICBOYEK OTATOIICH MO OTIOBCKOW JIMHUM. Y OTIA B JIETCTBE ObUIM MPHUCTYIIBI, IATKOCTh MOXO/-
KH OTMEYAeTcsl 10 HACTOALIETO BPEMEHHU. Y €ro pedeHKa OT JAPYroi >KeHUIUHbI, I€BOYKH 3 JIET,
ormeuatorcst mpuctynsl 1 3[IMP. ¥V cectpsl oTIia mpUCTYIIBI TIOSBUIIMCH B 3pEJIOM BO3pacTe, €e
CBIH CTpajaer snuiencueil. bonbHel 00a ABOIOPOAHBIX Opara OTHAa — COYeTaHHWE INPUCTYIOB U
OJUTO(PEHNUHN Y OJJHOTO U TOJIBKO SMHMJICHTUYECKUE IPUCTYTIBI Y IPYToro.

Anamnesis morbi

Y M. nepsbiit npuctyn — B Ir 1 mec cepusi adheOpuinbHBIX OMIaTepatbHBIX TOHMKO-KIIO-
anueckux npuctynos (BTKII), rocnuranu3zupoBana B pailoHHYI0 OONbHHILY, Ha3Ha4YeHbI [lema-
kuH-XpoHocdepa 150 mr x 2 p/cyT, Tonamake 50 Mr x 2 p/CyT. ¢ TOCTHKEHUEM MEIUKaMEHTO3HOU
peMuccuu U OTMEHOM npenaparoB 4yepe3 3 roma. Ha MPT rosoBHoro mosra B 1 r 9 mec. B niepu-
BEHTPUKYJISIPHBIX OTJI€JIaX 3aJHUX POrOB OOKOBBIX KENIYIOYKOB OOHApPYy’KEHbI SBJIECHUS MOCTIH-
MOKCHYECKOM MUEJIONATHH, PACHIMPEHHE CyOapaXHOUJAIbHBIX IPOCTPAHCTB.

PerunuB npuctynos B Bo3pacte 6 et — ¢edpunbHo-cipoBorpoBannsiii BTKII. B PIIKB
BBezieH JleBetupaneram 250 Mr X 2 p/cyT ¢ JOCTH)KEHUEM METMKaMEeHTO3HOH pemuccuu. OTmeda-
nace 3I1PP u HenoBkocTh npu xoan0e.

[Ipu nacrosmen rocnuranusanuu B PIIKB B Bo3pacte 10 1eT B HEBPOJOTMYECKOM CTaTycCe
OTMeuanach HEJIOBKOCTb IPU XOJb0E€, JIEBOCTOPOHHUE TIeMUIIape3, OXKUBJICHUE CYXO)KUIbHBIX
pedieKcoB, HEMOCTOSHHBIN CUMIITOM BaOMHCKOrO M KJIOHYCHI CTOII, 33€p>KKa IICUXO-PEYEBOTO
pasButusa. Ha O0I" ormeueHa oTpuniarenbHas IMHAMHMKA B BUJIE PEAKTUBALIMH MUIETTH(OPMHBIX
pa3psiioB "JIDP/1" B 6onpcTBOBaHMY (B MPABOM 3aIHEBUCOYHO-TEMEHHO-3aThIIOUHOM 001acTH), a
TaKKe HapacTaHUs SMWICITUPOPMHBIX Pa3psAI0B BO CHE C HATMYMEM JIByX HE3aBUCHMBIX 0YaroB
B 3aJHUX OTJeNax nonymapuid. B ornenenun nposeneHsl Kypebl koprekcuaa NelO B/m, JIOK,
NpUKJIaHas KUHE3UOTepanus, peKOMEHI0BaHO HapammBaHue 1036l JleBetupanerama ¢ 500 no
800 MTI B CyTKH.

V 3. nepssiii npuctyn B 1 r — cepust ¢pedbpmibhbix BTKII, mocne storo ormeuancs perpecc
MOTOPHBIX HaBBIKOB U 33JI€P’KKa PE4E€BOI0 Pa3BUTHUS C MOCIIEAYIOLUIMM BOCCTAHOBIEHUEM HaBbIKOB
yepe3 7 mec. B 2 r 4 mec. — nosropubie GpeOpunbable BTKII, naznauen [enakun-Xpono 150
mr/cyT. B 3 u 4 rona ormeuens! agedpmibabie BTKII, yBenudena no3a Jenakuu-XpoHocdepa,
nobasien Jlamukran. Uepes 5 mecsieB Bo3oOHoBmwIMCH adeOpminbHble BTKII, yBenmnuena mo3a
000MX MpenaparoB, OAHAKO MPUCTYIIbI COXPAHSIIUCh, MOSBUINCH ATIM30/Ibl 3aMUPAHUMN, IJIOTATEIb-
HbIe IBWKeHUs Bo cHe. B 5 ner 4 mec. B U/ITHD um. cB. Jlyku npoBeneHa otMeHeHa Jlamukrana
U BBeZieH TomaMakc ¢ nojaokutesbHbIM 3¢ dexrom: kynuposansl BTKII, onnako orMeueHs! mpu-
cTynsl "3amupanuil" (aTunuyHbe a0CaHChl) U (apuHTO-OpaibHble NpUCTYIbl. B Bo3pacte 5 et
8 mec nepenecina OPBU ¢ ocnoxxHeHneM B BUjie HHPEKIIMOHHO-TOKCHYECKOTO IOKa, HAXOAUIACh
1 menento na MIBJI. Bakrepuonornueckoe u BUPyCOJIOTHUECKOE UCCIIEAOBAHHUE JIMKBOPA — OTPHU-
narensHo. Ha 7 nens Oone3nu ormevanuck cepuitibie BTKII.

Ha MPT ronoHoro mo3sra B Bo3pacte 6 et ormeudarotrcs nuddys3Hbie aTrpopuieckue n3me-
HEHUs TOJIOBHOTO MO3ra C BEHTPUKYyJIOMeraiuen ex vacuo. Bo Bpems rocnuranuszanuu B PIIKD B
BO3pacTte 8,5 et orMevanuch noaumopdusie npuctynsl, 3IIMP, HenoBkocTs npu Xoab0e.

Bo Bpems HacTosmie rocnimtanusanuu B P/IKB B Bo3zpacte 9 et B HEBpOJIOrHYECKOM CcTaTyce
OTMeUaeTcs HEeJOBKOCTh IPHU X0/b0€, MPaBOCTOPOHHUM remunapes, anuzopeduekcus D>S, 3a-
JIepIKKa Icuxo-pedeBoro pazsutis. Ha D3I 60apcTBOBaHMS OTMEYATNCH PETHOHATBHBIE KOMITICK-
CBbl OCTpas-MeJIEHHAs! BOJIHA U MUK BOJIHA B IIPAaBOM 3aThUIOYHOM 00JIACTH HU3KOTO MHJIEKCa, a BO
CHE — B IMPABOH U JIEBOM 3aThIJIOYHOM 00JIACTSX ¢ TeHACHIHEH K 1] dy3HOMY pacripoCTpaHEHHIO;
UHJIeKC — HIKe cpeaHero. [Tomyyaer anTuanunentuueckyto tepanuio: Tomamake 50 mr 2 p/cyt
+ bensonan 100 mr 2 p/cyT. B ornenenuu nposenens! Kypesl Koprekcuna 10 mr NelO B/M cyT u
Kom6ununena 1 mi Nel0 B/m, JIOK u npukiaanas KWHE3UOTEPAITHSL.

[TanmenTke 3. IPOBEAEHO MOJIEKYISIPHO-TEHETUUECKOE UCCIIEA0BaHNE KIMHUUECKH 3HAUUMOU
4yacTH 3k30Ma — BbIsiBieHa MmyTanus B rene IFIH1 Ha 2 xpoMocome B reTepo3uroTHOM COCTOSIHUH,
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neTepMuHUpyromas cunapoM Aiikapau-I'yteepec 7 tuna (OMIM#615846), a Takxke oOHapykeHa
myTtauus B reHe ARX Ha X-XxpoMocoMme B reTepO3UrOTHOM COCTOSIHUU, YTO B TEMU3UTOTHOM CO-
CTOSIHHH SIBJISIETCS] IPUUMHON paHHEW snmienTtuaeckoil sunedanonaruu, tun 1 (OMIM#308350).
[TaruenTtke M. MOJEKYISIpHO-TEHETUYECKOE MCCIIeloBaHUE OyIeT IPOBEACHO B Ommkaiiiiee Bpe-
Ms. OTIly NAIMEHTOK U €ro IBOIOPOIHBIM OpaThsiM PEKOMEHI0BAaHO T'€HETUYECKOe 00CIeIoBaHHE
IyTeM MpSIMOro cekBeHHpoBaHus 1o Canrepy Ha redH ARX, criocoOHOro peann3oBarhk X-CIETIeH-
HYIO PELIECCUBHYIO MTATOJIOTHUIO Yy JIUI MYXCKOTO 11oJ1a. J[narno3 y 000oux malueHTOK UCHTUYHBIH.

OcHoBHOU nuarHo3: I'enetndeckast GokanbHas dMUIETICHS. ATaKCUYECKUNA CHHIPOM C IICH-
TpaJIbHBIM F€MUIIAPETUYECKUM KOMIIOHEHTOM. YMEPEHHAsi yMCTBEHHAsI OTCTAJIOCTb.

MOKA3AHUSA K NEPECAJIKE CEPAUA, KIMHUYEKUN CIYYAH
NEJIUATPUYECKON CEPIEYHOM TPAHCIIJIAHTAILIUU

Yp3aesa H.
Hayunwuii pykoeooumens: unen-koppecnonoenm PAH, npogheccop, o.m.n. banvikosa JI.A.,
K.M.H., Oouenm Cmapocmuna JI.C.
DI'AOY BO «Ilepgvrtit MIMY um. H.M. Ceuenosa Munszopaea Poccuu

AKTyanbHOCTh. Pa3BuTHE HOBOTO HAIIPaBIIEHUS B MEUIITHE — TPAHCIUIAHTOJIOTUH, B YACTHO-
ctH, TpancmanTauu cepana (TC), mo3BosseT ynydiuTh Ka4eCTBO U MPOITIUTH KU3Hb OOJIBHBIM
C cepACYHBIMU 3a00JICBaHUSIMH, HE MOIAIOIIMMHCS MEAUKAMEHTO3HOM TEparuu U HE KOPPErupy-
€MBIMU METOJAMU MEXaHUYECKOH nojaepkku kposooOpamenus (MIIK).

Onucanue kInHU4ecKoro ciayvas. B mupe exerogno pacrtet koinndectso TC, U3 HUX nequa-
Tpuueckue cocTapistoT 14%. TakTuka BeeHUs JeTe OTINYAETCs OT B3POCIBIX BBUY TOTO, YTO
ocHoBHbIMU TpuunHamMu XCH B nerckom Bo3pacte siBisitorcst He UBC, a BpoxkJieHHBIE TOPOKU
cepana (BIIC) u KMII. B Poccuu HeT npaBoBoii 6a3wr muist nerckort TC.Ilokazanus nis neauna-
tpudeckoit TC omnpeneneHbl MeXIyHApOIHbIMU pekomeHaarusMu (CoBeToM AMEpUKaHCKON ac-
counanuu Cepua no cepAacyHoO-COCyIUCThIe 3a00neBanus cpeau Mmonoaéxu or 2007 . u Mexy-
HAPOJHBIM O0IIIECTBOM TPAHCIUIAHTAIIMU Ceplla U JIETKUX y MitafeHIeB oT 2016 1) u BKITIOUaloT:
* mporpeccupytouiee TeueHne XCH, pe3ucTeHTHOE K Tepanui HHEOOXOIUMOCTBIO TOCTOSIHHON

BHYTpHBeHHOU nHOTpOonHOK i MIIK(na ¢pone KMII, MuokapauTa, mpenMyIeCTBEHHO BH-

PYCHOTO WJIU APYTUX TIPUYUUH);

* MPOrpeCCUPOBAHHE BTOPUYHOM JIETOYHOW FMIEPTEH3UH IIPH JIEBOKETYA0UKOBON HEAOCTATOU-
HOCTH (HO MPH BO3MOXKHOCTH U3MEPEHUS TPEBIIICHNE JIETOYHOTO COCYANCTOTO COMPOTHBIIE-
Hus >6 equnann Byna (1 ex. Byna = 1 MM pT.CT. X MHH ') U TpaHCIYIbMOHAJILHOTO TPAIUCHTA
>15 MM pT. cT.sBiIsIeTCs npotuBoniokasanuem Juist TC);

*  (ynpMuHAHTHAs KU3HEYTPOXKAIOLAsl apUTMHUsSL (10 OCTAHOBOK CEp/la) IpU apuTMOTECHHOU
JUCIIIIa3H bIpaBOro *kenmyaouka, OIyXoJsiX U UllleMudecKoi 0osie3Hb cepala, runeprpoduye-
CKOM, peCTpUKTUBHOM, nuiatarimoHHo KMII, Mermeunoit nuctpoduu Ha hoHE OTCYTCTBUS
addekra oT hapMakoTepanuu U IPyTUX METOOB JICUCHHS (TaKUX KaK KaTeTepHOMN abisium,
MMIUTAHTAIUU KapAuoBepTepa-aehuoOpuLisaTopa, peCHHXpOHU3aTOPa);

» komOuHupoBanHble BIIC (uyalie e1MHCTBEHHOTO JKeIy104Ka, KOPOHAPHBIMH OKKJIFO3USMU WIIN
CTEHO3aMH, C BBIPAKEHHOW KapJuoMerajviell 1 HapyIIeHUsIMU CO CTOPOHBI KJIallaHHOT'O arlma-
para, HanpuMep Mpu aHOMaIuK DOITeHHa U Ap.), HENOAAI0IIKecs KaKOH-TH00 KOPPEKIIHUH.
TC moxeT ObITH Helleeco0Opa3HoOl P BEPOSTHOCTU CMepTeNbHOro rcxoaa oonee 25-30%

Jake MPpU JJOCTOBEPHOU BeposTHOCTH cMmepTH 0e3 He€. B 80% ciyuaeB npuunnoit TC sBusitoTcs

BIIC u KMII (mpuuém, B magenuectse yactota TC nmpu BIIC noxomut no 55%, HO yMeHbIIaeT-

csl K MOAPOCTKOBOMY Bo3pacTy, Toraa kak TC mpu KMII y mnanenues cocrasisier noutu 40% B

ctpykrype TC, a y monpocTkoB — OoJiee MOJIOBHHBI) M Pexe — OIyXoiH cepamna (2%) u perpaHc-

ranTanus (4-6%).
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B Poccuiickoit denepanuu (PD) BBUy OTCYTCTBHSI 3aKOHOAATEIBbHOM 0a3bl epecaika cepaa
muram 1o 18 1o 2011 r.ae mpoBoamacs. [Tepsas TC peGeHKy OT B3pOCIOro JOHOpa ObLia BBITION-
HeHa B ®I'bY «HMUIL] um. B.A. AnmazoBa» Munszapasa PO B Canxr-IletepOypre. B nacros-
iee BpeMsl IaHHbBIN IIEHTP OMyOIMKOBAJ Pe3ybTaThl 5 ycnemHnbix nepecanok (M.A. CuMoHeHKo,
T.M. IlepBynuna, 2018 r.). Bcero B Poccuu 6s110 nipoBeneno 11 nenuarpudeckux TC ¢ ucmonb-
30BaHMEM AJUTOTPAHCILIAHTATOB OT B3POCIBIX JOHOPOB.

[IpencraBiser uHTEpeC ONUCAaHUE KIMHUYECKOIO CIydas JIATEHTHOTO TEYEHUSIIOJOCTPOro
MHUOKapAUTa ¢ ucxonoM B amnaranuonnyro KMII ocnoxuaunocs pedpakreproit XCH, nmotpe6o-
BaBmieil TC. V3 anaMmHe3a: I3MEHEHHsI B CEPIIC B BHJIE YKCTPACHUCTOINH OBLTH BIIEPBBIC BBISBIIC-
HbI nieiarpoM B Bo3pacte 4 set 10 mec. nocie OPBU. Ilpu xonTepoBckOM MOHUTOPHUPOBAHUN
(XM) BoIsiBIIeHa OpaguKapausi U 4acThie OJMHOUYHBIE KeTy10ukoBbie dKkcTpacuctoibl (QKIC) (10
22473 3a cyTtku), napubie (1947 3a cyTkun) u rpymnmosbie (79 3a CyTKH) ¢ SMTU30aMH AJTIOPUTMHH,
u nnpodexxkami (1o 4—7 QRS) xenynoukoBoit Taxukapauu (9 3a cytku) (OKT). Ilpu axoxapauorpa-
¢uu (OxoKI') BeisiBieno camxkenue (OB) no Teichgolz no 54% (mpu nHopme 60%) u yBennueHue
KOHeuHO-nuacronuueckoro pazmepa (KAP) JIK no 40 mMm (ripu HopMme 29 mm). [leprnon MEUMOTO
Onarononxy4usi ObICTPO CMEHMJICS PA3BUTHEM JIEKOMIIEHCALIMU HECMOTPSI HA HYyTPUTUBHYIO, BEH-
TWISIIUOHHYIO MOJIEPHKKY, JIEKAPCTBEHHYIO TEPAIUIO, C UCIOIb30BAHUEM KOMOMHALIMU UHTUOU-
TopoB AII® 1 6;10KaTOPOB pELIENITOPOB AHTMOTEH3MHA, OeTa-0JI0KaTOPOB, AMYPETUKOB, AHTATOHH-
CTOB QJIbIOCTEPOHA, U KapAHMOTOHUKOB — JUTOKCHHA, MUJIPUHOHA, JOIIAMHHA, JIEBOCUMEH/IaHA.
Vxe uepe3 nonroaa (okTsi0ps 2015 1) Bo Bpems sedenus u oodcnenosanus B HI3J{ PAMHmpu
HOTIBITKE PaJAMKAIbHON CMEHBI TEpAllMd OTMEYAJIach IEPBOE CHHKOMAJIBHOE COCTOSHUE 110 THUITY
OCTaHOBKH KpoBooOpamienus. [locie npoBeaeHns peaHMMaMOHHBIX MEPOTIPUSATHIA U cTabMIM3a-
UM cOCTOsIHUS nepeBenéH B oTaeneHue kapauonorun « HUKU Ilequarpun um. akanemuka HO.E.
Benprumesay, rae BoicTaBieH nuarno3: «/{unaramuonnas (moctmuokapautuueckas) KMII. XKe-
JTyAOYKOBasi TAXUKAPIUs/IKCTPACUCTONHSI. ApUTMOTeHHOE cHKomanbHoe coctostare. XCH ITA cT.
OK IT (NYHA)» u npoBeneHa koppeknus Tepanuu. OTHAKO COCTOSTHHE TPOA0IHKAIO HEYKJIOHHO
YXYALIAThCSI: IOBTOPUIIOCH CUHKONAJIBHOE COCTOSIHUE C CYJOPOTaMH, BHOBb 3HAYUTEIBLHO HAPOC-
Jla IPEACTaBIEHHOCTh apUTMHHU U IIOCIJIE OUepPEeIHON ocTaHOBKM cepaua B mapre 2016 r. 8 HUKU
[Meguarpun um. akagemuka FO.E. Benpruiesa ObuT HIMITTAHTUPOBAH KapauoBepTep-aehuopusis-
top (MK) Protecta DR D 364 DRG. B centsi6bpe 2017 . oTMeuanacbKIMHUKA OTeKa Jierkux. Ha
Ox0KI" — camxenne @B no 14% mno Teicholz (8% no Simpson), KJAP — 62 mm (N=36), KCP —
57 mm, YO — 26 mi. Ha OKI' peructpupoBaics HU3KOAMIUIMTYIHBIN YIIUPEHHBIN, 1e(OpMHU-
poBanHblii QRS, Opanuapurmus 1o 76—84 B mun. ConepikaHue HaTpUR-ypeTHUECKOTO MENTHAA
cocraBuio 6onee 24000 nr/mi, [Tpu npoBeaenun XM onpenesiiuch SMU30/bl IPEICEPAHON CTH-
myssiun UKL, purnanenii put™ (uupkagasiii ujaexe 109%, npu nopme 121-144%), konudecTBo
nomumop¢Heix XKIC 7000—17000/cyt.. Obpamanu Ha ceOsi BHUMaHUE ASPUIUT Beca, aTpodus
MBIILI KOHEYHOCTEH, 3HAUNTEIbHOE CHUKEHUE TOJIEPAHTHOCTH K (PU3MUECKOM Harpyske, OpToIl-
HOE, TaXUITHOE C 4acToTOW 32—34 B MUHYTY C y4aCTHEM BCIIOMOTAaTEIbHOW MYCKYJaTypbl, yMe-
PEHHOE YBEJIMYEHUE TEUCHHU, JUCIIENTUYECKUE PACCTPONUCTBA, YACTOTA CEPACUHBIX COKPAILIECHUM
— 84—88 B MUHYTY, pUTM HapyIllIeH 3KcTpacucTonamu 10 20 B MUHYTY, apTepuajibHas THIIOTEH3Hs
Al 82-76/ 5452 mm pt.cT. @yHkunonansHbIi ki1ace CH onenuBancs kak [II-IV mo NYHA ne-
CMOTpS Ha UHOTPOIIHYIO MOIJEPKKY 10IaMUHOM, JIEBOCUMEH/IAHOM.

[lo TenemenMUMHCKOMY 3aKIIOUEHUIO CHEUAINCTOB TPEX Beaylux denepanbHbIX LEHTPOB
("HUKU Tlemuarpun" um. akanemuka lO.E. Benprumesa, ®I'BY "HMUIL] um. B.A. Anmazosa",
OI'bOY "HMMUII TpaHCIUIAaHTOJIOTHMM M MCKYCCTBEHHBIX OpraHoB M. akaaemuka B.U. Illyma-
koBa') pebeHKy OBLJIO peKOMEeHI0BaHO MpoBenaeHue neauarpuueckoit TC 3a npenenamu Poccuii-
ckoit ®enepanuu. [lepenér B Unauro ocnoxuuics nnpexuusamu, Hapacrana CH, norpeboBasiuas
uHdy3uitmmipuaona 04.01.18 O6bU10 3aperucTpUPOBAHO HECKOIBKO CIEAYIOMIUX APYT 32 IPyroM
OCTaHOBOK CE€pJIlla, MOCIE KOTOPhIX HA HEMPOJOKUTEIBLHOE BpEMsl BOCCTAHABIIMBAJICS CUHYCO-
BbIA pUTM 3a cu€T paspsaa UK/, JlanpHelmee okuganue B 04epen JOHOPCKOTO CepAla CTajao
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HeBO3MOKHBIM 6e3 MIIK. PeO&HOoK OBl MOIKIIIOUEH K arnapaTy 3KCTpakoprnopalbHOW MeMOpaH-
Hoit okcureHaru (OKMO) u 17.01.18 1. korga ObLT HAWIEH MOAXOAAIIUN TOHOP ¢ 3aUKCHUPO-
BaHHOW cMepThio Mo3ra Obuta mpoBeeHa TC.TC compoBokaaeTcst pakTopaMu pucka, 0COOCHHO
npu ucnoib3oBannu IKMO: npucoennaenne HHPEKINi — OaKTEPHAIBHBIX, BUPYCHBIX; OIIIOP-
TYHUCTUYECKUX, HEBPOJIOTMUYECKHUX OCIOKHEHUH, MOJIMOPTaHHON HefocTatoyHocTU. CIrycTs roz
y pebenka HuBenupoBaauch npusHaku XCH, ynydmmnach counanbHas agantaius, mpoaoiiKaeT
o0y4eHue Ha A0MyY.

Ob6cyxnenune.CoxpaHeHUe )KU3HU peOEHKY MPU HEYKIOHHOM nporpeccupoBanun XCH Benen-
cTBue noctMuokapautuaeckoit JJKMII va poHe MennkaMeHTO3HOM Tepanuy ¢ UHOTPOITHOM MOJI-
JIePKKY,H BCITIOMOTATEIbHBIX METOJIOB JICUeHUs (MMIUTaHTAIHsI KapInoBepTepa-aepuopuuisaropa,
OKMO) cTano BO3MOXHBIM TOJIBKO Onarogapst nmposeaeHuto TC.

3akmoueHue. D dexTuBHOe sedeHue pedpakrepHoir XCH Bo3moxxkHO Omaromapsi pa3BUTH-
IOTIeINaTPUYECKON TPAaHCIUTAHTALIUU CEpa.

ATIUNIACTHYECKASI AHEMHUS KAK MACKA CUCTEMHOM KPACHOM
BOJTYAHKHA

Moxpoea A.B., Manenkoea B.A., Munéxuna M.I10., Xomkuna /I.C., bpvizeanuna C.IO.
Hayunwit pykosooumens: k.m.H., Ooyenm Jlapuna JI.E.
Kadgheopa nponedesemuxu demckux donesneii I1D
dI'b0Y BO PHUMY um H.H. Ilupozoéa M3 P®

Cucremnas kpacHas Bomdanka (CKB) — cucreMHoe ayTouMMyHHOE 3a00JI€BaHUE C Pa3BU-
THEM UMMYHHOTO BOCHAJICHHS B Pa3IUYHBIX OpraHax U TKaHax. CBOEBpEeMEHHbIE TUATHOCTUKA U
Hayaja0 UMMYHOCYIIPECCUBHOM Tepanuy MO3BOJISAIOT 3HAYUTENIbHO YIYUIIUTh POTHO3 3a00s1eBa-
Hus. Onnaxo nposiienns CKB Hactonbko pa3HooOpa3Hbl, 0COOEHHO Ha HayaJIbHBIX 3Talax, yTo
BpayaM Mopoi ObIBAET CIIOKHO Cpa3y TUAarHOCTUPOBATH 3Ty MATOJOTHIO.

Manpuuk 16-tu net serom 2018 roga mpoxoaun mpohocMOTp I MPOAOIKCHHSI 3aHATUN B
CIIOPTUBHON CEKIIMU, TIPU KOTOPOM OBLIM BBIABIECHBI M3MEHEHHUS B TeMOTpamMme: JIEHKOTEeHUs,
TPOMOOIIUTONICHUS, aHEMUSI, MAKPOIIMTO3 »pUTpountoB. Habmiomancs y remarojora mo MecCTy
JKUTEJIBCTBA, MOTyYal JiedeHUue (MHJIbraMMa, HEeHPOMYJIBTUBUT), OHAKO U3MEHECHHS B aHAJIM3aX
KPOBH COXpaHsUIUCh. J{71s1 00ciieoBaHus U OnpeaeneHns JalbHEeHIe TaKTUKY BEACHUS TallUEHT
OBLT HAaIpaBJieH Ha TOCHUTAINU3ALMIO B OTJEJIEHUE TeMaTOJIOTUH C HAllPaBUTEIbHBIM JUATHO30M
«Hapyuienue 6enbIX KpOBSHBIX KJIETOK HEYTOUHEHHOE». BbU OTMeUueHbI ClieAyIolue N3MEeHEHUs
B TEMOrpaMMe: MaKpOIMTO3 SPUTPOIIMTOB, YPOBEHb TpoMOOIuTOoB — 58*10°/11, neikonuroB —
2,42 *10°/n. Taxxe BoisiBieno nosbimeHrne ANA mo 0,3 EJl, AT x IHK g0 95,9 en/mi, npoteu-
Hypust 10 1 /1. OHKonponudepaTuBHbIE 3a00I€BaHUS UCKITIOYCHBI (OHKOMAapKephl HE HAM/ICHBI,
MuesorpaMMma B rpezienax HopMbl). Majasuuk NepeBe/ieH B OTJEIEHUE PEBMATOJIOTHH € MTOJ03Pe-
HUEM Ha CUCTEMHYIO KpacHYIO0 BOMYaHKy. B mpornecce oOcnenoBanus BbICTaBieH AuarHo3 «Cu-
CTEMHas KpacHas BOJTYaHKa, BBICOKAsl CTETNIEHb aKTUBHOCTH, ocTpoe TeueHue» (ANA mo 0,3 E/JI,
AT x IHK 1o 95,9 en/min, nporeunypusi, T1eMKONICHHsI, aHEMHUSI, TPOMOOIIUTONICHHSI, YBETTUUCHHE
COD, noseiienue CPb, adThl Ha cnu3nCcTON NONOCTH pTa). bbula mpoBeneHa naroreHeTUYecKas
(ITpemuuzomnon 1 mr/kr/cyT, [TnakBernn 200 Mr/cyT.) ¥ cuMnroMarudeckast (raCTponpOTEeKTHBHAS,
TUIOTEeH3MBHAs) Tepanus. Ha ¢oHe yedenuss ormeyanach MojJOKHUTENbHAS TUHAMUKA: YPOBEHb
JIEHKOIIMTOB HOPMAJTM30BAJICs, YMEHbIIeHHe ypoBHS CPb, TeHACHINSA K HOpMaIU3aIliy SPUTPO-
IIUTOB, KYIUPOBAHBI MPOSBICHUS aTO3HOTO CTOMATUTA; TPOMOOIIMTONEHUS U MPOTEUHYPHUS CO-
XPaHSIUCh.

Uepes Mecsil ObUT TOBTOPHO MIAHOBO FOCIUTATN3UPOBAH C HEIbI0 KOHTPOJIS TEPATUH U OLICH-
KU IMHAaMUKH JiedyeHus. [lalenT npuBep:keH Tepanuu, NIeEpeHOCUMOCTh €€ YI0BJIETBOPUTEIbHAS.
Y4UuThIBasi COXPaHSIONIYIOCS TPOMOOITUTONICHUIO U MPOTEUHYPHUIO, B TEPAITUIO JOOABICH UMMY-
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HozernpeccanT — MukogeHnonara MmopeTui. B octanbHOM — Tepanus coxpanseTcs. Pekomenio-

BaHO IIOCTENIEHHOE CHI)KEHUE J103bI IPEAHU30JI0HA U IJIAHOBAs roCIUTanu3anus yepes 1 mecsu.
JlaHHBIN KIMHUYECKUN Cllydall sBJsieTcsl puMepoM npaBuiibHOM quarnoctuku CKB, nedro-

THUPYIOIIEH MO MACKOW arlaCTU4€CKOM aHEMHUH M BOBPEMsI HAYaTON aJIeKBATHOM TEPAIIHH.

PEAKTUBHAS APTPOITATHUSA ITPABOI'O KOJIEHHOI'O CYCTABA C
SHTE3UTOM CYXOXKUJIUA YETBIPEXITVIABOM MBIIIIIbI BEIPA

Mamkxkaea B. I.
Pykosooumens: k.Mm.H., Oouenm Mopeno U. I.
Kadgheopa zocnumanwvnoii neouampuu umenu axkaoemura B.A. Tabonuna
@dI'bOY BO "PHUMY um. H.H.ITupozosa" M3 Poccuu
I'BY3 «/ITKb Ne 9 um. I'H. Cnepanckozo /I3M»

AKTyannbHOCTh. PeakTuBHAsI apTponaTtusi CyCTaBOB — BOCHAJIUTEIbHOE HETHOMHOE Mopaxe-
HUE KOCTHO-XPSILIEBOTO COCTUHEHHMS], ITIABHBIM 3THOJIOTUYECKUM (DAKTOPOM KOTOPOTO SIBISETCS
nepeHeceHHoe HH(EKIMOHHOE 3a0oneBanue. PeakTuBHas apTponaTsi KOHEUHOCTE! MPOsBISIETCS
CIyCTs 2 HENENH TOCIe MEePEHECEHHBIX MH(MEKIN, BhI3BAHHBIX: PECIUPATOPHBIMU BUPYCAMU;
XJaMUJIASIMU; KUIIEYHOW MAJIOUKOM; KOKKOBBIMU MUKpoOpranusmamu. [Ipotekaer B Buae aprpai-
ruil (Ooneit 6e3 HapyueHus GopMbl U QYHKIMM CycTaBa) JMOO B BHJIE€ PEAKTUBHBIX apTPUTOB.
OCHOBHOHM OTJIMYUTEIIBHON XapaKTEPUCTUKOW apTpOINATUI SIBJISAETCS 3aBUCUMOCTbH CYyCTaBHOTO
CUH/IpOMA OT T€UEHHUS OCHOBHOTO 3a0oJeBaHus. [ pyObie maTonornyeckre U3MEHEeHUs B CycTaBax
0OBIYHO HE Pa3BHBAIOTCS, B OONBIIMHCTBE CIIy4YacB CyCTaBHAsl CHUMITOMATHKA MOJTHOCTBIO HCYe-
3aeT WIM CYIIECTBEHHO YMEHBIIIAETCS MPH aJIeKBaTHOM JICYEHUH OCHOBHOW O0J€3HH. DHTE3UT
— BOCIIAJICHUE B MECTaX MPUKPETICHUS CyXOXKHITHH, (paciiuii, CBI30K K KOCTSM, Yallle BCEro B Me-
cTax ano(u3oB, OyrprUCTOCTEH, MBIIIEIKOB, OTPOCTKOB U T.I. DHTE3UTHl BOSHUKAIOT BCIIECJCTBHE
ype3MepHOi (pu3ndecKoi Harpy3ku (mpodeccuoHambHbIi (HaKTop), TpaBMaTHU3AIUH, MOTYT OBITH
COITYTCTBYIOIIUM KOMIIOHEHTOM BOCHAJIUTEIbHBIX MPOIECCOB B OpraHuiMe (crnenuduueckoro u
HecnenupuIecKoro xapakrepa). Belaensror SHTe3UThl B 3aBUCUMOCTH OT JIOKAIU3AIH TTOpaxe-
HUSL.

Onucanue KIMHUYECKOro HaOmoneHus. Bo 2-e nenuarpuueckoe otaeneHue (KapIuoiIorun)
17.09.2018 noctynuna nesouka 8 net (01.10.2009 rona poxneHus) ¢ HalIpaBUTEIbHBIM JAUAarHO-
30M «APTPUT MPABOTO KOJIEHHOTO cycTaBay. JKaio0bl IpH MOCTYMICHUH HA MEPUOJUUECKYIO JIO-
KaJIbHYI0 00JI€3HEHHOCTh M0 HApY>KHOMY Kparo MpaBoro KOJEHHOIO CycTaBa M SMHU30/Ibl apTpal-
UM HESICHOTO reHe3a B TeUeHUe Mecsia Ha (poHe MOBBIIIEHHON aKTUBHOCTH.

AHaMHe3 XKM3HHU: JIeBOYKa OT 2-ii OepeMEeHHOCTH, CEMEWHBIN U ajuieproaHamMHe3 He OTSTO-
[ICHBI, TIPUBHUTA TO BO3pacTy commacHo Kanenmapio npoduiakTHYecKUX NPHUBHBOK, OoyieeT
OPBU Gonee 7-8 pa3 B ro, HaOMIONACTCS Y SHIOKPUHOJIOTA 10 TOBOLY KOHCTUTYIIHOHAJIBHO-
sK30reHHOTO OxkupeHwus I-11 crenenu; nepeneceHHple HHPEKIIMOHHBIE 3200JIeBaHHSI OTPHUIIALT (CO
cJI0B Matepu). MI3BecTHO, 4TO MalMeHTKa HaXouWIach Ha 00CIeI0BaHUH U JICUEHUH B OTJECJIECHUN
kapauosnioruu B JII'Kb Ne 9 um. I H. Cnepanckoro 2,5 roma Ha3zaj 1o MOBOAY TEUEHUSI peaKTHUB-
HOTO MTPABOCTOPOHHETO KOKCHUTA.

JIuTenbHOCTh HACTOSIIEro 3a00IeBaHus COCTaBIsAeT okojo Henenu. Co cioB Marepu, 3a00-
JIeBaHuE, KOTOPOE MOCITYKHIIO MPUYMHOM rOCIUTAIN3AUN HAuyaI0Ch BHE3AIMHO: MOSIBUIIUCH OOJIH
pY X0/b0€ MO0 HApy>KHOW MOBEPXHOCTH MPaBOro Oespa M B 3TOH ke 00JacTu NMpH NOABEME BbI-
npsimieHHo Horu. 16.09.2018 na mpuéme y JETCKOro TPaBMAaTOJIOTa-OpTOINe/Ia MOCTaBIIEH Clie-
JYIOIIMNA TMarHO3: MUO3UT YEThIPEXIIaBOM MBIl O€pa, CHHOBUT MPABOro KOJEHHOIO CyCTa-
Ba. J/leBouka ocmoTpeHa oronapunronorom 16.09.2018 B mpuémMHoM HHPEKIIMOHHOM OTIEIECHUN
JAI'KB Ne 9 um. I'H. Cniepanckoro mocraBjieH AMarHo3: XpOHUYECKUI TOH3UJUIUT, 1€KOMIIEHCH-
poBaHHast (opMa; apTpUT KOJIEHHOTro cyctaBa crpasa. 17.09.2018 mamueHTka KOHCYJIbTHPOBa-
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Ha MeAMaTpOM MPUEMHOTO OTIEJICHUS B CBA3M C caMocTosATeNbHBIM oOparieHueM B JITKB Ne 9
uM. ['I. CnepaHckoro u ¢ 11arHo3omM « ApTpUT IIPABOr0O KOJIEHHOT'O CYyCTaBa» roCIUTaIN3UPOBaHa
BO 2-€ MeUaTpUIECKOe OTAEIICHUE.

Ha momenT ocmotpa B otnenenun 17.09.2018 coctosiHue pebEHKa cpeiHel CTENEeHH TAKECTH
3a cYeT BbIpake€HHOTo cycTaBHOro cunapoma. T = 36,4 oC; UHCC = 78 ynapoB B munyty; AJl =
100/60 mM. pT. cT.; poct 131 cm, Bec 40,5 kr. [IpenbsBiser xkano0bl Ha MEpUOAUYECKUE OOTH MPH
JIBIDKEHUSIX M X0/1bOe B MIPaBOM KOJIEHHOM cycraBe. [loxonka He HapymieHa. Omnopa Ha IpaBylo
HIDKHIOIO KOHEYHOCTH IMOJHast. BuanMbIX KOCTHBIX nedopmanuii HeT. O61acTu CycTaBoOB BCeX
Ipynn HEe U3MEHEHBI (B TOM YHUCJIE U MPABOro KOJEHHOIO CycTaBa). /IBMKEHUS B HUX B IOJHOM
o0beme u Oe30oe3HeHHbie. OOpamaeT Ha ceOsi BHUMaHUE JIOKaJdbHas O0JIe3HEHHOCTD MPH TaJTb-
nanuy B 00JaCTH KPETJICHUS] CYXOKUITUS YeThIPEXIIIaBOM MIIIBI Oe/ipa B 00JaCTH JiaTepajIbHOTO
HaJIMBIIIEIIKa IIpaBoi OonbledepoBoit kocTu. [Ipu MakcuManbHOM criubaHuy (aKTUBHOM U I1ac-
CHUBHOM) OTMeuaeTcs 00JIe3HEHHOCTh B IPaBOM KOJIGHHOM cycTaBe. MecTHasi TeMneparypa U BT
KOKHBIX TIOKPOBOB B 00JIaCTH KOJICHHBIX CYCTaBOB HE U3MeHEHHI. [lepudepuueckas mynbcarus (B
TOM yHclie Ha aa. femoralis) cuMMeTprYHas1, yI0BIETBOPUTENBHBIX CBOMCTB. OOHapyKeHa rurmep-
tpodus HEOHBIX MuHnaMuH [I-11I ctenenu. AyckynsraruBHo umeet mecto MAPC (nuaronanbHast
XOpJia B IOJIOCTH JIEBOTO sKeynouka). OcTaiabHble CUCTEMBI OPraHoB 0e3 BUAMMOM natonoruu. [1o
pesynbratam npenasaputenbHoro oocnenoBanus (OAK ot 17.09.2018) maromorun He oOHapyKe-
HO. Mcxons U3 aHAMHECTHYECKUX JaHHBIX, kajlo0 M 0CMOTpa Haubosiee BEpOsSTHO UMEET MECTO
peaKkTHBHAsl apTPOIATHs MPABOTO KOJIEHHOT'O CyCTaBa C SHTE3UTOM CYXOXKMIIUS YEThIPEXINIABOM
MBI Oenpa. [{ns yrouHeHus: 1uarno3a Ha3HayeHbI Ja0OpaTOpHbIe M MHCTPYMEHTAJIbHBIE 00-
CJeI0BaHuUs, JUIsl KyIUpOBaHUs cycTaBHOTO cunjapoma ¢ 17.09.2018 nHaznaueHa uHI0METAIIMHO-
Bas Ma3b Ha MPABBIA KOJICHHBIN CyCcTaB 3 pasa B JICHb.

B pesynbrare 1O0NOTHUTENBHOTO J1a00PaTOPHOrO 00CIE0BaHUS BBISBICHBI CIEAYIOLIUE JaH-
HbIe: B reMorpamMme yckopeHHass COD no 25 mm/gac; B OAM oOHapyskeHa KpucTautypus (10
3,6 KJI/MKJ), a TaKKe MOBBILICHHOE CO/EPKaHUE CIM3H; B OMOXMMUYECKOM aHaJIN3€ KPOBU IO-
BhILIIEH ypoBeHb oOmiero Ca o 2,71, runepxonucrepunemusi. Beimonnen UMA Ha onmoptyHH-
ctuaeckue uHpekuuu: ++ IgG k EBV VCA, HSV I et II. B3ar mMa3ok u3 3eBa U HOCa Ha MH-
kpodopy: o6Hapyxenbl Staphylococcus epidermidis, Streptococcus viridans, Candida albicans;
Staphylococcus aureus (uyBcTBUTENbHBIN K Bankomununy, ['enTamununy, Jlunkomununy, Okca-
mwuHy, Oy3uauesoit kuciore, L{unpodnokcannny, SpuTpoMHULIMHY ). BEINOIHEHO HMMYHOJIO-
rudeckoe uccienopanue: ++ IgA (2,99 g/l), IgG (12,89 g/l), IgM (2,82 g/l),

C3 (1,55 g/l); ACJI-O = 610,9 en/mn, PO < 1,8 en/m. Iuactaza moun: 319 en/n .

B pesynbrare npoBeneHHON MHCTpyMeHTanbHOU nuarHoctuku Ha 9XO-KI' ¢ gonmiepom Jio-
LUPYETCsl JUaroHaJbHasl XOp/a B MOJIOCTH JIEBOTO JKEyA0UKa, IOJIOCTH CepAlLa HE pacIIMpEHBI,
[IaTOJIOTUH KJIAIIAaHHOTO anmnapara He BblsiBieHo; Ha DKI' cuHycoBast OpaguapuTMus, Mcue3aronas
IIpU 3a/I€pKKe JIbIXaHUs, NpeolinajaHue MOTEHIMAIOB JIeBOoro xenynouka, DOC BepTUKalIbHAs,
YCC=88 yn/muH. Ha peHTreHOrpaMMe KOJICHHBIX CYyCTaBOB KOCTHBIX, TPAaBMaTHYECKUX, CTPYK-
TYPHBIX U JE€CTPYKTUBHBIX U3MEHEHMH HE OOHApY)KEHO; PEHTI€HOBCKHE CYCTaBHBIE ILEIH CUM-
metpuuHsble. [To 3aximouennto Y3U KoleHHBIX CyCTaBOB: 3X0-KapTHHA CUMMETPUYHA; CyCTaBHbIE
IIEJIM HE PACIIUPEHbl; CHHOBUAJIbHAS KUAKOCTh aHIXOT€HHA, BU3YyaJIM3UPYEMbIE CYCTaBHBIE I10-
BEPXHOCTH HE M3MEHEHBI; THAIMHOBBIEC XPALIH 0€3 0COOCHHOCTEH; MAaTOJIOTHH B TTApaapTHKYJIISP-
HBIX TKaHSIX ¢ 00enx cTopoH He oOHapyxeHo. Ha MPT npaBoro konenHoro cycrtaBa MP-npu3na-
KOB I1aTOJIOTMYECKUX U3MeHeHull He oOHapyxeHo. Ha Y3 opranoB OpromiHoi Mos0CTH U MOYeK:
9X0-KapTHHA PEaKTUBHOW MAHKpEaToNnaTHH, Ae(opMayy KeI4HOrO ITy3bIps, METaOb0INYeCKO
He(pponaTuy, KOCBEHHBIX MPU3HAKOB racTPOLyOJeHAIbHOMN MaTOIOTHUH.

JleBouka Obl1a KOHCYABTUPOBAHA OTOJIAPUHIOJIOIOM, BBISIBIIEHA TUIEPTPOQHsI HEOHBIX MUHA-
auH 111 crenenu; KOHCYTBTUPOBAaHA OKYJIMCTOM: ATOJIOTHH HE OOHAPYKEHO.

[To pe3ynpraram NpoBEACHHOTO KOMIUIEKCHOTO 00CIeIOBaHUS Y IEBOYKH & JIET C MPU3HAKAMHU
NEePCUCTEHIINH BUpyca DmmreliHa-bapp u repnernyeckoit nH(pEKInH, ¢ KIIMHUYECKUMU TIPOSIBIIE-
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HUSIMH XPOHUYECKOTO TOH3MWITUTA U 0OMEHHO-MEeTa0O0IMYECKUX HAapyILIEHUH (KOHCTUTYIIUOHAIb-
HO-3K30TE€HHOTO OKUPEHUS, THIEPXOIUCTEPUHEMHH), B PE3yNIbTare MOBBIIMICHHON (U3NYeCKOn
Harpy3Ku B TEUEHHE MECsIa, UMEET MECTO PEaKTUBHAs apTpoNarus MpaBoro KOJIEHHOTO CyCTaBa
C DHTE3UTOM CYXOXWINA 4-X TJIaBOM MbIIIIBI Oefpa. YCTaHOBIIEHA COMYTCTBYIOLIAs MATOIOTHS:
KOHCTUTYIIHOHATIBHO-3k30TeHHOe okupenue I-11 crenenn; MAPC; nuchynkius CA y3na; nucme-
tTabosnnyeckast Hepponarus (KpUCTAJLTYpHsl); peaKTUBHAs MaHKpeaTonaThs; AepopMarus Kerd-
HOTO ITy3BIpS.

Jlanbl peKOMEHJAIMKU 110 KOPPEKLUUU TEpanuu: HECTEPOUJHBIE IPOTHUBOBOCIHAIUTEIbHBIE
cpenctra (Keronpoden Ha mpaBblii KOJIEHHBIN CycTaB 3 pas3a B JCHb — B TEUCHHUE CEHTAOPS, OK-
T0ps 2018 roxa); KOppeKkTopbl MeTaboIM3Ma KOCTHON U XpsAIIeBOl TKaHU (XOHJIPOUTHHA CYib-
¢dar Ha npaBbIil KOJIEHHBIN cycTaB 2 pa3a B JieHb (Y/B) — B Teuenue Hos10ps, aexads 2018 ron);
KOMOMHUPOBaHHbIE IIPENaparbl PACTUTEIBHOIO MPOUCXOKICHUS C JAUYPETHUUECKUM JIeHCTBHEM
(3onoTtoThicsiuHKKa TpaBa + JlroObucToka jekapcTBeHHOro kKopHu + Po3mapuHa OOBIKHOBEHHOTO
aucThs — | apake 3 pasa B IeHb B TEUCHHE MECALA CO JTHS BBIIUCKHU), a TAK)KE PEKOMEH/I0BaHa
mecTHas Tepanus JIOP-opranos (Cekcradar B Hoc (110 3 karuiu 3 pasa B IeHb) B TeueHue 14 qHeii;
Cexkcradar B pot 1o 1 yaifHoi1 10kKe 3 pa3a B IeHb, B TedeHHE 14 THEH cO THS BBITUCKH) .

Ha ¢one npoBeeHHOTO a/1eKBaTHOTO JIEUEHHUS SIBJICHUS CYCTaBHOTO CHHJIPOMA KyIHPOBaHbI,
JeBOoUYKa BhImucaHa gomoit 25.09.2018, ncxon 3ab6oneBaHus — BBI3IOPOBIICHHUE.

3axmrouenue. [IpencraBaeHHbIN KIMHUYECKUH ClTydall IOAYEPKUBAET, HACKOJIBKO BAJKEH MH-
JUBUAYaTIbHBINA MOAXOM K Ka)KIOMY NMALMEHTY, BEIb IMAarHOCTUKA JAHHOW I1aTOJOTMM Ha 3Tare
KJIMHUYECKOTO M (PM3MKAIBHOTO 0OCIIeI0OBaHUS MOXKET BbI3bIBAaTh 3aTpyaHeHus. OHaKo MpH Ha-
3HAYE€HUH CBOEBPEMEHHOW M MPaBWJILHO MOJ0OPAHHOM Tepanuu Mporuo3 3a00JeBaHusl SBISCTCS
OJaronpUsTHBIM.

CUHAPOM ITOTOUHKHU-JYIICKH Y JOHOIIEHHOT O
PEBEHKA 8§ MECSALIEB

I'pauéea A.B.
Hayunutii pykosooumens: 0.m.H., npogheccop /lecmapesa M.I.
@dI'b0Y BO PHUMY um H.H. Ilupozosa M3 PD

Mautbuuk 8 MecsI1eB, pOXKICHHBIN OT MOJIOMIBIX, 30OPOBBIX POTUTENCH, OT [-if HEOCITOKHEHHON
6epemenHocTU. Posibl camocTosATeNbHBIE, B CPOK, OLIEHKA MO HiKane Amnrap 7/8 6amioB, macca
3250 1, poct 52 cM. Bemucan oMol Ha 5 CyTKH.

B xon1ie 1-ro Mecsiiia oTMe4eHbl MPU3HAKH 3a/IePIKKU IICHXOMOTOPHOTO Pa3BUTHSI: OTCYTCTBUE
POTOBOTO BHUMaHWUsI, KpaTKOBpEeMeHHast (puKcarus B3MIsLIa, CHIDKCHHE 00l TBUTAaTeTbHON aK-
TUBHOCTH M MBIIICYHOTO TOHYCA, 33IepKKa ()OPMHUPOBAHUSI KOHTPOJISI TOJIOBBI B IOJIOKCHUU HA
)kuBoTe. OOparman Ha ceOs BHUMaHHE JUCIUIACTHYHBINA (eHoTHn: Opaxuiedanudeckas hopma
yepera, HU3KO MOCaKEHHbBIC YIIHBIC PAaKOBHUHBI, aHTUMOHTOJIOUIHBIN pa3pe3 mia3. K Bospacry
3-X Mecs1eB He c(hOPMUPOBAH KOMILJIEKC OKUBJICHUS. B mATh MecsleB B HEBPOJIOIMYECKOM CTa-
Tyce: HU3KUH TeMI pOCTa OKPY>KHOCTH TOJIOBBI, BEIpAXKEHHAs 0011asi MBIIIIEUHAs! TUIIOTOHUS, TIPH
MOBBIIIEHHON CHOHTAHHOHM JBUTaTeIbHON aKTUBHOCTH; COXpaHsIETCS 3alepiKka (HOpMUpPOBAHUS
KOHTPOJISI TOJIOBBI B TTOJIOKCHUU HA )KUBOTE M 3aJIEP’KKa PEAYKIIMU PEPIECKCOB HOBOPOKICHHBIX;
CHUMIITOMBI HapyIIeHUs] KOMMYHHKAIIMU C KPaTKOBPEMEHHOW (huKcariel B3msiaa, parMeHTap-
HBIM KOMIUIEKCOM OXKHBJICHUSI; MEPHOIUYECKOE 3aMHUpaHue, 0e3 HapyIIeHUs JbIXaHUs; CO CTO-
POHBI YEPEITHO-MO3TOBBIX HEPBOB NCEBI00YILOAPHBIN CHHAPOM: MOBBIIIEH TOHYC MBIIII] S3bIKa,
TUIIepCaTuBaIts, O)KUBJICHHbIN PBOTHBIN pedlieKC ¢ MONepXUBAaHUEM.

Hannune coueranus 3a1ep>KKu ICHXOMOTOPHOTO Pa3BUTHS M HU3KOTO TEMIIa POCTa OKPYKHO-
CTH TOJIOBBI, y JIOHOIIEHHOTO Pe0CHKA ¢ TUCTUIACTUYHBIM (PEHOTHIIOM, O€3 yKa3aHW Ha TIepUHa-
tanbHy1o narosoruto [IHC B anamHue3e, cTaio 0CHOBaHHEM 3aM0J03PUTh CUHIPOMAIIbHYIO GOpMYy
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3a0oseBaHus. [l MCKIIIOUEHUS SMUIICTITUYECKOM MPUPO/BI STH3010B NEPUOJHMUECKUX 3aMHpa-
HUI ObUTIO peKOMEeH0BaHO nposeaeHrne DI Buaeo-MOHUTOpUHTA. KOHCYIBTHPOBAH T€HETUKOM
JUIsL OTIpE/IeNICHUs] TAKTUKY JlajibHeHIero oocnenosanus, pekoMenaosano nposeaenue MPT ro-
JIOBHOT'O MO3ra, XpOMOCOMHOI'O MUKPOMATPUYHOTO aHAJIN3a, TAHIEMHON MacC-CIIEKTPOMETPUN HA
HaCJIEACTBEHHBIE 00JIE3HN OOMEHa.

ITo nanaeiM MPT 1 TaHAEMHON MacC-CIIEKTPOMETPUH KIMHUYECKH 3HAYMMBIX U3MECHEHUN HE
BbIsBIICHO. [Ipu npoBeaeHnu noaurpaduyeckoro Buaeo-231 -MOHUTOPUHTAa OTMEUEHBI CMEIIaH-
HBIE alTHO? B HOYHOE BpeMs 0e3 KIMHUYECKOTO 3HaYEHUs, SIWICNTH(GOPMHON aKTUBHOCTH HE 3a-
peructpupoBato. [Io TaHHBIM MUKPOMAaTPHUYHOTO aHaJIM3a OOHApYKEHA MyTalUs C AYTUIMKALIUCH
KOPOTKOTO Ijieya 17 XpoMocoMbl, onrcaHHast Kak cuHIpoM [lorouxu-Jlyncku.

Cungpom [lotonku-JIyncku — HacleCTBEHHOE 3a00IeBaHNe, XapaKTepu3yeTcs AMCMOP(H-
YECKUMHU Y€pPTaMHM JIMIIA, MBILICYHOW TMIIOTOHUEHN, CO CHUYKEHUEM TEMIIOB Pa3BUTHS JBUTATENb-
HOW aKTUBHOCTH; nucdaruei, cnocoOCTBYIOIIEH yXYAIEHUI0O KOPMIICHUS U CHUKEHUIO BECOBOM
KPUBOW; KOTHUTUBHBIMU HAPYLICHUSMHU C YMEPEHHOW YMCTBEHHON OTCTAJIOCTBIO, 3aE€PKKOH pas3-
BUTHsI PEYH, CIIOBECHOU allpaKCHEH; OTMEUYAOTCs PaCCTPOMCTBA ayTUCTUYECKOIO CIIEKTPA; allHO)
CMEIIEHHOT0 I'eHe3a; CepAEYHO-COCYIUCThIE aHOMAIHNH; Je(UILIUT TOPMOHA POCTA, C TUIIOIIIHKE-
MUeH B IpyAHON MEepruoJ U HU3KUM TEMIIOM pOCTOM B paHHEM Bo3pacTe. [lanueHTs! TpedytoT mnpo-
BEJCHHs CHMIITOMaTUY€CKOM Tepanyuy U PAaHHEH IICUXOJIOT0-IIENarOrn4eCKOM KOPPEKIUH.

BruitoueHne reHeTH4ecKoro aHaiau3a B KOMIUIEKC 00CIIEOBaHUs Y AAHHOTO peOeHKa MO3BO-
JUJIO YCTAaHOBUTH JIMArHO3, CBOEBPEMEHHO HauyaTh KOMIUIEKCHYIO PeaOMIINTAIMIO M MPaBUIIBHO
OPHUEHTUPOBATh POJUTENEH B IIPOTHO3€E BBIABIAEMBIX HapylLIeHUN. PaHHASA 1MarHOCTUKA, IICUXO-
JIOTO-TIEAATOrMYecKasi ¥ MEIUIMHCKAs peadUINTalusl CIOCOOCTBYIOT YAYUIIEHUIO COLUAIBHOM
aJjanTanuuy NauyueHTOB.

KJIMHUYECKUM CIYUYA OJTHOBPEMEHHOMU MAHU®ECTAIIUN
BTOPUYHOTI'O HE®OPOTUYECKOTO CUHJIPOMA
U HACJIEJACTBEHHOM C®EPOIIUTAPHOM '’EMOJIMTUYEKON
AHEMUHU

Jazymuna E.A.
Hayunutii pykoeooumens: Cuooposuu O.B., k.m.H., Ooyenm
Capamogckuii 20cy0apcmeeHHblil MeOUYUHCKUIL YHUBEPCUMEn
umenu B. H. Pazymoeckozo M3 P®

HedpoTtnueckuit ciHAPOM — 3TO KOMIUIEKC KIMHUYECKUX U JJaOOPAaTOPHBIX CHMITOMOB: IIPO-
TeuHypus (6onee SOMI/KT B CyTKH), TUTIONIPOTEMHEMUS C TUMIOAILOyMUHEMHEH (MeHee 25 1/1),
TUIIEPIUIHIEMHES (X0JIeCTepUH Ooee 6,5MMoub/), nepudeprueckre u NojJocTHbe oTeku. Mimeer
HIMPOKOE pacipoCTpaHEHHE CpeIu JIeTcKoro HaceneHus: 2 1o 7 ciydaes Ha 100 000 B rox. B pen-
KHX CITydasix MOpaKeHUs! KIIyOOUKOB MOYEK XapaKTePU3YOTCS INIOTHBIMU HUHTpaMeMOpaHO3HBIMU
Jeno3utamMu. bosie3Hb IJIOTHBIX JEMO3UTOB XapaKTepU3yeTcsl MPOTEUHypUel, HHOIa ¢ Hedpo-
TUYECKUM CHHIPOMOM, T'€éMaTypHuel, THUIIEPTEH3UEeH M MOYEYHOM HENOCTaTOYHOCTBIO. beIcTpoe
(opMHUpOBaHUE XPOHUYECKOHM IMOUEUHON HEIOCTATOYHOCTH TPeOyeT BEICOKOTO YPOBHS 3HAHUN 00
ATHOJIOTMH U BapUAHTaX KJIMHUUYECKOTO TEYEHUs OT Bpauell BCEX CHEUAIbHOCTEN.

[Tanmentka X.A B Bo3pacTte 6 niet u 3 mecsueB (1ara poxaenus 18.10.2012) naxoaurcst Ha 00-
cnenoBanuu u jgeyeHu B KOII Kb um.C.P.Mupotsopuesa r.Capartoa ¢ AuarHo3oM: Bropuunsiii
He(POTUUECKUH CUHIPOM Ha (pOHE BPOXKIACHHON aHOMAJIMU Pa3BUTHS MOYEBOW CHCTEMBI, CTeE-
POUAPE3UCTEHTHBIN, aKTUBHAS cTaaust. Mopdoiaornueckuii Auaruos3: GoKaabHbIM CETMEHTAPHBIN
IJIOMEpYJIOCKIIepo3, O0JIe3Hb IUIOTHBIX Jeno3uToB. ComyTcTByromuil: CocTossHMEe MOCe 3H0-
CKOITMYECKOW KOPPEKLUH ITy3bIPHO — MOYETOYHHUKOBOTO peduitokca. ['unomnasus npaBoi NOUKH.
CocTostHMe 1OCIe SHA0CKOIIMYECKON CIIJIeHIKTOMUM, HedparkTtomun. Hacnencrsennas cdeporm-
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TapHasi FeMOJIMTUYECKAsl aHEMUsI. XPOHUYECKUI racTponyoneHuT, Hp-neaccouuupoBannslii. [1pu
MOCTYIUIEHUU *Kajo0bl Ha: noBbiieHue A/ 10 150 u 110 MM.pT.CT., TOIIHOTY.

AHaMHe3 )KH3HH: PeOCHOK 0T 4 OEpEeMEHHOCTH, 3 CPOYHBIX POJIOB, TyTEM KecapeBa CCUCHHUS.
bepemenHocTh mpoTekana Ha (OHE OTATOLIEHHOTO aKyIIEPCKO-TMHEKOJIOTHYECKOrO aHaMHe3a,
XBI'TI, npuema mpenapaToB xkeje3a, BATAMUHOB, aHeMUHU. Poauiicsi B COCTOSSHUM YMEPEHHOM TH-
nokcuu. Bec npu poxaennu — 2950 1, nimuna tena — 50 cm. CocTouT Ha «/|» yyeTe y kapaunosaora
¢ auarao3oM MAPC: oTkpbITOE OBasibHOE OKHO. HacneacTBeHHOCTh OTATrOIIeHa 10 3a00J1eBaHUAM
MOYEBBIICTUTEIBHOIN CUCTEMBI: Y OTIa U 6a0yIIKK MO JIMHUU OTIa — KUCTO3HAs 00JIe3Hb MOYEK,
y 0a0yIIKy M0 THHUH MaTepyu — MoYeKaMeHHas 00JIe3Hb, TUMOIIIa3us moyku. 1 mo 3aboneBanu-
M KpOBH: Y JSIIM 110 JIMHUM OTI[a — HACJeICTBEHHAs ceporuTapHas reMOJIUTHYEeCKas aHEMUSL.

Anamue3 3a6oneBanus: C 7-MecayHOT0 Bo3pacTa HaOmoqaeTcst HeppoIorom, ypoorom, B CBsi-
34 C PeLUIUBUPYIOIIUMHU HHPEKIHUIMUA MOYEBBIBOISAIINX MyTel. B Bo3pacte 7 mecsiieB BIiepBbie
npu nipoBeaeHnH Y3 modek Obliia BRISIBIIEHA TUIIOTLIA3HS IPABOM MOYKH, TUEIOIKTA3US CIICBA.

B Bo3pacTe ogHOrO roja mpoBeseHa HUCTOTpadusi, BBIABICH ABYCTOPOHHUHN ITy3bIPHO-MOYE-
TOYHUKOBBIN pedirokc 3 creneHu cneBa, 2—3 CTENEeHU CIIPaBa, B CBSA3HM C ATUM IIPOBEACHA IHJIO-
CKONTMYECKasi KOPPEKIUS ¢ ABYX CTOPOH IpenapatoM «Ypoaekc». B manpheiiimem Habmonantach
HENOCTOsIHHAsI IPOTEUHYPHsI IPU UHTEPKYPPETHBIX 3a0oaeBaHusaX. B Bozpacte nsaTu et 3apuk-
CHUpOBaHa MPOTEUHYPHUS S5 T/11 6€3 THIOTPOTEHHEMUHU.

Jle6roT 3a00neBanus B Mae 2017 1. Ha poHe mepeHeceHHOM THEBMOHUU C ITOJTHOTO KIIMHUKO-J1a-
00paToOpHOTr0 CUMITOMOKOMILIIEKCA HEPPOTHUECKOTO CHHIPOMA B COYETAHHH C MUKpPOTEMaTypH-
€il, ¢ pa3BUTHEM OCTPOTO MOYEYHOTrO MoBpexkaeHus. [1o TaHHBIM cTaTudeckoil CUMHTHrpaduu
ot 05.2017 — npu3Haku He(YHKIMOHUPYIOUICH MPaBOW MOYKH, BUKAPHOHM rUIepTpoduu neBon
nouku. [Ipu mpoBeaeHNH MUKIMOHHOW IMCTOYpETpOrpaduu BBISBICH ITy3bIPHO-MOYETOYHHUKO-
BbIil pedutrokc 4 crenenu cupasa. [To amOGynatopubiM naHHbIM OT siHBaps 2018 1.: runmonporeu-
HEMUsI, TUTIOATLOYMHHEMUSI, aHEMUS CpeHel TsokecT. B mapre—anpene 2018 r. 3adukcupoBana
MPOTEUHYPHs, TUIOaTLOyMUHEMHUS, TIepudepudeckue oTeKku, aneMus Jerkoit crenenu. Ha Y3U
BbIsIBJICHA renaroMeranus. Hauara anturunepreH3uBHas Teparus.

B anpene 2018 r. B TeyueHue nepBoii rocnuTagn3auy B Hegpoaoruueckoe oraenenue « HMULDy
MOATBEPIKJCHA aKTUBHOCTh HE(PPOTUUECKOTO CHHApPOMA (TIPOTEUHYPHUS 2 T/J1, TUIIONPOTEUHEMUS
44 r/n, runoaikOymuHemMus 22.7 /1) B coueTaHuu ¢ Mukporemarypueii C3-xkomruiement 1,3 1/,
C4 — 0,27 r/n, antunykneapusie antutena, ANCA — orpunarensubie. AJ[ 118 u 65 mm.pT.CT.
Hauara Tepanus nmpeIHU30JI0HOM B T€parieBTUYECKOM J103€, HAa (JOHE Yero MPOTEHHYPHsI CHU3U-
jJack ¢ 2,7v/n go 1,2 r/m.

[IpoBeneHO MONEKYIPHO-TEHETUYECKOE MCCIEI0BAaHUE, BBIABICHA HYKJICOTHIHAs 3aMeHa
g60889727G>A B reTepo3uroTHoM coctossHuM B reHe LAMAS. YuuTeiBasi ceMeiHbIli aHaMHE3
Y HaJINYue HOPMOLMTAPHON HOPMOXPOMHOM T'MIIEPPEreHEPATOPHONM aHEMHHM JIETKOM CTEIICHH B
COYETaHHUHU C TUnepPeppuTHHEMHEN, UCCIIE0BaH raNTOITIO0OMH, PAaCTBOPUMbIE PELIETITOPBI TPAHC-
dbeppuHa — MOATBEPXKAECH IeMOJIU3, BEPOSITHEE BCET0, HACIEACTBEHHOI'O I'eHe3a U IMeperpyska
JKEJIe30M, PEKOMEH/I0BaHA KOHCYJBTALIMS T€MaTOJIO0ra.

B urone 2018 1. npu rocnuranuzanuu B reMatonornyeckoe oraenenne PIKb, noareepxaen
HACJIC/ICTBEHHBIN XapaKTep reMOJUTHYECKON aHeMHUH, TUAarHoCTUpoBaH cdeporuros. [Iposene-
Ha JIaapocKomuyeckas cruieHskToMus. Kpome Toro, namapockonuueckas mpaBoCTOPOHss Hed-
poakTomus. JlocTUrHyTa YacTU4yHasi peMuccus K 5 Heaene Ha (poHe JeyeHUs] HUKIOCIIOPHUHOM.
[IpoBenena nuarHoctudeckass HepOOUOIICHSI €TUHCTBEHHOM JICBOW TOYKH, MOP(HOIOTHIECKUIA
JMarHo3: (oKaJlbHO-CETMEHTAPHBIN ITIOMEPYIOCKIepO3, MO JaHHBIM 3JIEKTPOHHOW MHKPOCKO-
Uy — 0a3alibHbIe MEMOPaHbI YTONIIEHBI, CO/IEPKaT TMHEHHbBIE TEMO3UTHI BBICOKOH IEKTPOHHON
IUIOTHOCTH.

C xoH1a okTsI0pst y pebeHka orMeyanuck snu30ab1 nosbimeHus AJl 1o 200-180 u 90 mm.pt.cT,,
CYIOPOTH B IUCTAIILHBIX OTJIENIaX BEPXHUX KOHEYHOCTEH. ONHOKpAaTHO Ha (pOHE MOBBIIEHHOTO
JTABJICHHUS, CO CJIOB MaMbl, OTMEYAJIOCh HApYIIEHNE BOCIPUATHS U Y3HABaHHsI 3HAKOMBIX JIULL.
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C 02.02.2019 pebGenka crana 6ecrmokouth ronoBHast 60ib, ¢ 03.02.2019 — noBeimenue AJJ
150 u 110 mMm.pr.cT, cCHIDKEHHE Auype3a. B cBs3u ¢ yem, mocTynaeT Ha 00ClieIoBaHNUE U JICUCHHE.

OOBEKTUBHEIN cTaTyC: 00Iee COCTOSIHUE TSKEII0e, 00yCIOBICHHOE apTepHUaIbHOU TUIICPTCH-
3ueit. Koxka uncrasi, OeHas, oTMedaeTcs TUIepeMust ek, MpaMOPHOCTh HHYKHUX KOHEYHOCTEH.
KymmHroniabe1il CHHAPOM: U30BITOYHOE OTIOXKEHHUE MTOJAKOKHO-KUPOBOW KJIETUYATKH HA BEpXHEH
MIOJIOBUHE TYJIOBHIIA, Jinle. CepaeuHO-COCyAUCTasi CUCTEMA: TOHbI CepAlla pUTMUYHBIE, B M10JIO-
KEHUU JIe)Ka BBICITYIIMBACTCS MATKUI cucTonmueckuii mym B Touke borkuna, YCC 94 yn/muH.
ANl 127 u 92 mm.pr.cT. CucTeMa MUILEBAPEHUS: MHOKECTBEHHBIN Kaprec 3yOO0B, SI3bIK Y KOPHS
00I10keH OesbIM HajeToM. MoueBBIIeIUTENbHAS CHCTEMa: 00JacTh MOYEeK BHEIIHE HE U3MEHEHA.
CumMrntoM NOKoJIauMBaHuUs OTpULIaTeNNbHbIN. Mouenciyckanue cBoboiHoe, 6e30one3neHHoe. Ote-
KU, TACTO3HOCTh Ha MOMEHT 00CJIeZIOBaHUs OTCYTCTBYIOT. [I0 OocTanpHBIM OpraHaMm U cHUCTEMaM
6e3 ocobeHHOCTEH.

JlaHHble 1a00OPaTOPHBIX U MHCTPYMEHTANIBHBIX MeToJ0B obcnenoBanus: OAK: nelikonuTos,
yckopeHHoe COD, TpomOonuTo3. buoxumuueckuii aHajin3 KpOBH: TUIIONPOTEUHEMHUSI, THII0AIBOY-
MHUHEMUs, TIOBBIIIEH ypoBeHb Xonectepuna. KOC: merabonmuueckuii aunno3. OAM: npoTenHypHsl.

B nacrosiiiee Bpemst moiyvaer JieueHue: Mukodenosar « CelcenTy, THITOTEH3UBHYO TEPAITHio
(«Do3unonpmI», «Metonponon», «cAmMnogununy), «@ypocemun», CaD3Nicomed

Takum oOpa3om, omepaTUBHOE JICYCHUE HACICACTBEHHOW C(HEpOIMTapHONW TeMOJMTHYECKON
aHeMUH (CIICHIKTOMUS) TO3BOJIMIIM JOOUTHCS HOpMaJIM3alluy MOKaszaTeneil KpacHoi kpoBH. Te-
panusi CelIeKTUBHBIMH MMMYHOCYTIPECCOPaMHU MO3BOJIMIA KyIHPOBAaTh OTEYHBINH CHHAPOM, J10-
OUTBHCS CHWXKEHUS YPOBHA MpoTeuHypuu (¢ 5 r/cyt, 1o 1.3 r/cyTt). HecMoTpst Ha KOMIUIEKCHYIO
AQHTUTUIIEPTEH3UBHYIO TEPaAIMIO, HE YIaeTcsi JOOUThCS cTaOMIbHBIX (P AJl, 9TO BO3ZMOXKHO
CBSI3aHO C IJIOMEPYJSIPHBIMU U3MEHEHUSIMU (00JIE3HBIO TUIOTHBIX JACTIO3UTOB).

KJIUHUYECKHUU CJIYUYAU CHHOBUAJBHOM CAPKOMBI ITIITOYHOM
OBJIACTHU C METACTA3AMMH B JIETKHUX, AHOMAJIMEN APHOJIB/IA-
KHUAPH, BOJIE3HBIO OCTYIA-IIIJIATTEPA, CHHIPOMOM KNJIBBEPA

bauzanoe ILU., I'azanuesa JI.P.
Hayunuwit pykosooumens: Kouuesa B.B.
@dI'b0OY BO PHUMY um H.H. Ilupozosa M3 P®D
DI'BY «Hayuonanonuvlit MeOUyUHCKUIL UCC/1€008amenbCKuil yenmp onkonozuu umenu H.H.
bnoxunay M3 P®

CuHOBHAIbHAS cCapKOMa — 3TO peaKas MEe3eHXUMallbHAasi BEPETEHOKJIETOYHAs OITyXOJb C BO3-
MOXHBIM MPHUCYTCTBUEM TKAHEBOTO KOMIIOHEHTA C SMUTEIHaIbHON AU dHepeHInpOBKOH, BKIIIO-
qas (hopMUpPOBaHUE KETEZUCTHIX CTPYKTYP, a TAKKE C HATUYMEM CIeln(PUIEeCKO XpOMOCOMHON
tpanciokamn t (X; 18) (p 11 gll). Cocrasnsier ot 4% 1o 10% oT Bcex capkoM MSTKHUX TKaHEH.

Anomanusi Apnonpaa-Kuapu 1 tuma — 3aboneBaHue, NPUYUMHONW KOTOPOTO SIBIISIIOTCS
BpoXxieHHbIe opoku pa3sutus LIHC, npu kotopom HabmogaeTcst OnyuieHrne MUHIAINH MO3KEU-
Ka M3 YepemHOi KOpOOKH B IMMO3BOHOYHBIN KaHa, BCTpevaromeecs ¢ yactorou 3.3-8.2 va 100000
HACEJICHUS.

Bonesns Ocryna-1llnarrepa — ocreoxoHaponarusi Oyrpucroctu 0ombiiedeprioBoit koctu. Ha-
omonaetcst mpumepHo y 20% aeTeil, akTUBHO 3aHUMAIOIIUXCSI CIOPTOM, U TOJIBKO y 5% He 3aHH-
MAaIOUIUXCS CLIOPTOM IOIPOCTKOB.

bonwnoii I1., 17 net, ot 2 6epemeHHOCTH, poabl B Cpok. Macca tena npu poxaeHuu 3000 T,
poct 50 cM.

[Tariment noctynun B HMUL] onkonorun um H. H. biioxuna ¢ sxamo6amu Ha XpoOMOTY Ha HIK-
HIOIO IIPABYIO0 KOHEYHOCTb, OTEUHOCTh IPABOM CTOIBI, 00U B MATOYHOM 0071aCTH NMPaBOW CTOIBI.

Anamue3 3aboneBanus: B Mae 2018 1. manueHT obparnics K Bpady IO M/K € kajoOamMH Ha
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6osn ipu XozAb0€e B MpaBoil msaTouHOM oOnactu. [Ipu ocMoTpe nmaronornyeckux oOpa3oBaHUiA BbI-
SABJICHO He ObUI0. Brimonnena Rg-rpadus msaTouHBIX KOCTEH — M3MEHEHUWH He BbIsABICHO. [Ipu
MOBTOPHOM 00CJI€I0BaHUH, TIOCIIE MPOBEIEHHOTO Kypca MPOTHBOBOCHAIUTEILHON TEpauHu, sKa-
710061 coxpanmwinck. B utone nposeneno KT maToyHbIX KOCTEH — 30Ha KpaeBOW I€CTPYKIMH 1O
MO/IOLIBEHHOM MOBEPXHOCTH MPABOM MATOYHON KOCTH C OTEKOM MpHIIeKalIuX TKaHeh. Pexomen-
noBaH ocMoTp oHkojsorom. IIposeneno PKT OI'K — kaptuna aud@y3Ho pacmonokeHHbIX Of-
HOTHUITHBIX MATKOTKAHHBIX 00pa3oBaHMii pazMepamu 10 20 MM, ¢ IpU3HAKAMHU BaCKYJISIPU3ALUH.
Bruta npoBeneHa onepanus 1o yaajaeHUI0 00pa30BaHus MPaBOW CTOMBI. [ UCTOIOTUYECKH — CHHO-
BUaNbHAs capkoma. [y manmpHeiinero o0ciea0BaHus U ONIPEICIICHUS] TAKTUKY JICUSHUST O0IbHON
HanpasieH B HMUIL] onkonorunn nm. H.H.binoxuna.

[lepenecennsie 3a0oneBanusi: OPBU, BHeOonbHUYHAS cerMeHTapHasi MPaBOCTOPOHHSSI ITHEB-
MOHHUS CP.CT. TSOKECTH.; JIAMOIMo3 (B 5 siet); anomanust Apnonbaa-Kuapu 1 ct. (12 ner) Gose3ns
Kunnbepa (¢ 13 ner), 6onezns Ocryn-Inarrepa (B 14 ner). AnneproaHamHe3 HE OTSTOILEH.

OnkoaHaMHe3: IeAylIKa 10 OTLOBCKOM JIMHUN UMEIT PaK >KeIy/Ka.

ITo mpubsTin B HUM JIOI" uMmenach oTpuuaTenbHas JUHAMUKA POCTA OIMYXOJIM MPaBOMU I1s-
TOYHOM 00J1acTH, a TaKke pocTa MetacTa3zoB B yierkux. [Iposeneno [I13T KT, nepecmoTp rucroso-
rudeckux npenaparoB. PKT OI'K: yBennuenue yyactka AeCTpyKLUUU IPaBOM MSATOYHON KOCTHU 10
3x%2,2%1,6 cM. MsiTKue TKaH! MOJIOIIBEHHOM 00JIaCTH MPABOM CTOIIBI YBEJIMUCHBI.

Ha ocHOBaHNYM JaHHBIX aHAMHE3a, THCTOJIOTHYECKOTO U TEHETUYECKOTO UCCIIE0BaHus, a TaK-
K€ MHCTPYMEHTAJIbHBIX METOJOB MOCTABJEH JUArHO3: 3JI0KaYeCTBEHHOE HOBOOOpA30BaHUE coe-
JUHUTEIBHBIX U MATKNX TKaHE! HWKHEH KoHeuHOCTH. CHHOBHAIbHAS CapKoMa MPaBoM MATOYHON
obnactu. G3. MeTacTasbl B JIETKHX.

Jleuenue: nposeaeH 1 kypc HIIXT no cxeme:

Xomnoxkcan 3000mr/m2 1-3 gau, PII=4800 mr, CJI=14400 wmr;

Anpuamuniua 37,5mr/m2 1-2 nau, PI=60mr, CII = 120 mr.

Ha naHHBII MOMEHT MaLIMEHT BBINUCAH HA TMHAMUYECKUN KOHTPOJIb.

Ciyuall BBI3bIBAET MHTEPEC KAK C O3ULMH Bpada-KIMHULMCTA, TAK U C HAYYHOU TOUKH 3PEHHUS.
YacroTa BCTpEUaeMOCTH JAHHBIX 3a00JIEBAaHUM MO OTIEIBHOCTH SBISETCS HE3HAUYUTENILHO pell-
KOH, a OOHapy)KeHHE UX Y OJHOTO MalMeHTa — I0-HACTOsIIEMY KIMHHYECKOH Haxoakoi. Ha oc-
HOBaHUM ATOTO, Bpady CTOUT OOJIee TIIATEIBHO 33 JyMaThCsl O MOIX0/e K cOOpy aHaMHe3a, paHHE!
JUArHOCTUKE U Ha3HAYEHUH JICUCHHUS C YUETOM JPYyTUX 3a00JIeBaHUil, UTO B CBOIO OUepeib odecre-
YMBAET YMEHbLICHHE JIeHCTBUS TOOOYHBIX 3()(PEKTOB MPOBOAUMOMN Tepanuu, B COBOKYITHOCTH C €€
OosnbLIel 3pPEKTUBHOCTBIO, PE3KO YBEJINYMBAsI IIAHCHI OOIBHOIO HA YCHEIIHOE BbI3I0POBIICHHE.
C Hay4yHOM TOYKH 3pEHHsI UHTEPEC BBI3BIBACT TOT (PAKT, YTO UCXOJHBIM 3BEHOM B PA3BUTUH CHHO-
BUAIBHOU capkombl, 6ose3nu Ocryna-Illnarrepa u anomanuu ApHonsaa-Kuapu siBisieTcst Hapy-
mieHue B AudQepeHnnpoBKe Me3eHXUMaIbHON TKaHU. DTOT (H)aKT MOXKET CTaTh MPOTHOCTHYECKU
3HAYMMbIM IPU MPOBEJACHUM MPEHATaJIbHbIX CKPUHUHIOB U MOCTHATAJIbHBIX OCMOTPOB C LIEJIBIO
OLIEHKHU CTEIIEHH PUCKA PA3BUTHSA, KaK Har0o0JIee 4YacTO BCTPEUAIOIINXCSl CUCTEMHBIX 3a00J1€BaHUN
COCIMHUTEIILHON TKaHU, aHOMAJIMHI Pa3BUTHUS KOCTEH OpraHu3Ma B LIEJIOM, TaK M Pa3BUTHS PEIKUX
OIyXOJIEBBIX MPOIIECCOB, Oome3Hel, 3aTparuBatonux opradsl [IHC.

TYBEPKVYJIE3 MHOXECTBEHHBIX JIOKAJIM3AIIMI Y PEBEHKA
PAHHET'O BO3PACTA

IlMunkun U.B., Kuceneeuu A.B.
Hayunuwtii pykosooumens: oouyenm, k.m.H. FOcyooea A.H.
@dI'b0Y BO PHUMY um H.H. Ilupozosa M3 P®

HecMoTps Ha 3HAUMTENbHBIE YCIEXH MO CHIKEHHUIO 3a00JIeBaeMOCTH TyOepKysie3oMm B Poc-
cuiickoit denepanuu, npodbaema TyOepKyne3a y jaeTed, 0COOCHHO y JeTel paHHero Bo3pacTa,
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HO-TIPEXKHEMY OCTaeTcs aKkTyalbHOW. B cuily cBoMX aHaTOMO-(U3MOJIOrMYECKUX OCOOCHHOCTEH
OHU B OOJIBIIEH CTENEHU MOJBEPKEHBI PA3BUTHIO TeHEPATM30BaHHBIX (popM 3aboseBanus, ¢ mpe-
uMmylecTBeHHbIM nopaxxenuem LTHC.

JleBouka, 7 MecsIIeB, OT BTOpOH OEpPEMEHHOCTH M BTOPBIX POAOB (CaMOCTOSITeNIbHBIE, Ha 43 He-
nene). Macca Tena npu poxkaennn 2860 r. BI[DK ne BakumHMpoBaHa (OTCYTCTBHUE BaKIIUHBI B
p/Aome), 0TKa3 OT BakIMHAIMK NMPOTUB remnatuta b. /leBouka cunraercs 60nbpHOM ¢ 5 mec. 15 1H.,
KOIJIa BIIEPBBIE OTMEYAIUCH NoAbeM Temneparypsl 10 38°C u omHOKparHas pBora. Pogurenu k
Bpady He oOpamlaguch, Tak KaKk CUMOTOMBI NOsSBWIMCH HakaHyHe Hosoro T'oma. Uepes 5 nueit
(5 mec. 20 1H.) MPOU30LLIO PE3KOE YXYALIEHUE COCTOSHHUA: MOTEPSl CO3HAHMSI, CyAOPOrH, OCTa-
HOBKa B30pa, HapyIlIeHNE [NIOTAHUS — CIIOHOTEUEHHE, PBOTA U TEMIIEpATypa COXPaHAIOTCsI, O0JIb-
moit ponanyok BeIOyxaeT. [lo CMII noctaBnena B OonbHMITY ¢ BXomsmuMm guaraozom: OPBU,
CYAOPOXKHBIN cMHAPOM. Ha MOMEHT NOCTYIIIIEHUS! COCTOSIHUE OLIEHUBAJIOCh, KaK TSKEJIOe, 33 CUET
HEBPOJIOTMYECKON CUMOTOMATUKH (TIOSBUJIMCH CYIOPOTH, OTMEUYEHBI ITOTEPSI CO3HAHUS, OCTAHOB-
Ka B30pa, HAPYLICHUE TIIOTaHUS — CIIOHOTEUEHHE, OTCYTCTBUE PEaKLUU Ha OCMOTp, OOIbIION
poaHMYOK BeIOyXaeT. PBoTa u Temmeparypa coxpanstorcs). JlabopaTtopHasi TMarHOCTHKA BBISBU-
7a JerkonuTos3, HeTpodunes u noseimeHHyro COD. OTMmeuaeTcs MeIUKaMEHTO3HAsl Cellalus,
PUTHIHOCTH 3aTHIJIOYHBIX MBIIIILL, CY’KEHUE 3payKoB, nojaeprupanue koneuynocreid. KT ronoBHoro
Mo3ra: BeIsiBIeHO 0yaroBoe rmopa)xeHue Be[eCTBA TEMEHHO-BUCOYHOM 00JIaCTH TOJI0BHOTO MO3Tra
crIpaBa, MPU3HaKK cybarpoduu BeliecTBa JTOOHBIX, IEBOM BUCOYHON JTOJIEH TMIOKCUYECKU-HUIIIe-
Mu4ecKkoro xapakrepa. [IpoBenena Helipoconorpadus: qunataius BHyTPEHHUX JTUKBOPHBIX MPO-
CTPAaHCTB, aCCUMETPUS JIMKBOPHBIX MPOCTpaHCTB D>S, mpu3Haku NEpUBEHTPUKYISIPHBIX KHUCT.
B mrom0anpHON MyHKIUH: IUTO3 MPEUMYIIECTBEHHO HEUTPOYUIBHOTO U TMM(OIMTAPHOTO Xa-
paxtepa, 6enok 1 r\i, rimroko3a 2,7Mmonb\i. TP nukBopa — c1a00MON0KHUTENBHBIA Pe3yabTaT
Ha herpes VI type, ObB. Ha ocHoBaHWYM MOTy4eHHBIX JaHHBIX MTPOBOAMIACH AU(depeHITnaTbHas
JTUArHOCTHKA MEXy MEHHHTOdHIe(hanmuToM BupycHoi 3tronorud 1 OHMK no nmeMuueckomy
tuny. M3-3a mporpeccupyromero yxyaeHus COCTOSHUS, K 6-My JTHIO TpeObIBaHMs B CTallMOHApe
pebenka nepesenu Ha MIBJI. Ha KT OI'K Obunu BeisiBieHsl u3menenus Bo BIJIY u nérounoit Tka-
HU CIIpaBa M ciieBa. Takoe OnrcaHue Tak )K€ MOXKET COOTBETCTBOBATh ABycTopoHHEMY TBIJIY B
¢aze nndunsrpanuu. s BesiBnenus npucyrctsus MBT B oprannsMe Ha3HaYeHA KOHCYIBTALUS
¢Tm3marpa: mpoda Manty — 6MM, poda ATP — orpunarensaas. B xozne pasroBopa ¢ marepsio,
OBLIT BBISIBJIEH KOHTAKT C COCeNOM, OOIbHBIM TyOepkyne3om (MBT+). Ha 21-it nens ot Havana 3a-
OoneBaHus neBouka Obuta nepeseneHa B MHIILL 6opb0bI ¢ TyOepkyne3oM. CocTosTHuE HA MOMEHT
MOCTYIUICHHUS: TshKenoe, koma 3 (mo mkane [71as3ro), 3payku pacHIMpeHbl, peakiii Ha CBET HET;
OOJIBIION POJHUYOK YBEIUYEH, HANPSIKEH; CYyXOXKHIbHbIE peduieKChl aOCOMIOTHbIC; HA BHELIHHUE
paznpaxutenu He pearupyeT. BJI. Ha KT roioBsl ¢ KOHTpacTOM OTMEYANIOCh: OUarepanbHas
JeKOMAJISIIINS JIOOHO-TEMEHHO-BHCOYHBIX OoOnacTeil, yrpara nuddepeHupoBKd MO3TOBOTO Be-
niecTBa; OOKOBBIE JKEIYIOYKHU aCCUMETPUYHO paciiupensl (S<D); cuiabBHEB BOIONPOBO, apax-
HOMJIAJIbHBIEC MPOCTPAHCTBA OTYETIIMBO HE npociexuBatorcs. Uccnenoanus Ha MBT meTonom
JIOMHUHHCIICHTHOU MuKpockornu: KYM o6napysxensl. [TL[P nuarnoctuka Tydepkyinesa: oOHapy-
xeHa [IHK MBT. MonekynsipHo-reHeTuYecKast JUarHoCTHKa METOIOM OMOJIOTHYECKIX MUKPOUH-
noB: obHapyxxeHa JJHK MBT. Bpouxockonus: auddy3Hbiil 1BycTOPOHHUI OPOHXUT 2 CTENEeHU
MHTEHCUBHOCTU. KOHCynbTalus HeBposiora: aroHu4Yeckas koma. KoHcynbralus oKy/lIucTa: TOKCH-
yecKasi HeMpOoIaTusl.

Ha ocHoBaHMM MpoBEACHHBIX MCCIEAOBAHUA M KOHCYJIBTAIMI Ha 3acelaHuy BpadyeOHON KO-
MUccHUM ObLT BBICTABJICH JMArHO3: | eHepamu30BaHHbBIN TyOepKyses. TyOepKyIe3HbpIii MEHHHT0H-
nedanut. Munuapssiii TyOepkynes erkux. TyOepkyne3 BHyTPUTPYIHBIX TUM(ATHIECKUX Y3JI0B
BCEX TPYIII C JIByX CTOPOH, (haza MHPUIBTPALMH, OCIOKHEHHBIH OPOHXOJIETOUYHBIM MOPaKEeHH-
em S1-2 neBoro nerkoro, S10 neBoro Jierkoro, S2 BepxHei 10Ju crpasa, Gpaza HHPUIBTpALUU U
pacmana (B S1-2 cnesa) MBT+ mMeTo0M TIOMHHUCHEHTHOM MHUKPOCKOITUM CMBIBOB U3 OPOHXOB.
Koma 3. IBC cuaapom. [TporHo3 aist )Ku3HU HEOIaronpusITHBIH.
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Bo Bpems npe6siBanus narpenta B MHIIL cocTosinue coxpaHsuioch KpaitHe TskensiM. [lepu-
onuuecku passuBaics JABC cunapoM, coxpaHsinch NPOosSBIECHUS IOYEYHO-IIEYEHOUYHON HE0CTa-
touHocTH. Ha (oHe cenTrueckoro coCTosHUsI, BEI3BAHHOTO OCHOBHBIM 3a00JIeBaHUEM, PeOCHKA
HE y/1aBaJoCh CTa0MIN3HPOBATb.

Ha 35 nenp Gone3Hu Ha (oHE MPOBOIMMOM TEPAIMK MPOU3OIIIa OCTAHOBKA CEPICUHOM Je-
ATEJIHOCTU. PeaHMMallMOHHBIE MEPOIPUATHUS, IPOBOAKNMBIE B TeueHue 30 MUHYT, 3ddekTa He
nany, Obljla KOHCTaTUPOBaHa OMOJIOrMYECKasi CMEPTh.

Takum 00pa3om, 1eTH paHHEro BO3pacTa MPEeACTaBISIIOT 0COOYIO IPYIITy pUCKa 10 3a0oeBa-
HUIO TeHepaIn30BaHHON (opMmoii TyOepKysesa, ¢ mpeumyliecTBeHHbIM nopaxenuem LIHC, nmox-
TBEPIKJIAET, UTO JUArHOCTHKA TyOEepKyI€3HOr0O MEHUHIUTA rociie 21 AHs oT Havasa 3a0os1eBaHusl,
yaiie IpUBOJUT K JIETaJIbHOMY Hcxony, puMeHenne KT ¢ KoHTpacTHpoBaHHEM OpraHOB IPyIHON
KJIETKH U TOJIOBHOTO MO3Ia B KOMIUIEKCE C APYTMMHU KIMHUKO-1a00paTOPHBIMU METOJaMH 1103BO-
JsIeT yCTaHOBUTH JMArHO3 FEeHEPATM30BAHHOIO TyOEpKy/e3a Ha paHHEH cTaauu, CBOEBPEMEHHO
Hayarh creuu(pUIecKylo IPOTUBOTYOEpKYIE3HYIO TEPANMIo U YIy4lIUTh IPOTHO3 3a00IeBaHUs,
NpUMEHEHNE BHYTPUBEHHOTO KOHTPACTUPOBAHUS TIO3BOJISICT BBISIBUTH XapaKTEPHBIE IS TYOSpKY-
ne3a uzMeHenus BITJIY, noctoBepHO OLIEHUTh U3MEHEHUS JIETOYHOW TaPEHXUMBI 1 OPOHXOB.

PEAKAS TEHETHYECKAS ITATOJIOI'UA: BPOXKIAEHHASA
I'EHEPAJIN3OBAHHASA JIMITIOAUCTPO®USA

Epmonaesa E.JI., Cxkeéopyosa O./1.
Hayunwuii pykoeooumens: Epwonaesa H.H.
@dI'60Y BO PHUMY um. H.H. Ilupozosa Munzopasa Poccuu

AxTyansHOCTB. BposkienHas reHepanuzoBanas aunoguctpodus (BIJI) umu cunnpom bepap-
muHemn—Ceiina — peakoe ayToCOMHO-PEECCUBHOE 3a00IeBaHIE, BIUAIOINIEE HA PA3BUTHE KH-
POBBIX KJIETOK M MPUBOJIAIIEE K HEBOZMOKHOCTH XPAHEHUS N30BITOUHBIX KaJOPHUIl B BUIE KHUPa B
aaumonuTax. He XpaHumple TUMHUABI OCTAIOTCS B KPOBOTOKE, BBI3BIBAS THIIEPTPUTITUIIEPUIEMUIO
WIN OTJIOKEHHE B HKTONMHMUYECKUX YYaCTKaX, TAKUX KakK IedeHb. [lalueHTbl 0OBIYHO UMEIOT Me-
Hee 2% o011ero xupa B oOpraHuzMe. JTa MaJIOYUCIEHHOCTh KUPOBOM TKaHU BBI3BIBAET CHUXKE-
HUE JIENTUHA U, CJIEI0BATEIbHO, YBEIMUEHUE alllIETUTA, YTO MPEMATCTBYET COOMIOEHUIO TUETHI.
CunpHas UHCYJIMHOPE3UCTEHTHOCTh BBI3BIBAET TMIIEPTOHUIO U TPYAHOCTH B KOHTpOJIEe auabera.
OTnoxkeHue xupa B MEUEHU MOXKET BbI3BaTh IIUPPO3. Bce BhIlIenepeyncieHHoe oObsICHSIET TA-
KECTb ATOTO 3a00JIE€BaHUs, KOTOPOE MOXKET MPUBOJUTH K paHHEH cMepTHOCTU. PacmpocTpanen-
HOCTb cocTasisieT 1:10 mnH Hacenenus CIIIA. B P® cratuctuka He npexacrasneHa. Tum 1 —
mytauus rena AGPAT?2 (95%). Tun 2 — mytanus rena BSCL2 (85%). Tun 3 — myrtauus resa
CAVI1 (1 cayuait). Tun 4 — myranus rena PTRF (20 ciyuaes).

Onucanne kmuHIYEecKoro ciaydas. Pedenok K. m. p. 02.06.18 noctynun 8 PIKb M3 VP cpazy
nocie poxaeHus (2200 rp, 48 cm). Ha 1 cyTkn — runoguHamus, ruropedieKcusi, CppITHBaHUs,
NPU3HAKU OEJIKOBO-PHEPreTHYECKONH HEAO0CTATOYHOCTH: IMOJKOKHO-)KUPOBOU CIIOW OTCYTCTBYET
Ha BCEX y4YacTKaxX Tejia, OTCYTCTBYIOT KOMOYKHM builia, Typrop u 3MacTUYHOCTh CHIDKEHBI. [1pu-
0aBka Macchl Tena 3a 1 mecsi 10 2896 1. (menee 3 Ilir). Bo3pact 4,5 mec — macca 4386 1. (meHee
3 Ilu), BecoBast KpuBas II0CKasl, MOJKOKHO-KUPOBOH CJIO OTCYTCTBYET Ha BCEX ydacTKax TeJa,
JIMIIO TPEYToJabHOU (hOPMBI, IIIEKH 3amaBIIke, OTCYTCTBYIOT KOMOUKH bullia, Typrop CHU»eH, pH-
3HAKH JBIXaTeIIbHON M CepJIeYHON HET0CTaTOUHOCTH. ApTepuanbHas runeprensus (1o 150/80 mm
pT.CT), remnarocriieHoMeranus (Te4YeHb BBICTYIAeT U3-1oj peOepHOl Tyru Ha 5 ¢M), TaXOBO-MO-
IIIOHOYHAs TpblkKa crpaBa. B HacTosiee Bpems pebeHky 9 mecsieB. MiMeeTcst skupoBoii remnaros,
HedpomnaTus, TUrnepTpopuIecKas KapAuOMHONATHS, CUMIITOMATHYECKas apTepHallbHas TUTIEp-
temsusi. OO0. HK2a, nuesmonust, [IH 11, OPBU, tsxenas nporpeccupytoias 6eJIKOBO-3HEpre-
THYECKasi HeJJOCTAaTOYHOCTh, HE UCKIIIOYEH MEepPBUYHBIN nMMyHOnepuiut. Macca 4980, poct 65,
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NMT/Bo3pact 4,69. Bec menee 3 mi. B Bo3pacrte 2,5 mec, 4,5 mec, 7 Mec TiepeHec MOIUCEeTMEH-
TapHble MHeBMOHMU. B 7 mec cHmkenne CD3 u CD4 KOMIOHEHTOB KOMIUIEMEHTA, CTOMKHE BOC-
NaJUTEIbHBIC U3MEHEHUS, TUIICPIUTTUIECMUSI, CUHIPOM IIUTONN3a, PE3UCTEHTHOCTh K WHCYJIUHY.
[Tommywaet 6e3makTo3nyro JIMC, hepMeHThI, renaTonpoTeKTOPhI, BUT. J{, IMMYyHOTEpaIuio, aHTH-
OaxkTepuaIbHYIO TEPAIHIO C YIETOM YyBCTBUTEILHOCTH (BHICEB CHHETHONHOW MaJ0YKH), MHTaJIs-
[IUOHHBIE TKC, OPOHXOIUTUKH, TUTIOTEH3WBHBIE MPENapaThl.

Pebenky nHeoOxoaumo nposenenue [JHK auarHoCTHKM METOAOM MPSMOTO CEKBEHUPOBAHUS
MOCJIEZIOBATEILHOCTEN accOMUpPOBaHHBIX ¢ 3aboneBanueM reHoB (AGPAT2, BSCL2, CAVI1 u
PTRF), Tak kxak Auar€o3 MOCTaBJICH HA OCHOBAaHUM KJIIMHUKO-aHAMHECTUYCCKUX TaHHBIX, (heHO-
TUIIUYECKUX 0coOeHHOCTeH, TeueHus 3aboneBanus. Myraunn AGPAT2, BSCL2 He BbIsBIEHBI.

[Inanupyercsa rocniuranu3anus B mapte 2019 roga 8 ®T'AY HMULL 3nopoBbs Jletel, B Ha-
CTOsillIlee BpeMs MOe3[Ka HEBO3MOXKHA U3-32 TSKECTH COCTOSIHHUS peOCHKa M HAXOXKJIEHUS €ro B
otnenenuu peanumaiuu ¢ 30.01.19 na MBJI B cBsizu ¢ nHeBMounueit, JIH 11 ct.

3akmouenue: BIJI npuBoguT Kk mpexaeBpeMEHHOW CMEpPTH, COKpallias MpoI0JKUTEIbHOCTh
JKU3HU narueHToB Ha 30 u Oosnee jet. B HacTosiiee Bpems B Tepanuu 3TOM MaTOJIOTUU OCHOBHBI-
MU TIOAXOJAaMU SBIISIOTCS TUETOTEPANUsi U CUMITOMATHYECKOE JICUEHUE, TOATOMY HEO0OXOIUMO
Oosnee nyOoOKoe M3yueHUE JaHHOrO 3a0oyieBaHUs JUIsi OOHApYKEHUsS HOBBIX METO/OB JICUECHUS,
B TOM YMCJIE STHOJIOTMYECKUX M MaTOr€HETUYECKUX, KOTOPhIE CMOTYT YIyYIIUTh KA4Y€CTBO U IO-
BBICUTH MPOJOIKUTEILHOCTH KM3HU Takux jrofeil. [lporuos 3aboneBanus 3aBUCUT OT TEMIIOB
dbopmMupoBaHus OCIOKHEHUH: quabera, Uppo3a, TUMOTUCTPOPUU TIEUEHHU, TUIIEPTPOPUIECKOI
KapAMOMHUOIIATHH.

KJUHUYECKHUMN CJOYUYAN BOJE3HU CTIOAPTA-TIIPAYDPA

Munéxuna M.FO., bpwvizeanuna C.1O., Mokposa A.B., Manenkoea B.A., Xomkuna /I.C.
Hayunuwuit pyxosooumens: ooyenm, k.m.u. Jlapuna JI1.E.
Kadgheopa nponedesmuru demckux oonesueii I11D
dI'b0Y BO PHUMY um H.H. Ilupozosa M3 P®

Hacnencreennsiii nepunut daxropa X (6onesns Croapra-Ilpayspa) (D 68.2) — upesBbivaii-
HO penkoe 3a0oieBaHNe, BKIIOUEHHOE B TPYIIy OpdaHHBIX, KOTOPOE XapaKTepu3yeTcsl Hacle/-
CTBEHHBIM AePUIMTOM X (haKTOpa CBEPTHIBAIOIIEH CUCTEMbI KPOBHU, HACTEAYIOUIMUMCS 110 ayTOCO-
MHO-pereccuBHoMy Tuny. ['en F X nokanusyercs Ha yuactke q34 xpomocoms! 13. Tounast yacrora
nedeKTa Ha CETONHSAIIHUN JeHb HE YCTAHOBJICHA, MPEIINOJIaraeTcsi, YT0 TOMO3UIOTHAS 4acToTa
1:1 000 000. C 1950 rona, korma ObLTO BIIEPBBIE BBISBICHO 3TO 3a00JI€BaHKE, OBLIO OMMUCAHO OKOJIO
50 mocTpajaBIINX CEMEH.

[Tanment P, 2 roga 11 mecsueB. PanHee pa3sBUTHE COOTBETCTBOBAJIO BO3PACTHBIM HOpPMa-
TUBHBIM 3HaueHUsIM. C pOXIE€HUS OTMEYAIUCh SBJICHUS MOBBIIICHHONW KPOBOTOYMBOCTU B BHJIE
JUTUTETILHOTO KPOBOTEUEHUS M3 OCTAaTKa IMYMOBHUHBI, MOSIBICHUE SKXUMO30B MPU MUHUMAIHHOU
TpaBMaTHU3alllii, HOCOBbIE KpoBOoTeueHUs. B Bo3pacte 6 MecsleB, Korna peOEHOK HaXOIWICs Ha
CTAIlMOHAPHOM JICUEHHUH I10 MTOBO/Y IeMaTOMBbI B MECTE MIPOpPEe3bIBaHMs 3y0a ObLT YyCTAaHOBJICH JH-
arao3 «Jlepumur X daxropa» (1,48%). B nanpHelinieM MalbuuK HEOTHOKPATHO TOCTIHTAIIN3H-
poBaJics IO TIOBO/IY HOCOBBIX KPOBOTE€UEHHMI, a B AekaOpe 2016 rona Haxoauscs Ha CTalMOHAp-
HOM JICUEHUU B CBSI3U ¢ (OPMUPOBAHUEM MEKMBILICUHON TeMaToMbl NpaBoil sronuisl. [lomyyan
«ITporpommiexcy 600 EJI.

25.05.18 Havanoch OOMIIBHOE HOCOBOE KPOBOTEUEHHE, KOTOPOE HE KyMUPOBaJIOCh HH(Y3UEH
«IIporpommuekca» B 600 EJl, ¢ yem 6bu1 rocniutanusuposan CMIT B MJIT'KB. Ipu ¢uznkans-
HOM o0cnenoBanun — 0e3 maronorud. B xoarynorpamme ot 31.05.18 mpoueHT akTUBHOCTH TIO
Ksuky — 20,9%; AUTB — 65,0 cek; pakrop X — 3,00% (mmocne BBeaeHus npemnapara). [Iposene-
Ho neuenue: «[Iporpommiexcy 600 ME B/B cTpyitHo. Beimucan ¢ pekomeHaaussMu: HaOJIroieHne
neauarpa, OTOPUHOJIAPUHTONIOTA TT0 MECTY KUTEIbCTBA; Habmonenne remarosora MJII'KbB; mpo-
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Be/ICHUE MHBA3UBHBIX MAaHUMYIISAIUHN Ha (JOHE TEMOCTATUUECKON TEPATuK; TPOTUBOIIOKA3aHbI ITpe-
1apaThl, BHI3bIBAIOIINE TMIIOKOATYJISLUIO U IPOBEJCHUE BHYTPUMBIILIEUHBIX HHBEKLUMN; 3aMECTH-
TEJIbHAS TeMOCTaTu4eckas Tepanus 1o ¢akry kpoBoreueHus («IIporpommiexcy 50-100 E/l/kr);
IIPU MOSIBIIEHUU OOWJIBHBIX U JJUTENbHBIX HEKYHPYEMbIX KPOBOTEUEHUN-3KCTPEHHAs! TOCIHUTA-
JAU3anus; exxeMecsayHas MoTpeOHOCTh B KOHIIEHTpare (pakTOpOB MPOTPOMOMHOBOIO KOMILIEKCA
(«IIpotpommieke» 2 400 ME); npodunakTuka TpaBMaTH3aIUH.

[Ipu sBNEHMAX aHOMAJIBHON KPOBOTOYMBOCTH Y AETEH CIENYET KAK MOYKHO paHbILIE IPOBECTH
KOAryJoJoruyeckoe o0cieloBaHre, B TOM YHUCIE U Ha «peiKue» (pakTopbl CBEPTHIBAHHS KPOBH,
TaK KaK CBOEBPEMEHHO NMPOBEACHHAS COBPEMEHHAasi TeMOCTaTHYeCKast Tepamus MO3BOJIUT obecre-
YUTh TAKUM JIETSIM HOPMAJIbHOE KauyeCTBO KU3HU.

UIEMUWYECKUU MHCYJIBT Y TPEXJIETHETO PEBEHKA
C AYTOUMMYHHOU TEMOJUTUYECKOU AHEMUEN U
TEMATOIEHHOWU TPOMBO®UJIUEN

bpuizzanuna C.IO., Munéxuna M.1O., Mokposa A.B., Manenxoea B.A., Xomkxuna /I.C.
Hayunwtii pykoeooumens: ooyenm, k.m.H. Jlapuna JLE.
Kadgheopa nponeoesmuxu demckux 6onesneii I1D
@dI'b0Y BO PHUMY um H.H. Ilupozosa M3 P®

AytoumMMmyHHBIe TeMonnTrueckue anemun (AUI'A) — rereporeHHas rpynmna 3a0ojieBaHUMA
U CHUHJIPOMOB, OOYCJIOBJIEHHBIX I'€MOJIM30M, KOTOPbII BbI3BAH HEKOHTPOIUPYEMOM MPOLyKIHEH
aHTUTEJ NMPOTUB COOCTBEHHBIX ApuTporuToB. AUI'A Berpeuatores ¢ yactotoit ot 1:41 000 no
1:80 000 B ;1100BIX BO3pACTHBIX TPYMIIAaX; COOTHOLICHHUE KEHIIIUH ¥ MY>K4YMH cocTaBiseT 2:1.

I'emarorenHass TpoMOO(UINS — 3TO HACIEACTBEHHO OOYCIOBIIEHHAS WM TPUOOpETEHHAS
IPEIPACIIONIOKEHHOCTh K TPOMOO3aM B IPOCBETE KPOBEHOCHBIX cOCyNOB. TpomOodumiusa npen-
CTaBJIsIeT COOON COCTOSIHME, KOTOPOE B COYETAaHUM C (PaKTOpaMH pUCKA INPUBOJUT OPraHU3M B
COCTOSIHUE MOBBIIIEHHONH TPOMOOTHUYECKON FOTOBHOCTH, KOTOPOE MPH BO31€HCTBUU POBOLIMPYIO-
KX (PaKTOPOB MHOTOKPATHO YBEJIMYUBAET BEPOATHOCTh BOSHUKHOBEHHS TPOMOOB.

Pebenok C. (3 rona). bonen ¢ 04.01.19, nuxopaaui ¢ yMEpeHHO BBIPaKEHHBIMU KaTapaslbHbI-
MU SIBICHUSIMU B T€UCHHE 3 HEH, momydyan antunupeTuku (Hypoden). 06.01.19 Obi1 qocTaBieH
B JII'Kb cB. Bnagumupa ¢ auarnozoM: Hedponarusi, CBsI3aHHASL C IPUEMOM aHAIIBI'€TUKOB, JKeJe-
3oneduuutHas anemust (JKJ{A). Pebenky Obl1 npoBeneH Kype nedgrpuakcona, 11.01.19 manpuuk
OBLI BBIIIUCAH C ITOJIOKUTEIHHON TUHAMUKOM.

12.01.19 mamment ¢ ¢edpunuterom 40.1°C 1 TpexKpaTHOH PBOTOH, TsDKENIOW aHemuen (B
OAK Hb 68 r/n) noctynun M/II'’KB u 6bu1 nomeneH B MHPEKIIMOHHOE OOKCUPOBAHHOE OT/IENIe-
Hue. 15.01.19 ManpuuK NpOKOHCYJIBTUPOBAH IEMAaTOJIOrOM, HA OCHOBAHUU MOJIOKUTEIbHON TIps-
Mol mpo6s1 KymOca Obu1a tuarnocTupoBaHa ayTOMMMYHHAsI TEMOJIMTHYECKAs aHEMUsl, Ha3HAYCHA
muenorpamMma. Jleuenue: BHyTpuBeHHBIH nMMyHooOynuH (BBUIY) 2 r/kr/kypc, ¢ mociemnyro-
MM MEPEeBOAOM ManueHTa Ha mmokokopTukoctepouasl (I'KC) nocne momydenus pesynbTaToB
MHEIOrpaMMBbl (HEOOXOIMMO ISl UCKITFOUEHHsI JPYTruX 3a00jeBaHuil, IPU KOTOPBIX Ha3HAYCHHE
I'KC npotuBomoka3aHo).

16.01.19 oxono 19 4. yxyaiieHue cocTosiHUsS peOeHKa — KIOHWYECKUE CyAOpOTH B MPaBOii
HOTe, 3aTeM IOTepsl MOCTYypaIbHOTO TOHYCA, OJETHOCTh KOXKHBIX MMOKPOBOB, rHmepruapo3. Ha-
pacTana o01eMo3ropasi cuMIToMaTrka, pedeHok nepesenaeH B OPUT ¢ auarHosoM octpasi He-
JIOCTaTOYHOCTh MO3roBoro kpoooOpamienus (OHMK) no umemuueckomy Tumy B Oacceline
CpeIHEe MO3TOBOH apTepuu cjeBa, MpaBOCTOpOHHUHN remunape3. 16—17.01.19 Opu1 mpoBeneH
TpoMmbonm3uc (akTenu3oi). B HacTosmee Bpems pedeHok nonydaetr I'KC (mpeanusonon u3 pac-
yeTa 2 MI/KT * CyT) U HENPEephIBHYIO MHPY3HMOHHYIO Tepanuio remapuHoM. Ha ¢done mpoBoau-
MO TEpanuu MOoIy4deHa MOJOKUTENIbHAs AMHAMUKA, PETPECC HEBPOJIOTUUYECKON CUMIITOMATHKU.
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C 21.01.19 pebeHok mepeBe/ieH B OTAEIEHUE TeMaTOJIOTHH IS AallbHEHIIero oO0cie0BaHus U
JIEYEHUS.

JlanHbIe aHaMHe3a Jal0T OCHOBAHHE IOJIaraTh, YTO y peOeHKa mMella MECTO KapTHHa ayTo-
MMMYHHON F€MOJIUTUYECKOM aHEMHH C HEU3BECTHBIM TPUITEPHBIM (hakTopom, Kotopas 16.01.19
OCJIOKHUJIACh UIIEMUYECKUM UHCYIBTOM, TPeOYIOIUM JalbHEHUIero JMarHoCTUYECKOro Mmoucka
Ha MpeAMET JApYroro 3abosneBanus. bplio caenano mpeanoiokKeHne 0 HaTHInuu y peOeHKa remMaro-
TeHHOM TPOMOO(QUINY U POBEICHO TeHETUYECKOe HccieoBanue. B pe3ynbrare OblIN BBISBIECHO
HOCUTEJIbCTBO MHO)KECTBEHHBIE MPOTPOMOOTHUECKUX MYTalUi (TOMO3UTOTHBIE MyTallUU B Ie-
Hax PAI-1, VCORC 1; rerepo3urotHeie MyTaluy B TeHaX METHJICHTETparuapadonarpeayKrassl,
THSB, VII, nmkonporenna I, ACE), moaTBepxaaromnue Juarno3 TeMaToreHHOH TpoMOOpITHH.

Niemuyeckuii MHCYNBT Y IaHHOTO MallMeHTa pa3BUJICS B pe3yJbTare cOueTaHus ABYyX 3a00-
JIeBaHU: ayTOUMMYHHOM FeMOJIMTUYECKOW aHEMUHU U FeéMaTOTeHHOW TpoMOOGWINH, Kaxa0e U3
KOTOPBIX CIIOCOOHO caMO BbI3BaThb TPOMOOOOpa3oBaHKE, HO KOMOMHAIUS JABYX STUX HO30JIOTUN
3HAUUTENIHO YBEJIUYHBAET BEPOSTHOCTH TPOMOO3A.

X-CUENJIEHHBIN TUM®OMPOJIUDPEPATUBHBIA CUHAPOM 2 THIIA.
KJIUHUYECKHUU CJIYUYAN

3acpaockaa B.H.
Hayunwi pyxosooumensy: ooyenm, k.m.n., Mcmucnagckaa C.A.
DI'bOY BO MI'MCY um. A.U. Ee0okumosa

AKTYyanbHOCTh. X-CLEIUIEHHBIH JuMQonponupepaTuBHbii cuHapom (6one3np JlyHkana,
XJIIT) — penkoe 3aboneBaHue, OTHOCALIEECS K TpyIIe MepBUYHbIX UMMYyHoneduuuToB. XJIII
MaHU(ECTUPYET B paHHEM BO3pacTe, B OONBIIMHCTBE CIIy4aeB MpH peaju3aluy DNiTeiiHa —
bapp BupycHoii nHbeKInN B pe3yabraTe TUCPETYISIUHI KIETOYHOTO U TYMOPAJIbHOIO UMMYHHOTO
orBeTa. EMuHCTBEHHBIM 3()(heKTUBHBIM METO/IOM JICUEHUS SBJISIETCS TPAHCIIJIAHTALIUS [€MOMOITH-
YECKUX KIIETOK.

Henb. IlpenctaBuTh KIMHUYECKUN CIy4dail paHHETO BBISBIEHUS X-CIETIFICHHOTO JUM(OTPO-
mudepaTuBHOTO CHHApOMaA 2 ThTa ¢ MaHH(ecTanuei mpu peanusanuu HHOEKINH, BRI3BAHHOM
BHPYCOM replieca 4yeaoBeka 6 Tumna.

Onucanne KIMHUYECKOTO ciiydas. Manpauk or 1 OepeMEeHHOCTH y 3I0pOBOM Marepu 25 JeT,
1X caMOCTOSITENbHBIX (PU3NOIOTUYECKUX POIOB B cpok. OneHka mo mkane Amnrap 8/9 Gamios.
Macca npu poxaennn 3650 1, anuna 52 cm. Haxoawiicst Ha cMenianHOM BckapmiinBanuu. Heona-
TaJbHBIN EPUOJ MPOTEKaI 6e3 0COOEHHOCTE.

B 1 mecsn 9 nueit (21.06.18) npusut BLK-M. 25.06.18 nosiBuiics kamens, puauT. C 1.07.18
MOBBILIEHUE TeMIIepaTypbl Tena 10 (pedpuabHbIX 3HaueHui. [lnarnoctuposana OPBU. Tlomyyan
KapOIOHMXKAIOIINE ¢ KpaTKoBpeMeHHBbIM 3¢ dexktom. B 1 mec 26 aneit (8.07.18), B cBsi3u ¢ mpo-
JoJpKarolencs tuxopaakou, rocnutanusuponat B JII'KbB cB. Bnagumupa. CoctosiHue npH MOCTY-
wieHnu cpeaneit Tsokectu. Bec 4800r AxTuBeH, coceT xopoio. Koxka 00bIUHOM OKpacKH, ChIMb
orcyTcTBYeT. CeplieuHO-JIerouHasl JesTeNIbHOCTh YAOBIEeTBOpUTENbHasA. HykHMi Kpail nmedyeHn
najbIupyeTcs Ha 2cM HUKe pedepHoi qyru. Celle3eHKa BbICTYIAeT Ha 3 ¢M, Kpail 1oTHbIN. [pu
V3U Bu3yanu3upoBaHbl TeNaTOCIUIEHOMET M, THIIEPIIa3usl TUM(PaTHIeCKOM TKAaHH CEIe3CHKH.
[To maHHBIM aHAIKU30B KPOBH reMoro0uH 99 1/11, sputporutsl 3,64*10'%/11, nefikouutsr 5,5%10%/1,
tpomoOormtel 98*10°/11, AJIT 456,8 En/n, ACT 686,1 En/n, CPb 39,7 mr/n. Metomom I[P B kpo-
BU BBISIBJIEH BUpyc repreca 6 tuna — 7386540 xonwmit/mn. IHK IIMB, reprieca 1,2 tuna, Bupyca
Onureitna — bapp He oOHapy»keHbl. B 1MHaMuke B TeueHue 5 1Hel OTMEUEHO HapacTaHHe rerna-
TOCIUICHOMETAIINH, CHHKEHHE TeMoroouHa 10 70 1/71, 3putporutoB 10 2,44* 10!/, neiikonnToB
10 2,7*10°%/n, tpomGo1tuToB 10 72*10°/1. OT™MEUeHO moBbIIIcHHE GeppuThHA 10 496 MKT/JI1, TPHT-
munepunoB 10 3,82 mmons/n. B nukBope meromom I[P obnapyxen Bupyc repreca 6 Tuma —
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64888 xommit/mn. Takum o0pazoM, y MajbudKa BBISABICHA I'€HEpATU30BaHHAS MH(EKINS, BbI-
3BaHHAs BUPYCOM repreca 6 tumna, ¢ opMHUpPOBaHUEM CUMITOMOKOMILIEKCA reMO(aromuTapHoro
auM@orucTuonnTo3a. PeOeHOK nepeBeieH B OTIENIEHUE FeMaToJI0T Uy, TA€ Py 1000CIIeJ0BaHUN
BBISIBJICHO 3HAUUTEIbHOE CHIXEeHHE dKcrpeccuu Oenka XIAP, uro mo3Bonuno BepuduimpoBars
KJIMHWYECKUHN TUarHo3: MepBUYHBIN HMMYHOIEPUITUT — X-CIETUICHHBIA JIUMQpompordepaTruB-
HBII CHHJIPOM 2 TUTIA, OCIIOKHEHHBINH reModaroutapHbiM TUMGOTrucTuonuTo30M. PedbeHok nepe-
BE€JICH B IMMYHOJIOTMYECKOE OTJIEJIEHUE C LIEJIbIO IIOATOTOBKHU K TPAHCIIJIAaHTALIMM KOCTHOTO MO3Ta.

3akmouenue. ['enepanuzoBanubie (POPMBI Teprec-BUPYCHON MH(PEKIIMH B PAaHHEM BO3PACTE C
dbopmupoBaHueM reMo(aroUTapHOrO JTUM(POTUCTHOIUTO3a TPEOYIOT UCKIIOYCHHS TICPBUYHBIX
UMMYHOAC(QHIIUTOB, B TOM YHcie X-CHEIUIEHHOTO JTUM(OTponudepaTuBHOTO CHHAPOMA 2 TUTIA.
CBoeBpeMeHHasl TMarHOCTHKa CIOCOOCTBYET paHHEH MHULMAIUMU MaTOT€HEeTHYECKOM Tepanuu,
MPEIOTBPAIICHUIO BO3MOXHBIX OCJIOKHEHUN U ONTUMU3ALUU CPOKOB TPAHCIUIAHTALIMA I€MOII0-
TUYECKUX CTBOJIOBBIX KIIETOK.

KJAHUYECKHAN IPUMEP PEJKOT'O 3ABOJIEBAHUSI,
BCTPEYAIOIIETOCS B IEJUATPUYECKOM IMPAKTHUKE:
ABETA/IMITIOITPOTEMHEMMUA

bonoapenxo /[.A., ®epanonmoea H.B.
Hayunwie pyxoeooumenu: k.m.n. lllunoea M.M., epau-2acmpoanmeponoz Auyuwenko A.O.
Kadgpeopa paxynvmemckoit neouampuu IN®
dI'b0Y BO PHUMY um H.H. Ilupozosa M3 P®

AOGeTonunonpoTenHEeMIs — PeIKOe HACIeACTBEHHOE 3a00IeBaHNe, CBA3aHHOE C HAPYIIICHUEM
BCACBIBAHMSI TPUTIUIICPUIOB, IPUBOAIICEe K MYIBTUCUCTEMHOMY IMOPAKESHUIO OPTaHW3Ma, pas-
BUTHIO COCTOSIHHSI JIe(DUITUTA KUPOPACTBOPHUMBIX BUTAMUHOB, I'PyOBIM HEBPOJOTHICCKUM HAPY-
HICHUSM, KJIMHUKE CHHApOMa MaibaOcopOruu u koarynonaruu. [IpuunHa — myTtanus GyHKIH-
oHanpHOU eauHUIBI TeHa MTTP (Microsomal Triglyceride Transport Protein), pacmoyiiokeHHOTO
Ha KOPOTKOM Tuiede 4-if XpOMOCOMBI, OTBETCTBEHHOTO 32 SKCIIPECCHUI0 OeNka TpaHCIopTepa TPUT-
IuIepuaoB. BenencTBrue 1aHHOM MyTaIiK IPOUCXOIUT HApYIICHHE CUHTE3a TPUTIIUIICPUIOB, He-
00XOJIMMBIX JIJISl BCACHIBAHUS )KUPOPACTBOPUMBIX BUTAMUHOB B TOHKOM KHUIIIEYHHUKE U TIOCIIETYIO-
I TPAHCIIOPTUPOBKOH UX B Ie4eHb. HapylieHne CHHTe3a TPUNIIALIEPHUIOB IIPUBOIUT K Te(eKTy
KJICTOYHBIX MEMOPaH, BCJICJACTBUE YETO SPUTPOIMTHI MPHOOpETaroT GopMy 3Be3T4aThIX aKaHTO-
[IUTOB, HaOMOMaeTcs Ae(hEeKT MYKOIMIIMAPHOTO KIMpeHca (KIMHUKAa 0OCTPYKTUBHOTO OpOHXHTA,
TpaxeuTa), CTpaJaeT CIU3UCTasi 000JI0UKa MUIIEBAPUTEILHOTO TPAKTA (3PO3UBHBIM racTpuT), pas-
BHBAETCs MUTMEHTHAas peTuHomnaTtus. Knuuudyecku 3a001eBaHie MIPOSBISIETCS C POXKICHUS B BHJIC
CHHJIpOMa MaJibaOCOPOINH, THIIOXOJIECTEPUHEMHH, TaKKe HAONI0OaeTCsl HapyIIeHue KOOpaIuHa-
IIUY, aTAKCHUs, HUCTAarM, OTCTABAHHE B HEPBHO-TICUXUYECKOM Pa3BUTUHU. HermepeHoCHMOCTh JKH-
POB MOKU3HEHHAS, IPUMEHEHHUE BRICOKHX JI03 JINTIA3kl He OKa3bIBACT TePAIIeBTHYECKOTO 3 dekTa.
Jleuenue 3akii04aeTcsi B HA3HAYEHUU BBICOKUX /103 )KUPOPACTBOPUMBIX BUTAaMUHOB. CONyTCTBY-
IO1[asi HEBPOJIOTHUECKAs MATOJNOTHsl y AeTel 3aTPyAHSET IUAarHOCTUKY a0eTONUIONPOTEMHEMHUHU.
BrisiBneHre maTorHOMOHUYHBIX MTPU3HAKOB, HE CBOMCTBEHHBIX JUISI MIIEMUYECKO-TUITOKCHYECKIX
nopaxenuii [IHC, cmocobHO HampaBuTh Bpada-nieinaTpa Ha BEPHBIA AUATHOCTHYECKHUH MyTh, TIO-
ATOMY TIOBBIIIICHHE YPOBHS 3HAHWUN Bpavyeil M WX WH(OPMUPOBAHHOCTH B acHeKTaX OpaHHBIX
3200JIeBaHUH JIOJDKHBI HAXOIUTHCS B IPUOPUTETE COBPEMEHHOM CUCTEMBI 3/IPaBOOXPAHCHUS.

ITanment E. 1 . 1 Mec., HaOmromaeTcs B HanyonaabHOM MEIUIIMHCKOM HCCIIEA0BATEIIHLCKOM
neHTpe 310poBhs aereir ¢ 07.08.2018 1. B cBsI3U C 3aACPIKKOM MMCUXOMOTOPHOTO Pa3BHUTHS (HE
yIEPKUBAET FOJIOBY, HE IIEPEBOPAYNBAETCS, HE CAAUTCS, HE CUIUT) U IICUXO-TIPEAPEUEBOrO pa3BH-
Tus (pedyeBast IPOIYKIMs HAa YPOBHE JIeTeTa), HapylieHue (hUKCcalny B3I, CXOAIIeecs KOCo-
I1a3ue, yBeJIMUeHUE Pa3MepPOB IMEUCHH.
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Pebenok ot 2 GepeMeHHOCTH, MpoTeKaBlIei Ha (oHe ocTporo nuctura B 12 Henenb. Poabl
IIEPBBIE, B CPOK, IIyTEM 3KCTPEHHOI'O KECApeBa CEUEHUs B CBSA3M C STOJUYHBIM IPENJIC)KAHUEM
10713, AUCTPECC-CUHIPOMOM.

[Ipu poxnenun Bec 2930 rp, poct 52 cm, okp. ['onoBbr 36 cMm, okp. I'pyau 33 cm. Onenka no
mkajge APGAR 8/9 6amnoB. B Teuenne nmepBbIX CyTOK COCTOSIHHE PeOCHKa YXyIIIHIOCH 33 CUET
HapacTarolleil HEBPOJIOrHUECKON CUMITOMATUKU (3allPOKU/IBIBAHUE TOJOBHI K331, TUIIEPTOHYC
pasrubaresnei, HarpspKeHUE 0OJIBIIOTO POAHMYKA, MO3BIBEI HA pBOTY). D3I ot 12.12.17 — coot-
BETCTBYET BO3PACTy IrecTalluy, yMepeHHble nTuddy3Hbie n3mMmeHeHnss bOA roaoBHOro mMosra ru-
MOKCHYECKOTo Xapakrepa. IlanuenT HabmromaeTcs B MepUHATAIBHOM HEHTPE 10 MECTY KHUTEIb-
cTBa ¢ quarHo3oM «LlepeOpasibHas uIeMust TSKeJI0i CTENEeHN.

Ocnoxnenne: Yruerenne [{HC, Bereto-BucuepanpHbie HapyleHus. Hapymenue Mo3roBoro
kpoBooOparienusa. BXK B cocynucroe criierenue ¢ 2-X CTOpOH, HE TPaBMaTHUECKOEY.

B Bo3pacte 4 mecsueB BrnepBbie 00HapyskeHO moBbimienue AJIT, ACT no 400 En/n. Mero-
noM MDA ucknrouensl LIMB, BIITT 1,2, Tokcomnasmos. B nanpHeiiemM akTHBHOCTh (PEPMEHTOB C
TeHaeHnuen k nmoseimenuto: B 7 mec. AJIT 715 En/n, ACT 683 En/n, xonecrepun 1,74 MMomb/m.
VYuurteiBas HanUuue y peOeHKa OTATOIIEHHOTO MEPUHATAIBHOIO aHAMHE3a, 3aJCPKKU IICUXOMO-
TOPHOTO Pa3BUTHS, MIOBBIIIEHNS AKTUBHOCTH (PEPMEHTOB MI€YE€HU, MACCUBHOM auapeu nuddepen-
UUAJIBHBIN TMArHO3 MPOBOJUTCS MEXIY MOCIEACTBUAMHU NepuHaTaibHOro nopaxenus [IHC u
3a00JIeBaHUSMU U3 TPYIIIbI HAPYLICHUS] OOMEHA BEIECTB.

B aBrycre 2018 8 HMULI 310poBbs aeTeit ObLT IPOBEACH KypC BOCCTAHOBUTENBHOTO JICUEHUS.

Crnenyronas rocnuranuzanys cocrosuiach B sitHBape 2019 1. ¢ 1enpro npoioikeHust BOCCTaHO-
BUTEJIbHON TEpanuu. YUYUTbIBas OTATOLICHHBIA CeMENHbIH aHaMHe3 (Y ASAu — IOJIMKUCTO3HAs
001€3Hb MOYEK) U BBISBICHUE €IMHUYHON KUCTHI B MEIMAJIBLHOM OT/EJIE CPEHEr0 CErMEeHTa Jie-
Bo# mouku Ha MPT opraHoB Opro1iHoii MOJIOCTH ¢ KOHTPACTHBIM YCHUJICHUEM, ObLT 3aIT0/I03PEH ay-
TOCOMHO-PEIECCUBHBIN TOTUKHUCTO3 TIoUeK ¢ (hudpo3upoBanrem nedeHu (cuuaapom Kapomm). Ha
MomeHT rocnutanuzamnun (21.01.2019) ormevaercs nuapes, medeHb + 3 ¢M U3-TI0J Kpasi pedep-
HOM ayru. O01eMO3roBOM M MEHUHTE€AIbHON CUMITOMAaTUKN HA MOMEHT OCMOTpa HeT. BHuManue
MPUBJIEKAETCS KPATKOBPEMEHHO, PEIMEThI 3aXBaThIBACT, TAHET B POT, IEPEKIIAIBIBACT U3 PYKH B
pyky. IIpenpeueBast mpoayKuus npeacTaBieHa ienetom. B3msan pukcupyer, mpociexuBaert. 3pad-
ku okpyrioit popmer, OD=0S. JIBycTopoHHUil cxomsmmiicss cTpadusm. CriiaxkeHHOCTh HOCOTYO-
HOM ckJaaku ciieBa. OTMeUaroTCs MHOXKECTBEHHbIE TUIIEPKUHE3bI JIMIIEBOM MYCKYIaTyphl, S3bIKa.
MpiiieuHslif TOHYC yMepeHHO Au¢dy3HO CHIKEH B HOTax, B pyKax — JUCTOHUYEH. MOTOpHbBIE
HAaBBIKM: [IPU TPAKIMH 32 PYKH HE IPYNIHUPYETCs, FOJIOBY YAEPKUBAET KPATKOBPEMEHHO B TOJIO-
JKEHUU Ha )KUBOTE, CAMOCTOSTEIBHO MIEPEBOPAYMBAETCS C )KUBOTA HA CIIMHY, HE CUIUT, MOJI3a€T HA
HeOomnpIre paccTostHus. OTopbl HA HOTH HET.

3a BpeMs UTMTEIbHOTO HAOMIOAEHUS AMUIENTHYECKUX MPUCTYIIOB U DD -naTTepHOB 3aperu-
CTPUPOBAHO HE ObLIO.

B ananmzax kpoBu: 1abopaTopHbIe MPU3HAKY TenaTtuTa BbiIcokoi akTuBHOCTH (AJIT 594 En/n,
ACT 391 En/n, KOK 240 En/n, JIAI" 414 En/mn). Xonecraza vet (I'TT 9.8 En/n, LD 272 En/mn.).
[To KT OBII — penTreHoBckas MiIOTHOCTh MAPEHXUMbI IEYCHH HE3HAUYUTENBHO UG PY3HO CHU-
xkeHa (47-53 HU). UccnenoBanue nokazarens Anonunonporenna B — 0,18 r/n (pedepencHbie
3HaueHus 0,48—1,25).

VYuuTteiBas MpOrpecCUpyIONlyl0 HEBPOJOTUYECKYI0 CUMTOMATHUKY, MOBBILIEHHE aKTUBHOCTH
(GepMEeHTOB MEYEeHU, CH)KEHUE aKTUBHOCTU ANONMUIONPOTerHa B, KIMHUKY cuHApOMa Manbad-
COpOIIMHU B OT/ICJICHUU TaCTPOIHTEPOJIOTHH C renatoiorudeckoit rpymmsl HMULL 3mopoBbst nereit
CTaBUTCS AMArHO3: « XPOHUYECKUN KPUITOTCHHBIIN reNaTuT, BRBICOKOW CTENeHH aKTUBHOCTHU. Abe-
TOTUMONPOTENHEMUSY. 3aIUTAHUPOBAHO KOMILUIEKCHOE KIMHUKO-T1a00paTOpHOE, HHCTPYMEHTAb-
HOe uccienoBanue. HazHaueHO MOJIEKYIsIpHO-TEHETUUECKOE UCCIIE0BAHNE — IOUCK MYTallui
B reHe MTTP, B maHHBIII MOMEHT MaTepualibl HaXoAsATcsa B padote. HazHaueHo neueHne B BUIE
JIUETHI U Kypca KUPOPACTBOPUMBIX BUTAMHHOB B BHICOKHX J1032aX.
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COBPEMEHHBIE BO3MOKXHOCTHU ABTOMATU3UPOBAHHOI'O
AHAJIA3A SPUTPOIIATOB JJISA TUPPEPEHIIUAJIBHON
JTUATHOCTHUKH KEJE30IE®UIIUTHON AHEMUAU U MAJIOU BETA-
TAJACCEMUHA

Xamuyxkoe 3.A., @epanonumosa H.B.
Hayunuie pyxosooumenu: npoghpeccop, o.m.n. Cemukuna E.JL.;
oouenm, k.m.H. IlTunoea M.M.
Kadgpeopa cpaxynvmemckoii neouampuu INd
dI'b0Y BO PHUMY um H.H. Ilupozosa M3 PD
DIAY «HMHUI]3/]» Mockea

AKTyaJIbHOCTh: AaHEMHUYECKUH CHHIPOM JETCKOTO0 BO3pacTa NPEUMYIIECTBEHHO NPEACTaB-
JICHHBIE JKeNe30/1e(PUIIUTHBIMU COCTOSIHUSIMH, OCHOBHOW TI'€MaTOJIOTUYECKOM XapaKTepUCTHKOM
KOTOPBIX SIBJIIETCS THIIOXPOMHO-MUKPOLIUTAPHO XapaKkTep KpoBeTBopeHus. JIabopaTopHbIM MOjI-
TBEP>KJIEHUEM HU3KOH 00€CTIEYeHHOCTH dPUTPOI033a KEJIE30M B PyTUHHOMN MPAKTHKE SBISIOTCS
SPUTPOLIUTAPHBIE HHACKCHI: cpeaHuii 00beM sputponuta (MCV), cpennee copeprranne TeMoryio-
ouna B sputporure (MCH), cpennsisi koHneHTparus remorioonHa B sputporurax (MCHC),
JIOTIOJTHUTENBHBIM KpUTEpHEM Je(UIUTa jKejle3a CIY)KUT yBeJIMYEeHHE IMoKa3aress aHU30LUTO-
3a 3pUTPOLUTOB. {151 OKOHYATEIBHOTO MOATBEPXKACHUS UArHO3a Keae30e(PHUITHOTO COCTOs-
HUSI HEOOXOIMMO OmNpezesieHne ypoBHS (heppuTHHA M JPYTHX IMoKaszareneil oOMeHa jkeines3a. B
pEAIbHON MPAKTHKE B CIy4asX SICHOM KIMHUYECKOM KapTHHBI 1 aHAMHECTUYECKHX CBEACHUU O
(dakTopax pucka 1o AepuUIUTY Kele3a, IPU TOYHOM MOATBEPKICHUH THIIOXPOMUHU SPUTPOLIUTOB
HAUMHAETCS JICUCHHE IpenaparaMy Xese3a C JajdbHEHIIe OLUEHKOM TWHAMHUKU KOHLEHTpaluu
remMorioOMHa M mokaszareneil kpacHOH kpoBu. OHAKO B TPYMIy THIIOXPOMHO-MHKPOIUTAPHBIX
AHEMUI BXOJAT TAK)XKE COCTOSHUSA, COIIPOBOXKIAIOLINECS HAPYIIEHUEM YTUIM3ALUM Kele3a Ipu
HOPMaJIbHOM 00ECIeYeHHOCTH OpraHu3Ma, 3TO B MEPBYIO ouepeasb Mmajas f-tamaccemus. Takue
3a00JeBaHus HYKIAIOTCSI B OBICTPOil 1 3 dexTuBHOM nuddepeHnnaIbHoi THarHoCTUKE.

TanmaccemMusi — 3TO reTeporeHHas rpyIa reHeTHuecky 00yCcIOBIEHHBIX 3a00JI€BaHNM, Xapak-
TEPU3YIOLIMXCS HAPYILIEHUSIMU CUHTE3a FeMOITIO0MHA B PEe3yJIbTaTe YMEHbIIECHUS U OTCYTCTBUS
OJTHOM, WJIM HECKOJbKUX IIOOYIMHOBBIX Lerneil. Manas -tamacceMusi — HapylIeHHE CHUHTE3a
B-uenu remMornioOMHa, XapakTepus3yeTcs JeTKUM TeUEHUEM, THIT HACJIEOBAHUS T€TEPO3UTOTHBIM.
Jnist naHHO#M (pOpMBI XapaKTEPHO KIMHUYECKU O€CCUMIITOMHOE TEUEHUE, JIETKasi CTETNIeHb aHEMUH,
4acTo CIly4yailHO BBISBIIIEMAasi MPHU MPOBEACHUU NMPO(UIAKTUYECKUX aHAJIM30B KPOBU. Tak Kak
ATOT AaHEMUYECKUN CUH/IPOM UMEET FUIIOXPOMHO-MUKPOLIUTAPHBIN XapaKTep KPOBETBOPEHHUS, CO-
CTOSIHUE YaCTO pacleHUBAeTCs Kak jerkas popma xene3onepuiuuTHoi anemun. OJHaKO Tepamnus
npenaparaMi kesesa JUisl MaJol TaJaCCEMUH NMPOTUBOIOKA3aHA.

N3BecTHBI 0COOEHHOCTH SMUIEMUOTIOTUH JAHHOTO 3a00JIeBaHUS, PETUOHA U ATHUYECKHUE IPyT-
IIBI JIFOZIEH C BBICOKOM YaCTOTON pacpOCTPaHEHHOCTH TaJlaCCEMUM, TaKne Kak cTpaHbl CpenuseM-
HOMopcKoro Oacceifna, FOro-Bocrounoit Asun, bmknero u Cpennero Bocroka, rocynapers 3a-
kaBkaszbg u Cpenneid Azuu, B Poccuiickoii denepannn 3a001eBaHne BCTPEYAETCS B MOMYIISAIUSAX
Cesepnoro Kaskasa, [loBomkbsa. OHaKO B TOCJIEHHUE TOJbI B CBS3HU CO 3HAUUTEIbHON MUTpaLIUen
HaCeJICHUs 4acToTa BCTpe4aeMOCTH 3Toro 3aboneBanus B LlenTpansHoit Poccun yBennunBaercs.

N3 ompiTa maboparopHON TUArHOCTHUKHA OTMEUEHO, UTO MPH KeJe301ePUIIMTHON aHEMHUH CHH-
YKEHHE IPUTPOLIUTAPHBIX UHACKCOB (B TOM YHUCIIE CPEIHEN KOHLIEHTPAIIMA TeMOTIIOONHA B SPUTPO-
LIUTE) IPOUCXOAUT CHHXPOHHO CO CHM)KEHUEM KOHIIEHTpaluu remorioousa. [Ipu manoii ranacce-
MUY MMUHHUMAaJIbHBIE IIPOSIBIIEHNS aHEMUUECKOTO CUHPOMA CONPOBOXKAAIOTCS PE3KUM CHHU)KEHHUEM
HoKasarelseit cpeJHero 00beMa IPUTPOLIUTOB, CPETHETO COIEPIKAHMSI TEMOTTIOONHA B SPUTPOITUTE,
a Cpe/iHssl KOHIIEHTpAIHs FeMOoITIO0MHa B SPUTPOLIMTE OCTAETCS B IIPEJIesIax HOPMBbI WIIH JaXKe T0-
BBIILIAIOTCA (3TO CBSI3aHHO C TEM, UTO FMIOXPOMHUSI COOTBETCTBYET CTEIIEHU MUKpo1uTo3a). [Ipen-

43



IX MasyprsECKue QrTenmE

Wt »
o r Ty

noxeH pan Gopmyn mist nepBuuHO auddepeHuanbHON TUarHOCTUKY, HO YyBCTBUTEIHHOCTH
U Crenu(pUIHOCTh IMOJy4YaeMbIX KO3((HUIMEHTOB O4YeHb BapuabenbHa. Hambonee HanexHbIe
BO3MOKHOCTH AauarHocTuku (100% wyBcTBHTETBHOCTD, 92,5% crenuuIHOCTh) JTaeT MHICKC,
PacUUTHIBAEMBbIN C YUETOM YPOBHS MUKPOLIUTAPHBIX 3pUTPoTOB MicroR (00bem Menee 60 ¢u),
TUTIOXPOMHBIX dpuTpoiiuToB Hypo-He (coneprkanue remoriioonHa MeHee 17 nr) — naHHBIC TTapa-
METPBI BXOJAT B CIIEKTP 3PUTPOILUTAPHBIX UHIEKCOB TEXHOJIOTUU aBTOMATU3UPOBAHHOTO aHAJIN3a
Sysmex XN; Takxe B hopMyse YUYUTHIBACTCS U PYTUHHBIN MOKa3aTelb UPUHBI paCpeleICHUS
spuUTpouuToB Mo oobemy RDW-CV.

®opmyna Urrechaga — MicroR — HYPO-He — RDW

Nunexkc>-5.1 cBUAETENBCTBYET O MAJION TaJlaCCEMHUH, UHIEKC <—5.1 COOTBETCTBYET KeJe30-
neGuIMTHOM aHeMUH.

Knununyeckuii cnyyai:

Hesouka T. 2 rona 1 mecsn rocnuranuzupoana B ®I'AY «HMUL 3nopoBbs getein» B oTAe-
JICHHE MAaTOJIOTHH PAaHHETO JETCKOTO BO3pacTa ¢ AuarHo3om: [leTckuii niepeOpanbHblil mapannd,
cMelIanHas Gopma; 3aiepKka MOTOPHOTO U TCUXOPEUEBOTO PA3BUTHS, CUMITOMATHYECKAs DITH-
JICTICHSI; XPOMOCOMHBIN CHHJIPOM YTOYHEHHBIHN (CIIOKHAsE XpOMOCOMHAS TIEpeCTPOMKa, TyTUIHKA-
IUs1 JUTAHHOTO TuTeda 4 XpOMOCOMBI).

W3 mponwtoit rocnutanuzanuu B ceHTsOpe 2018 roma m3BecTHO: B 00IEeM aHAIM3€ KPOBHU
ot 04.06.2018 BbIsIBNIEHO: CHIKeHUE remornoouHa (106 r/m), yBenuueHrue ducia SpUTPOLUTOB
(5,52*10"%/1), ymeHblIeHHE CpeIHEro 00beMa I3puTporuToB (59,1 ¢ur), yMEHbIIIEHUE CPEIHETO CO-
JepkaHus remorioouHa B aputpouute (19,2 nr), HopmanbHas cpeiHss KOHIEHTPAlus IreMoriio-
O6una B sputpountax (325 r/i), yBeauueHue MUPUHBI PACIIPEIETICHHs SPUTPOLIMTOB MO 00bEMY
(21,2%).

b1 mocTaBnen AuaryHo3 xene3oAepUIIMTHAS aHEMUS U HA3HAU€Ha Teparnus npenaparamu xKe-
ne3a.

B Hacrosiyro rocnuranuzanuyio: B 00memM ananusze kposu ot 4.12.2018: koHIeHTpamus re-
mornobuaa 110 /1 (MOpOroBbIN MOKa3aTesb), YBEJIWYCHUE YHCTIa SpUTPOIUTOB (5,7%10'%/m),
YMEHBIIIEHUE CPETHETO 00BhemMa IPUTPOIIUTOB (58,8 ¢hi1), yMeHbIIIEHHE CPETHETO COMEP KAHUS Te-
Morno6uHa B aputponwute (19,3 nr), HopManbHast CpeIHssI KOHIIEHTpAIUs TeMOTJI0O0MHA B 3PUTPO-
uTax (328 r/m), yBenuueHre MIMPUHbBI paCIpeIesIeHUs SPUTPOLUTOB 10 00bemMy (21,3%). 3akito-
YEeHHE TUIIOXPOMHAsl, MUKPOLIUTAPHAS] aHEMHUSI.

B Guoxummdeckom ananuse kposu ot 4.12.2018: xeneso 16,4 Mkmons/i1, pepputud 29,15 ur/
MJI, 9TO TOBOPHUT O HOPMAJILHON 00ECIIEYEHHOCTH OPTaHU3Ma KEJIE30M.

[Ipn paccMOoTpeHHH JIOMOJHUTEIBHBIX I[OKa3aTelled TreMaToJOTMYeCKOro aHajau3aropa:
MicroR- 64,9%, Hypo-He — 29,7%, RDW-CV- 21,3%, uanexc Urrechaga — +13.9.

B cBsi3u ¢ HaNM4YMeM runoXpoMHON MUKPOLIMTAPHONM aHEMUH, OTCYTCTBUEM OMOXHUMHUYECKOTO
MOATBEPKACHUS 1ePUIINTA JKee3a, a TAaKKe C YU4ETOM OIIEHKH CKpUHHHTOBOro nHAekca Urrechaga
OBLJIO MPEMONIOKEHO HATMYKUe MaJIOW TaJaCCEeMHH, B CBSI3U C YeM aHAN3 KPOBU ObLT HAIIPaBIICH
B 3KcnepTHY0 naboparoputo OI'BY «HMUL[ ATOU um. Imutpust PoraueBa» nmis mpoBeneHus
anekTpodopesa TUIIOB TeMOTIIO0HHA.

[To pesynpraram amekrpodopesa Gppakiuii reMorioonHa OBIJIO BRISIBICHO: MOBBIIIEHUE (Dpak-
uu ¢dertanbHoro remoroouna (10,9%), noseimenne gpakunun remornoduna A2 (6,8%), cHuxe-
Hue (pakuuu remorioouHa A (82,3%), 4To B COBOKYMHOCTH ¢ KIMHUYECKUMHU JTaHHBIMH T03BO-
JIUJIO TIOATBEPAUTD JUArHO3 Masoi Gopmbl B-TamacceMum.

JlaHHOE COCTOSTHHE MallMeHTa He TpeOyeT creupuuecKoil Tepanuu, He0OX0IUMMO TUHAMUYE-
ckoe HaOmoneHue. [Ipenaparsl xees3a NpoTHBONOKA3aHbI.

BrIBOII: BO3MOKHOCTB HCITOJIB30BAHUS B KIIMHUYECKON MMPAKTUKE COBPEMEHHBIX IMOKa3arese
AaBTOMAaTU3MPOBAHHOIO aHAM3a SPUTPOLUTOB PACHIMPSET BO3MOXKHOCTU paHHEH nuddepeHin-
aJbHOM TMarHOCTUKH TaKWX 3a00JICBaHHMM KakK Kejne301epuIuTHas aneMust 1 Mmanas gopma oera-
TaJacCeMHUH.
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KJIAHUYECKUA NPUMEP TPOMBO30B VY JIETEH

3yoxosa K. A.
Hayunwie pykosooumenu: 0.m.H., npogpeccop bacapzuna E.H., k.m.n. I'anoaesa JI.A.
DI AO0Y BO Ilepsviit MIMY um. H. M. Ceuenosea Munzopasa Poccuu
(Ceuenosckuii ynusepcumem,)

Beenenue: BeposTHOCTb pa3BUTHA TpoMOOTHUECKHX OcioxHeHui y nereit ¢ BIIC B mocie-
ONEPAllMOHHOM IE€PHOJE HA CETOJHALIHMM JI€Hb COXPAHSET CBOIO aKTyaJbHOCTb JUArHOCTUKU
u npodunakTuku TpoMO030B. B psane ciyyaeB neTAM mocie KapAHOXUPYPTUYECKOH KOPPEKIHU
MO0Ka3aHO Ha3HauyeHue BapdaprHa. ITO MO3BOJSET paccMaTpUBaTh BappapuH acCOMUPOBAHHBIN
Hekpo3 koxu (BAHK), kak onyH 13 BapruaHTOB TPOMOOTHUECKUX OCTIOKHEHUN HE TOJIBKO Y B3POC-
JBIX, HO U B MEIUATPHUHU.

Bapdapun Ookupyer B Ie4eHH CUHTE3 He TOJIbKO BUTaMMH K 3aBUCHUMBIX (DaKTOPOB CBEPTHI-
Banus (11, VII, IX, X), Ho u Butamun K 3aBUCHUMBIX (PAaKTOPOB MPOTUBOCBEPTHIBAHUSA (IPOTEUHBI
C u S).Bpems nonypacnazga nporernHoB C 1 S HaMHOTO Kopoue (70 3-X 4acoB) BpEMEHHU Moy pac-
naza GakTopoB KOATYISALUH (10 72-X 4acOB), B CBSA3M C THM B Hadaje mpruema Bap(papruHa BO3HH-
KaeT TPaH3UTOPHBII MEePUOJ] TUIIEPKOATYISALIUH.

BAHK — aT10 pesynbrar MUKpOTpOMO03a COCYIOB A€pMbI Ha (hOHE TPAH3UTOPHOTO MEPHOo/Ia
TUIEepKOAryJIsIuy mpu npueme Bapdapuna. [Ipeapacnonararomumu dakropamu pazsutus BAHK
SIBJISIIOTCSI BPOXKJACHHBIN WM nproOpeTeHHblid nedunur nporeuHoB C, S (nedektsl reHoB, aH-
TUdUChOMUIUAHBIN cuHapoM), antutpomOuHa 111, myranus Leiden (¢pakropa cBepThiBanus V).
Taxoke ormmcansl ciiydan BAHK Ha oHe BhICOKMX Ha9anbHBIX 103 BapdapuHa. YacToTa BcTpeda-
emoct BAHK cpenu B3pocnbix nanuentos 1-10:10000 npuaumaromux Bapdapus. B nenuarpu-
yeckoi npaktuke yactora pa3sutusi BAHK He uzBectHa. B nmureparype BhIACISIOT KJIACCHYECKUI
BapuanT BAHK, Bo3Hukaronuii B mepsbie 10 gHEH oT Havama npuema BapdapuHa, ¥ aTUITHIHBINA
BapuaHT, korna BAHK Bo3HuKkaeT npu Bo300HOBIEHUH puemMa BaphapuHa.

enu: nemoHcTpanys BO3MOXXHBIX IPUYMH TPOMOO30B B KapIUOJIOTMUECKOM MPAKTHKE, B TOM
yucie BAHK.

Marepuansl u Metoasl: Mansuuk 5 et 9 mec. (12.04.2013) ot 1-it 6GepemeHHOCTH, TIPOTE-
KaBlIel gusnonornyecku. Cpasy nociie poskJIeHUs IMarHoCTUPOBAaH BPOXKIECHHBIN MOPOK cepaua
(BITC): nBynpuTOYHBIN €AMHCTBEHHBIN aHATOMUYECKH JICBBIH KEITyJ0ueK Cep/illa, CTEHO3 JIET0Y-
HOI aprepuun. Ha 18-e cyTKM *U3HM NPOU3BEAECHA Olepanus — HAIOKEHHE MOAKIIOYNYHO-JIe-
TOYHOT'0 aHACTaMO3a CJIEBA U MEPEBSI3Ka OTKPHITOTO apTepuanbHOro nporoka. Ha 1-M rony »u3Hn
OBbUIO BBINIOJIHEHO HAJIOXKEHHE MPAaBOCTOPOHHETO JIByHAIPABICHHOTO KaBalyJIbMOHAJIBHOTO aHa-
CTOMO3a U MepeBs3Ka paHEee HAJIOKEHHOTO aHAacToMo3a. B 2 roa nanueHTy npoBeeHa TpaHCIIo-
MUHaJIbHAs OaJTOHHAs! aHTUOTUIACTHKA JIETOYHOM apTepuu ciieBa. B 4 rona — oneparnust onrena
B MOJIM(DMKALIMY SKCTPAKapAHaIbHOTO KOHAYUTA U 3aKPhITHE OOJBIINX A0PTOJIETOYHBIX KOJJIaTe-
panpHBIX aptepuii (BAJIKA) u HazHauen Bapdapun ¢ koppeknuei 10361 mo MHO.

B nexabpe 2018 roma Ha OCHOBaHMM KJIMHUKU OT€YHOTO CHHAPOMA (THAPOTOPAKC, ACIUT, Te-
pudepuueckrue OTeKH, MPEUMYIIECTBEHHO BEPXHEH YacTu TyJIO0BHUIIA) U THIIOAIbOyMUHEMUH (00-
i 6estok 391/, ansOymMuH 18 1/71) BRICTABICH TUATHO3 OCIOK-TEPSIOIIAs SHTEPONATHS, TPOBE-
neHa uapy3nonnas teparus 10% pactBopom ansOymmaa 200 Mt (Ne 4).

B auBape 2019r. y peGeHka HapyleHue MUKPOLUUPKYIALNUU 2, 3 1 4 majbleB JIEBON PYKH C
TEHJCHLIMEN K HEKpO3y, YCUJIEHHE OTEKOB (aHacapKa), BhIpa)KeHHas ofblliKa B nokoe. [To mecty
JKUTENIbCTBA MpoBeneHa UH(Y3Us TenapuHa, Ha (oHe KOTOPOH ymydlleHHEe MUKOPIUPKYIALUN
2-ro naneia. PebeHok nepeseieH B kapauonoruueckoe otaenenne « HMULL 3mopoBbs geteii».

[TanieHTy BBINONHEHBI Ja0OpaTOpHBIE, MOJEKYISIPHO-TEHETUUYECKHE U MHCTPYMEHTAJIbHBIE
MeTOABI 00CIIEI0BAHMUSL, PE3YIIBTAThl KOTOPBIX MOKA3aAJIN:

*  TUNONIOOYTMHEMHIO 70 26 T/JI, CHWKEHHE YPOBHS jkene3a A0 4,7 MKMOJIb/JI, TIOBBIIICHHUE

yposHst proBNP 1o 449,8; MHO 8, JI-mumep 0,27; au3kuii ypoBeHs npotenna C;
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*  TeTepO3UTOTHBINA (eHOTHIl 0 reHaMHuHTerpruHa TpoMOo1uToB (ITGB3) 1 MHrHOUTOPOB aKTH-
Baropa razmMunorera tuna 1(SERPINE1);

* mpoteunypuro 10 0,7 1/, BEICOKUH ypOoBeHb anb(al aHTUTPUIICHHA B KaJie;

* CHHYCOBYIO TaXMKapJHIO B TEUEHHUE CYTOK, ykopoueHue uHreppaia PQ no 80 mc,HapyieHus
BHYTPHKEIIYJOYKOBOTO ITPOBEJCHMSI, HAPYILIECHUS MPOLIECCOB PENOJIAPU3allii MUOKapa JKe-
JIyI0YKOB, YaCThIE U306l KOCOHUCXOIAIIEH nenpeccun cerMenTa ST 110 5 mvm;

* KIMHMYECKHU TemaToMeraiaus J0 + 6 cM OT Kpas npaBoil pebepHOil 1yru, nepudepudeckue
OTEKHM YMEPEHHO BBIPAXKEHHBIE U JIOKAIU3YIOLUECS TPEUMYLLIECTBEHHO B BEPXHEH YacTH Ty-
JOBMIIA; TaxuKapaus 10 150 ynapoB B MUHYTY B IIOKOE;

*  (¢ubpo3 neuenu F4 no Metavir;

* Hajguuue TpoMOa B MpaBoil BHyTpeHHEN sipeMHol BeHe, BAJIKA.

VYuuTeiBas HapyleHHEe MUKPOLMPKYJSALUY MajbLEB JEBONH PyKH M OECKOHTPOJIBHBIN IpUeM
Bap(aprHa npennecTBYOMUI Mecs1], COCTOSHUE MalbLEB PACIEHEHO, KaK Bap(papuH acCOLMH-
POBaHHBIN HEKPO3 Ha ()OHE OTMEHBI U MOCIEIYIOIIEro BO300OHOBICHUS ITpernapara.

C mepBoro HS TOCHMTAIM3AIMK MAalMeHTa BapdapuH ObUT OTMEHEH, HauaThl TOAKOXKHBIE
uHbeKIuu ppaxkcunapuHoM B 103e 200 EJI/Kr/cyTKu ¥ MEHTOKCU(WIIHH 5 MI/KT/CYTKHU C TENBI0
yAay4lieHuss MUKpouupkyasiuuu. [locine ormMensl BapgpaprHa HaOMI0qaNUCh CIEAYOINE U3MEHe-
HUS B Koarynorpamme: yBeiuuenue nporenna C no 175% npu nopme 50—-134%, yBenuuenue ¢u-
OpuHoOreHa c 5,5 r/n 10 6,9.

KoHcynbranus peBmarosora U oTpHLaTeNbHble pe3ylbTaThl aHTU(OCHOIUIUIHBIX (AKTOPOB
MO3BOJIMJIM UCKJIIOUUTh Pa3BUTHE HEKPO3a MayblieB Ha (poHe aHTHU(POCHOIUIUIHOTO CHHIPOMA.
Pebenky momoOpana KOMOMHHMpOBaHHAsI TUYpETUYECKas TEpalusi, aHTUKOATYJISIHTHAsT TEpPaIlusl.
Ha ¢one nmpoBonnMoii Tepanuu oTMevanach NOJI0KHUTEIbHAS IMHAMUKA IO BOCCTAHOBJIEHUIO MU-
KpoLMpKyasuu nanbles. [lociae noaroroBku peOeHOK B3ST B ONEPALMOHHYIO, IPOBEACHO PEHT-
reHsHoBackysipHoe 3akpbitue bAJIKA Ha 12-e cyTkH rocnurain3aiuu.

Ha 17 cyTku rocnuTannzanuy HEKpoTHUECKasi TKaHb COXPaHsJIach TOIBKO HA TUCTAIBLHOH (a-
naHre 4 nanblia, Koka 2 U 3 najnblieB Ha CTaAMM 3aXKMBJICHUS II0CIIE OTXOXKAEHMs cTpyna. Ilo
pe3yJibTaTaM KOHCYJBTAIlUK ¢ TeMaTOJI0rOM U KIMHUYECKUM (hapMaKoIoroM ObLIO IPUHSTO pelie-
HHE O MEePEeBO/IC NAIMEeHTa Ha PUBAPOKCAOAH MUKPOHU3UPOBAHHBIN € TIOA00POM JI03BI IO aHTH XA
B KOAryJIorpaMMe.

Ha momenT Boinucku (10-e mociieonepaimoHHbIe CYyTKH) KYUPOBAaH OTEUHBIM CUHAPOM, Ta-
XMKap/us, pa3Mepbl IEYEHN COKPaTUIINCh 10 1.5 cM HMXkKe Kpas npaBoi pedepHo ayru, Ha oHe
JIMETOTEPAlIu YPOBEHb a1bOyMUHA B KPOBU YBEIHUMICA0 35 /1.

Pe3ynbrarhl: onMcaHHBIN KIMHUYECKUN Cllydail JEMOHCTPUPYET OCIOKHEHHUE B JETCKOM Kap-
JMOJIOTUYECKOH MpakTHke y pedeHka mocie oneparun GoHTeHa.

BbIBOIBI: 1eTH TIOCIIE KapAUOXUPYPTIUUECKONH KOPPEKIIMU CUHUX BPOXKACHHBIX IOPOKOB CEep/-
11a HaXO/ATCS B IPYIIIE BHICOKOTO PUCKA 10 Pa3BUTHIO TPOMOOTHUECKHUX OCIOXKHEHHH, 4TO TpeOy-
€T pacIIMPEHHOro 00CIeJ0BaHUs CUCTEMbl FEMOCTa3a Ha 3Tale NpeionepalioHHON NOATOTOBKU
C LIEJIbI0 MPO(UIAKTUKH, TIPEAYIPEKICHHS U JIEUEHUS YK€ BO3HUKIIUX TPOMOO30B.

CUHAPOM ROHHAD [RAPID-ONSET OBESITY, HYPOVENTILATION,
HYPOTHALAMIC AND AUTONOMIC DYSFUNCTION]
IThemneea M.O., Cagxuna A.P.

Hayunwie pykosooumenu: npogpeccop, o.m.n. Kaziorxoea 1.B., oouenm, k.m.n. /[youna T.A.

Kadgpeopa paxynememckoit neouampuu I®
@dI'bOY BO PHUMY um. H.U. Ilupozosa

AktyanbHOCTh. OXHUpEHUE y JeTeil U MOAPOCTKOB SIBISETCS OAHOM M3 CaMbIX aKTyaJlbHbBIX
po0IeM COBPEMEHHOTO 3/IpaBooxpaHeHus. OHO MOXKET ObITh CAMOCTOSTEIbHBIM 3a00JIEBAaHUEM,

46



IIX MasyprsECKue QrTenmE

Wt »
o r Ty

BO3HUKATh Ha (DOHE PA3TUYHBIX MATOJOTHH (BTOPHUHOE OKUPEHUE) WITH SBISTHCS OJHUM U3 CUM-
NTOMOB peAKux 3a0oneBanuii, Harpumep cuaapoma ROHHAD.

Cunnpom ROHHAD — 510 Ha cerogns kpaifHe penkoe 3a0oJjieBaHUE, BIMSIONIEE HA KU3-
HEHHO Ba)XHBIC CUCTEMBI OPTaHU3Ma: BETETaTUBHYIO M dHIOKPUHHYI0. bone3Hp XapakrepusyeTcs
BHE3AITHBIM Pa3BUTHEM OKUPEHUS Yy JeTel mocie 1,5 jeT, B coueTaHuu ¢ TUCPyHKIUEH TunoTa-
Jamyca, TMIIOBEHTUJISIMEN JIETKUX U aBTOHOMHOM JHcperyisinuei. B HacTosiee BpeMs: Ipu4rHa
BO3HMKHOBEHUSI CUHApOMa HeusBecTHa. OIpenesieHHOro JICUeHUsI HE CYIIEeCTByeT. TeueHue Ba-
pPBUPYET B 3aBUCUMOCTHU OT BBIPAXKEHHOCTH CUMIITOMOB.

B mMupe 3apeructpuposano okoio 100 ciayuyaeB naHHOro cusapoma, B Poccun u3zBectHo o 9
IMOMOOHBIX MMAlIMEHTAX.

Onucanue knuHuueckoro ciydas. Jlesouka E., 2 net 9 mec., nocrynmia 14.11.2018 roga B
Mopo3zosckyto JII'KbB ¢ xanobamu Ha ObicTpyro prbaBKy B Bece (+5 Kr 3a mociennue 6 mec.) u
JUIUTeIbHYI0 Tuxopaaky (10 38,6-39,0°C) B reuenue 6omnee 2 Henenb, HEe KyMHPYIOIIYIOCS Kapo-
MOHMXAIOUIUMU CPEICTBAMM.

Cocrosiarie peOEHKa TP MOCTYIUICHUH TSKEIIOe, CAMOYYBCTBUE CTPAAIO: BsijIasi, 3aTOPMO-
JKeHHas, BbICOKO Jinxopaauia (10 39,2°C). KoxxHbie TOKPOBBI MOBHIIIIEHHOHN BliaxkHocTH. OOpa-
a0 Ha ce0si BHUMaHUE N30BITOYHOE PAa3BUTHE TTOJIKOKHO-KUPOBOM KJIETYATKH HA JIUIIE, )KUBO-
Te U B o0nactu rpyaHoil kinetku. [Ipu GecriokoiicTBe MOSIBIISIACh yMEPEHHas OJIbIIIKa, B HOYHOE
BpeMsl JIbIXaHHE HOCHUJIO MOBEPXHOCTHBIN XapaKTep, BO CHE caTypalusi JOCTOBEPHO CHUXkaJIach
1m0 80% (B cocTossHUM OOAPCTBOBaHUs OHA cocTaBisia 96-99%). OTMeuanucy BhIpaKEHHbBIC
BOJIHO-3JIEKTpOoauTHBIE HapymeHus: pCO2 — 38,7 mM pt. cT.; pO2 — 51,5 mm prt. ct.; pH kpo-
Bu — 7,23; BE — 10,4 mmoins/1, Na — 144-159 mmons/n; K — 3,3 mmoas/n; Ca o0mmii —
1,8-2,1 MMOJB/II.

B nepByto ouepenp ObUTH UCKITIOYEHBI MH(PEKITMOHHBIC MPUIUHBI TUXOPAJIKH, B TOM YUCJIE ME-
HUHTUT, a TaK)K€ OHKOT'€MAaToJIOTHYecKue 3a00JIeBaHus U SHAOKPUHHAS narosiorus (3aboneBaHus
HIUTOBUIAHOMN JKEJIE3bI).

MarautHo-pe3oHaHCHasi ToMorpadusi TOJOBHOTO MO3ra (MCCIEIOBAHHE MPOBOIMIOCH TOJ
HAPKO30M C KOHTPACTHBIM YCUJIEHUEM) HE BBISIBUJIA B CTPYKTYpE BELIECTBA TOJIOBHOIO MO3ra o4a-
TOBBIX M3MEHEHUI 1 00beMHBIX 00pazoBaHuil. XoiarepoBckoe MoHuTopuposanue DKI' B Teuenue
72 4 He 3apETUCTPUPOBAIO CKPBITHIX HAPYIICHUN CEPACUHOTO PUTMA.

st nudpdepeHnmanbHOro [uardo3a ¢ CHHIPOMOM TPOKIISITHS YHIWHBI — BPOXKIECHHBIM IICH-
TPaJIbHBIM TUIOBEHTUISIHUOHHBIM cuHpoMoM (BLII'C), mpoBeneHo reHeTUYeCKOe UCCIIeJOBaHNE
Ha myTanuio B rene PHOX2B(GCN)n, pe3yasraT KOTOPOro OKa3aucs OTpULIATeIbHBIM.

[To coBOKymHOCTH KJIMHHYECKHX MPOSBICHUI: pe3kuii Habop Beca 3a mocneanue 6 MecsIieB,
CTOMKas TUIIEPTEPMHUS, HE KYMHPYIOLIAsAC aHTUITUPETUKAMHU, BOJTHO-3JIEKTPOJIUTHBIE HAPYILICHHUS,
HOYHasl iecaTypalisl, a TAKKe€ Ha OCHOBAHNHU OTPUIIATEIBHOIO FTEHETUYECKOTO UCCIIE0BaHNUs, HC-
kimouuBiero BIT'C, 6su1 ycTanosnen nuarno3: cuaapom ROHHAD.

O6cyxnenue: [Ipuunnoit BLI'C sBnsiercs mytamust B rene PHOX2B(GCN)n, ripu 3TOM cuM-
NTOMBI JIBIXaTE€IbHON HeIoCTaTOYHOCTH y nanueHToB ¢ BII'C onpenensitorces yxe ¢ pokICHHUS.
B 10 Bpems kak npu cunapome ROHHAD cumMnToMBl TMIIOBEHTUIISILIMU PA3BUBAIOTCS y AETEN
crapiie 1 rona, u, Kak MpaBuiIo, mocjie nepeHecéHHon nHpeknuu. [lomumo 3Toro, mpu CUHAPOME
ROHHAD pa3BuTHio runoBEHTWISALUN NPEIIECTBYET BHE3AMHOE OKUPEHUE, Yalle MPOSIBIISIO-
mieecs B Bo3pacte ot 1,5 1o 7 ner.

3axmouenne. B Buay Hemoctarounoit u3yueHHoctu cuaapoma ROHHAD Bo3HUKAIOT ClIOX-
HOCTH B [TOCTAHOBKE TUarH03a, 0COOCHHO B paHHEM BO3PAacCTe, KOTJIa €r0 CUMIITOMBI MOTYT CKPBI-
BaThCs MOJ «MAacKoi» MHOTHX PEIKHX HACJIEICTBEHHBIX OOJe3HEH, B T.4. YHIOKPHUHHBIX, YTO
TpeOyeT MPOBEACHHUS CIOKHOTO MHOTOJTAIHOTO JUArHOCTHUYECKOTo moucka. OOHapykeHue Ha
pPaHHMX AdTamax CUMITOMOB €r0 MaHH(eCTalMK MO3BOJISIET CBOEBPEMEHHO KOPPEKTHUPOBATH €T0
OBICTPO MPOTPECCUPYIOLINE CUMITTOMBI, TEM CAMBIM YBEITUYUTH MPOAOKUTEILHOCTD U Ka4€CTBO
YKU3HU MAJICHHKUX TAI[UEHTOB.
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TPOMBO3 CEJIE3EHOYHOM APTEPUM Y PEBEHKA
C HACJIIEACTBEHHBIM JE®EKTOM I'EMOCTA3A
(TETEPO3UTOTHBIN BAPUAHT JE®UILIUTA IPOTENHA S)
N CO MHOKECTBEHHBIMH TIOPOKAMMU PABBUTUA BHYTPEHHUX
OPI'AHOB

Hlameopsan A.A., Hcaesa C.B., flxoenesa E.A.
Hayunbwtii pykosooumenv: ooyenm, k.m.H. Jlapuna JI.E.
Kadgheopa nponedoesmuru oemckux oonesneii [1D
dI'bOY BO PHUMY um H.H. Ilupozosa M3 PD

Tpom603 cene3eHOUHON apTepuu — 3TO TPOMOO3 PEIKOil JTOKaTU3aIiK, KOTOPBIN SBIISETCS
yTpOXkarollel KU3HM MaTOJI0TUEN, OUEHb YacTO OCTarouleiicss Hepacno3HaHHoW. Hanbonee yacto
TPOMOO3bI aTUITMYHOMN JIOKAJIU3ALMU PAa3BUBAIOTCS Y JIUL[ C HACJIEICTBEHHBIMU A€(EKTaMU IreMocC-
taza. [erepo3urornsiii aepuuut nporerHa S B 10 pa3 yBennunuBaeT pUCcK BO3SHUKHOBEHHS BEHO3-
HBIX U apTepuaIbHbIX TPOMOO30B.

Hesouka B.,11 net naxogutcs Ha nedenun B Mopososckoit JII'Kb ¢ 14.02.2019 no HacTosiee
BpeMs.

Anamue3: y pebeHka BHyTPUYTPOOHO JMArHOCTUPOBAHO OOpATHOE PaCIIOIOKEHUE OPTaHOB
OpIOIIHON MOJOCTH U BpOkJeHHbIN nopok cepaua (AMIIIT). ITo noBony BIIC onepupoBana B
Bo3pacte 7 MecsleB. PU3NYeCKoe U HEPBHO-TICUXUUECKOE Pa3BUTHE COOTBETCTBYET BO3PACTHBIM
HopMmaMm. [IpodunakTuyeckue NpUBUBKU MO MHAUBUIYaIbHOMY KaJ€HAApIO B CBSA3HM C MEAMIIMH-
CKUM OTBOJIOM B paHHEM Bo3pacTe. AJuieproaHamHe3 He oTsroineH. Habmionaercs y HeBpoma-
tornora. [lepeHecenHble 3a0o0neBaHMs: OCTPbIC PECHHpPATOPHbIE MH(EKIUHU, BETpsiHAs ocma. 3a
2-3 Henenu A0 rocnuTanu3anuu 1esouka nepeneciaa OPBU.

Hacrosiee 3a6oneBanue: 3a6omnena 13.02.19, koraa nosiBUIIMCH 00K B ANUTaCTpaIbHON 0071a-
CTH CJIeBa, HOYBIO OTMEYAJIOCh MOBbINIEHHE Temneparypsl 10 38,5. C 14.02.19 6onu nepemecTh-
JIUCH B MPABYIO MOJIB3/I0MIHYIO 001aCTb.

[Tpu noctymeHuu: ob1ee COCTOSIHUY CPeIHEN CTENeHU TSKECTH, CO3HAHHE SCHOE, TeMIlepa-
typa 37,5 C. KokHbII TOKPOB: YUCTHINA, OJI€THON OKpacKH, yMepeHHOH BiakHocTH. HebOonpias
CUHEBa IMOJ IMa3aMu. BuiuMble CIM3UCTBIC: TUTIEPEMUS 3€Ba, 3a/IHSAS CTEHKA TIIOTKU TUTIEPEMUPO-
BaHa, IpaHyJIMpOBaHa, sipkasi TMIIEpEMUSI MUHJAJINH, HaJeTOB HET. [1o 3aHel CTEHKe CTEKAeT CIlu-
3MCTOE COZIEPIKUMOE TOIOCTH Hoca. [loguentocTHpie U mIelHbIe TUM(paTHIecKie y3Ibl 0 8 MM
0e30011€3HEHHbIE TUIOTHO-3JIaCTUYHON KOHCUCTEHIIMU HE CHasiHbl MEX]Ly COO0M U OKPYKAIOILUMU
TKaHAMU. B Jerkux napixaHue BE3UKYJISPHOE, XPUIIOB HET. TOHBI cep/ilia 3ByYHbIE, pUTMHUUHBIE,
cuctonuueckui mym. JKUBOT B3AyT, NaibHalus 3aTpyJHeHa, YMEPEHHO OOJI€3HEHHBIH B ITPaBOM
U JIeBOM Tofipebepbe, B MpaBoi MOAB3AOUIHON 00MacTH U Ha JToHOM. [ledyens y kpas pebepHoi
JYTH B JIEBOM Mojpedephe. B monoxenne Ha JeBOM OOKY HEOTUETIMBO MAJBIUPYETCS OKPYIIIOe
oOpa3oBanue, 6ose3HeHHOE (cene3eHka). Mouencnyckanue He HapymeHo. CTyna He ObUIo.

Pesynbrarer oocnenoBanus: O0muii ananu3 KpoBu: moBeimieHa COD mo 70 mm/gac. buoxu-
Mudeckuil ananu3 kposu: nosimeHne CPb 0,0915 r/n Koarynorpamma: cHI>KEHHE aKTHBHOCTH
nporenHa S cBodomHoro a0 51,5%

VY3U Opro1Hoii MOJOCTH: B MPOSKITUHU MTPaBOM MOJIOBUHBI OPIOIITHOM MOJIOCTH OTPEIEISIOTCS
JIBE OKpPYTIION (OpMBI cere3eHKH quameTpom 110 25 MM u 51 MM. B MeHbI1eit onpenensercs Kpo-
BOTOK, B 0OJIbILIEH KPOBOTOK HE ompezensercs. YepBeoOpa3HbIil OTPOCTOK ONpeensercs cieBa,
nuaMeTpoM 110 3—4 MM 6e3 CTPYKTYpHBIX M3MEHEHUH. B mpoekuun manoro Taza onpenensieTcs
CKOIIJIEHUE KUAKOCTH.

KT OpromiHoii monocTu ¢ BHYTPUBEHHBIM KOHTPACTHBIM YCUIICHUEM:

Situs viscerum inversus. OTCYTCTBUE NEUEHOYHOTO U CYNPApEeHaJIbHOTO CErMEHTOB HUKHEH
M0JIOM BEHBI ¢ azygos-nponoikenueM. [lomucmienus. OnucanHoe okpyrioe oOpa3oBaHue B Ipa-
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BOM JIaT€pPaJIbHOM KaHaJle MOXKET OBITh PACIIEHEHO KaK JI0JIbKa CEJIe3CHKH ¢ HapYIICHUEM apTepH-
AIIBHOTO KPOBOCHAOXKEHMS (TpOMOO03 BETBU CEJIE3€HOUYHOM apTepuu). MeseHnTepuanbHas aumda-
nenonarusi. CBOOOAHAS )KUAKOCTh B OPIOIIHOM MOJOCTH.

[IpoBonuTcs remapuHoOTEpanus HENPEepPbIBHON BHYTpUBEHHOM nH(py3uel 25 EJl/kr/gac.

JlaHHBIN KIMHUYECKUN Pa300p NEMOHCTPUPYET BaKHOCTh CBOCBPEMEHHOW TUATrHOCTHKU JIe-
¢dekToB remocTasa, BIEKYIIMX 32 cOOON BO3HMKHOBEHHE TPOMOO30B PENKOi JToKaiu3anuu. Tak
KaK JJaHHbIE TPOMOO3bI Pa3BUBAIOTCS HAMOOJIEE YACTO Y JIMIL C HACIEICTBEHHBIMU Je(EKTaMU Ie-
MOCTa3a, TO MPU UX BBISIBICHUH HEOOXOAMM CKPUHUHT HA HAJIMYHE HACIEICTBEHHBIX ()OPM TPOM-
60o¢mmmu 1 AOC u cCBOEBpEeMEHHOE Ha3HAYCHHE aHTUKOATYIISTHTHON Teparuu.

TPYJHOCTHU JUPDEPEHIIUAJIBHOM JUATHOCTUKHU
IF'EMOJJIUTUKO-YPEMHUYECKOI'O CUHAPOMA (TT'YC/ATYC)

Ilonoga A.11.
Hayunuwuit pyxosooumens: oouyenm, k.m.u. Jlapuna JI1.E.
Kadgheopa nponeoesmuru demckux oonesueii I11D
@dI'b0OY BO PHUMY um H.H. Ilupozosa M3 P®

ATUNIUYHBIA TeMONHUTHKO-ypemuueckuit cunnpoMm (al'YC) — opdannoe 3aboneBanue u3
TPyMIbl HEPBUYHBIX TPOMOOTHUYECKUX MUKPOAHTHOIATHH, 00yCIOBIEHHOE MyTaIsIMU T€HOB pe-
TYJISTOPHBIX OEJIKOB M KOMIIOHEHTOB KOMIUIEMEHTA. XPOHHUYECKass HEKOHTPOJIHpyeMas aKTHBa-
LU aJbTEPHATUBHOIO MTyTH CUCTEMbl KOMIUIEMEHTA Ha SHJIOTEJIMANIbHBIX KJIETKaX MPUBOAUT K UX
MOBPEXKJCHUIO, B PE3YNIBTATE YEro peaan3yercs reHepaaIn30BaHHOE TPOMO0OOpazoBaHue, IPUBO-
Jsiiee K TpoMOOIUTONIEHUH TTOTPEOICHNS, HOUMYHHOM TeMOJIMTHYECKOW aHEMHUH U OCTPOMY T10-
YEYHOMY MOBPEXKIEHUI0. YacTOTa BCTPEYaeMOCTH COCTaBIsAET 2-7 cily4yaeB Ha | MJIH. HacelIeHHUs.

Pa3zButne al'YC nmpoucxoquT TOJBKO MOCJE OMPEAEIEHHOTO BO3/IEHCTBUS (PaKTOPOB BHEUI-
HEl Cpe/ibl, UHULIMUPYIOIINX OBPEKICHNE SHA0TENN. B peacTaBieHHOM KIMHUYECKOM CIy4ae
TPUTTEPOM SBIISICTCS MHPEKIUS KEeTyIOUHO-KUIIIEYHOTO TPAKTa, YTO OO0yCIaBIMBACT TPYAHOCTh
Ha stane auddepenunansaoil nuarnoctuku al'YC u noct-auapeitnoro tunuyxoro I'YC.

Mansuuk A., 12 ner rocnmranusupoad MJII'’KB 10.10.2018 ¢ nmopo3peHuem Ha BocHaju-
TeJIbHOE 3a0o0iieBanue KuieuHuka. M3 anamnesa: 9.10.18 mosBHUIKCH %Kaja100bI Ha 00U B )KUBOTE,
JIMapero ¢ MPUMECHIO KPOBH, €1a00CTh, CHUKEHHE anmneTuTa. [1o pe3ynpraraM 3H/10CKOIUYECKOTO
oOcnenoBanus: Hp-accounnpoBaHHbIM racTpUT, NPU3HAKU SI3BEHHOTO MPOKTOCUTMOUAMTA. DKC-
npecc-tect Ha TokcuHbl C. defficile v uccieoBaHre Ha MATOTEHHYIO KUILIEUHYIO TPYIITY OTPHIIA-
TEJIbHBI.

3a Bpemst HaOmoneHus, 15.10.18 orpunarenbHas TUHAMUKA: HapacTaHUE a30TeMUM (Moue-
BuHa 56 MMounb/n, kpeatuaun 725 mMxMons/n), anemust (Hb 96 1/1), Tpom6Goruronenus (PLT
42*10°/m), JIAT 2796 en/n. AxtuHocts ADAMTS cHIKeHa HE3HAYUTETBHO — 63%, YTO UCKITIO-
4aeT TPOMOOTHYECKYIO TpoMOonuToneHnueckyto nypmnypy. Ilo pesynsratam Y31 — cHukeHue
nepdy3un MapeHXUMbI MoYeK ¢ 00eUX CTOPOH, I'MIPONEPUTOHEYM U JIBYCTOPOHHHIA I'MJIPOTOPAKC
KaK MpOsIBIEHUE OTEYHOro cuHapoMa. B Tsmkénom cocrosinuu, ¢ auarnozom I'YC, OITH B craguu
anypuu nepesenéH B OPUT nns nposenenus 3I1T.

Anypus coxpaHsiiach 5 cytok. Hauaro npoBeaenue renaputo- u miasmorepanuu. 18.10.18 —
JByKpaTtHoe HocoBoe kpoBoTeueHue. B OAM ot 20.10.28: BeipaskeHHasi MPOTEUHYPUSL, TEMATYPHUSI.
[Tocrenennoe BoccranoBinenue nuypesa. K 22.10.18 — BoccTaHOBICHUE TTOYCYHOU mepdy3un.
B cBsi3u ¢ pazButrem 27.10.18 nelikoneHuu, 11 UCKITFOUYCHUS TUMGonpoaudepaTuBHOTO 3a001€e-
BaHUs [IPOBEJIEHA MUEJIOTpaMMa, 110 pe3ybTraTaM KOTOPOM OTMEUEHO pa3ApakeHUE IPUTPOUTHOTO
POCTKa U IepepacipeieiuTeNIbHOe YMEeHbIIIeHHEe HelHTpoduisHoro. Ha ¢pone BoccTanoBneHus MO-
yeyHou (pyHkumu (cHkenue azoremuu k 3.11.18), 7.11.18 y manuenTa nosiBujiach KJIMHUYECKAs
KapTHUHA OCTPOTO >KMBOTA, MOTPeOOBaBIIAsl ONEPATUBHOTO BMemaTenbcTBa. 8.11.18 moBswimenne
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amuiassl 10 1242 en/n, auacrassl g0 2408 en/n, 9T0 CBUAETENHCTBYET O Pa3BUTHH OCTPOTO OTEY-
Horo nankpearuta. 8.11.18 no pesynsraram 9XO-KI' BelpaskeHHas 1uiaranys JEBOIo KelyJ0uKa
C COXpaHEHHOH (pakuueii BEIOpoca — Kak MposiBIeHHe Kapaunomuonaruu. [IpoBoannack nay-
3MOHHAsI, aHTHOAKTEepUaIbHasl, TUTIOTCH3WBHASI, AHTUKOATYJISIHTHASI, TACTPONPOTEKTOPHAS U aH-
TUCEKpEeTOpHas Tepanus. /J[nHamMuKa MoJ0XKHUTENbHas: BOCCTAHOBIEHUE YPOBHSI TPOMOOIIMTOB K
19.11.18, ymensbIieHne pasmepa JIeBoro keiaynodka k 22.11.18, BoccTaHOBIEHHE TeMOTTIOOMHA K
11.12.18, cumxenue amunassl kK 11.12.18. CoxpaneHue npoTeuHypuu, TMCHYHKINSA OMIHApHOTO
TpakTa 1o qaHaeiM Y3U ot 14.12.18. 29.01.18 6ecrnokoniu xanoObl Ha TOIOBHYIO 00JIb B TOOHOU
obmacrtu. [Ipu obcnenoBaHNM HEBPOJIOTA — TOPU3OHTATBHBIA HUCTArM, SMOITMOHATILHAS JIA0WITb-
HOCTB, TPEBOXKHOCTD, aKIICHTyaIMs Ha 3a00JICBaHUH.

C uenwto uckmrouenus al'YC mpoBeeHo TeHeTrnueckoe uccienoBanue. [1o pesynbsratam 00-
cinepgoBaHus BbisiBieHa MyTanus reHa CFHRS B reTepo3urorHoM COCTOSTHUM, MTOATBEPKAAIOIIAS
JTUarHO3.

Manpuuk BhITUCANICS JOMOW TOJ HaOMoAeHUEe Teauarpa, Hedpoiora, racTpoOdIHTEPOIora H
HEBPOJIOTa TI0 MECTY JKUTEJIbCTBA C PEKOMEHIAINE CBOEBPEMEHHOTO JIA00paTOPHO-UHCTPYMEH-
TaJIbHOTO KOHTPOJISI U BAKIIMHALIUH.

K coxanenuto, mporno3 al'Y C HeOnaronpusTHBIN B CBA3U C PEIHIUBUPYIOIIAM TEUEHUEM, OC-
JIOKHEHUSIMH SKCTpapeHaIbHBIX MPOSBICHUI, BHICOKUM PUCKOM (DOPMUPOBAHUS TEPMUHAIBHON
XITH. OnHako uMest FTeHeTUYECKU MTOATBEPKICHHYIO aHOMAJIUIO CUCTEMbI KOMILJIEMEHTa 000CHO-
BaHO NMPUMEHEHHE Ia3MOTEpanuy U/Wid MOHOKIOHANBHBIX aHTUTeN K C5-(hpakiuu TepMruHaIIb-
HOM CTaJIuu KackaJa akTUBAIlMU KOMIUIeMeHTa (DKynu3ymMal) B cllydae BOSHUKHOBEHUS PEIUIH-
Ba, YTO MO3BOJIUT YJIYYIIUTh MPOTHO3 U KAYECTBO KM3HU TAKUX JIETEH.

KJIVNHUYECKUH CJIYYAU TAKEJIOI'O MEPUHATAJBHOTO
TEMOPPAT'MYECKOT'O ITOPAKEHMUSI ITHC BCJIEJICTBHUE
TPAHCUMMYHHOM TPOMBOLIUTONNEHUYECKOM NYPIYPHI ¥
PEBEHKA OT MATEPU C UMMYHHOM TPOMBOLIUTONEHUYECKOM
MYPIIYPOU

Tokapeea A. C., Kanpanosa M. C.
Hayunuwtit pyxosooumens: oouenm, k.m.n. Jlapuna J1.E.
Kadgheopa nponedoesmuru oemckux oonesneii I11D
@dI'b0Y BO PHUMY um H.H. Ilupozosa M3 P®

Tspkenoe nepuHaTalibHOE remopparudeckoe nopaxenue [[HC — mHorodakropHas maToiorus,
BO3HUKAIOII[Asl BCIIEICTBUE: HACIIEACTBEHHON KOAryJlonaruu, reMopparudeckoii 60Je3Hu HOBOPO-
KJIEHHBIX U OCTpOi runokcuu. ConpoBokaaeTcs KoineOaHUsAMU CUCTEMHOT0 AJ 1 U3MEHEHUSIMU
MO3ToBOT0 KpoBOTOKa. [IpuunHOi# remopparndeckoii 601e3H1 HOBOPOXKIACHHBIX MOXKET SIBISATHCS
IIPUEM MaTepbIO JIEKAPCTBEHHBIX CPEJICTB, MOAABISAIONINX aKTUBHOCTh BUTaMuHa K (Takue kak,
dbenobapOuTan, Bapdaput, pudamMnuIuH, H30HHAZUT).

YacTtora nepunHaraibHOro remopparudeckoro nopaxenus [IHC nmaxonurtcst B oOparHo mpo-
NOPLIMOHAIIBHOM 3aBUCHUMOCTH OT CpPOKa IeCTalllU: YEM OH MEHbIIE, TEM BBIIIE PUCK BO3HUK-
HOBEHUS JAHHOW Marosioruu. B rpynmne pucka HaxoAsATCs MALUMEHThl OT MaTepeu CTpaJaroInX
TPOMOOILIUTOTICHUYECKOU MTyPITypPOii.

Onucanune manuenta. JleBouka 3 mecsin. Poxaena ot marepu 40 net, ¢ UMMYHHOI TpoMOo-
LUTOIIEHUYECKON myprypoi, cruieHdkTomust B 2003 rogy; peGeHOK OT BTOpOW OEpeMEHHOCTH,
MPOTEKaBILIEH C OCIOKHEHUSIMU. B mepBoil mojoBuHEe GEpEMEHHOCTH — TOKCHKO3; BO BTOPOM
MOJIOBUHE — T€CTALlMOHHBIN caXapHbIi 1uabeT, Ha3HAueH MHCYIUH. Y JKEHIIMHBI HaOofanach
m1yOokasi TpoMOonuToneHus — 15 Teicsy/ MKII. B CBSI3U ¢ 3TUM yXy/llI€eHHE COCTOSIHUS IIJI0AA.
Oo6Hapy>xuBanace Opagukapaus, a B 30 Heaenp y mioja AMarHoCTUPOBaHO 00beMHOE 00pa3oBa-
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HHUE TOJOBHOTO Mo3ra. Marepu ObIJIO MPEUIOKEHO SKCTPEHHOE pOjiopaspelieHre, 0T KOTOpOro
OHa OTKa3ajachb.

Ponpl mpexneBpeMeHHbIe, ONepaTUBHbIE HAa 35 HENEIM TeCTaluu ¢ MPEeXIEBPEMEHHBIM H3-
JUTUEM OKOJIOTUIOAHBIX Boa. Otenka mo mkaine Anrap 1/3 6amma. [IpoBenena peannmanus. [pu
OCMOTpE, B POJWIBHOM 3aJI€: OKPYKHOCTb I'OJIOBBI yBeIn4eHa — 39 cM, rosioBa rugponedanbHon
dopmbl, pacxoxkaeHue uepenHsix mBoB. [lo nanasiM HCI' u KT — nopsuuedanus/ MylnbTHKH-
CTO3, TOTAJIbHOE MOPaKeHUE OOJIBIIMX MOJTyILAPUNA/BEHTPUKYIOMET AN

[1o naHHBIM KIMHUYECKOTO aHaJN3a KPOBU C POXKICHHS JICHKOIIMTO3, CABUT (POPMYJIBI BIECBO.
Tpombonuronenus 45 teic./Mki. [Tocne pogoB KOMMYECTBO TPOMOOLIMTOB HOPMAJIH30BAIOCh

Ha ocHoBaHMM 3TOr0 MOXHO MpPEATNONIOKUTh, YTO remopparudeckoe nopaxenue 1{HC, BbI-
3BaHO TPAHCUMMYHHOM TpOMOOIIMTONIEHNYECKO Mypnypoil y pebeHKa, OT MaTepH, cTpajaroien
UMMYHHOH TPOMOOIIMTONIEHUYECKOH MypITypOH.

Ob6cyxnaenue. BerpeuaeMocTh TpPaHCUMMYHHOH TPOMOOLMTONEHUYECKOH MypITypbl HOBOPO-
XKAEHHbIX cocTaBisieT 1 ciydait Ha 4000-5000 >xuBopokaeHHBIX MitageHeB. Y 30% mianeHues
¢ msokeston TTIIH mokeT npon30UTH BHYTPUYEPETHOE KPOBOTECUEHHUE B IIEPUHATAIILHBIN IIEPUOI.
Tspxenast TPOMOOIIMTOTIEHUS pa3BUBACTCS y TUIO/IA TIEPBOI OEPEMEHHOCTH CO 3HAYUTETIHHBIM YCH-
JICHUEM TSKECTH MPH MOCIEAYIOIINX OEPEMEHHOCTSIX.

3akmmroueHue. B cBsi3u ¢ TsokensiM HekypabenbHbIM opakenuem [THC, 6b11 ohopmiien mpoTo-
KOJI HeKypaOenbHOCTH, U peOEeHOK OblI epeBEeH B OTACICHUE NaJTIMaTUBHOM TOMOIIIH.

Jlns Gyayuiero njiaHUpPOBaHUS AeTel B TaHHOM CeMbe POIUTENSIM HEOOXOIMMO MPOBECTH I'e-
HETUYECKYI0 KOHCYJIBTAIMIO 110 TIOBOJLy BBICOKOTO PHUCKA POXKICHMSA peOeHKa ¢ TPOMOOIUTOIE-
HUYECKOU MypIIypol U ONPEAETUTh YPOBEHb aHTUTPOMOOIMTAPHBIX aHTUTeN. HeoOxomumo Tak-
e MPOBOTUTH MPO(UIAKTHYECKHUE JIeUEHUE, KOTOPOE 3aKIIF0YAETCSI BO BHYTPUBEHHOM BIMBAaHUH
umMmyHorooynuHoB (BBUI') matepu 10 poJ1oB ¥ KOHTpOJIE KOIMYECTBA TPOMOOIIUTOB B TEUEHUE
BCEH OEpEeMEHHOCTH.

JIaHHBIN aNrOpUTM AEHCTBHUM MIPU BeIeHUN OEPEMEHHOCTH MO3BOJISIET N30€KaTh OCI0KHEHUI
y Marepu u miofa. K coxanenuto, oH He ObLI MPUMEHEH Ha MPAKTHKE B JAHHOM KIMHUYECKOM
cllydae MaTepblo peOeHKa, YTO MPUBENIO K CTONb (paTaibHBIM MTOCIIEACTBUSM.

MACKA AYTOUMMYHHOTO PEBMATOM/THOTO APTPUTA —
AYTOBOCHAJIMTEJBHBII CUHIPOM NAIAD (NOVEL AUTOIMMUNO-
INFLAMMATORY DISEASE). YETBEPTOE OIIMCAHHUE B MUPOBOM
MMPAKTUKE MYTAIIAA B TEHE NLRP-1 (NOD (NUCLEOTIDE
OLIGOMERISATION DOMAIN) LIKE RECEPTOR PROTEIN),
ACCOILIMMPOBAHHOI C AYTOBOCHAJIEHUEM, APTPUTOM U
TNCKEPATO30M

Aeeoosa A.A.

Hayunuvle pykosooumenu: k.m.n, ooyenm Jlapuna JI.E.,
Kadgheopa nponedesmuru oemckux oonesneii I11D
@dI'b0OY BO PHUMY um H.H. Ilupozosa M3 P®D

eépau annepzonoz-ummynonoz bypnaxoe B.H.

[lenb: neMoHCcTpanus peaKoil HO30JI0TUH C BEIPAXKEHHON KIMHUYECKOW CUMITTOMATUKOM, Tpe-
Oytomiei yrmyoneHHon auddepeHunaibHOl AUArHOCTHKY.

VYHUKaIbHOCTh TAHHOTO KJIMHUYECKOIO CIIyyasi: OMUCAHO BCEro YEThIPE Cilyyasi MPOsIBICHUS
JTAHHOW HO30JIOTUU B MUPOBOM JINTEPATYPE.

AKTyallbHOCTB: audQepeHinanbHas TMarHoCTUKa ayTOBOCIATUTEIILHOTO CHHIpPOMA B ayTo-
MMMYHHOTO P€BMAaTOMJHOTO apTpUTA.
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Marepuassl ¥ METOJIbI: U3yUCHHE JIUTEPATYPhl U MEAULIMHCKOM TOKYMEHTAlUU, 0ObEKTUBHOE
o0cieoBaHKe NMalMEHTa, aHAJIU3 UHCTPYMEHTAJIBHBIX U JJA0OPAaTOPHBIX METOAOB UCCIIEIOBAHMUS.

AyrtoBocnanutenbHblii cuHIpoM NAIAD- 370 reHeTHuecKu-1eTepMUHUPOBAHHOE 3a00jeBa-
Hue, BeI3BaHHOE MyTanuen B rene NLRP-1. NLRP-1- 310 nuto30nbHbIM penentop, y4acTByOIIUN
B CBSI3bIBAHMM MATOT€HHOTO JINTaH/a C MOCJIEAYIOMNUM 00pa3oBaHueM HH(IaMacoMbl B (aroiu-
Tax, 4TO MPUBOJIUT K BEIPAOOTKE MPOBOCIAIUTEIbHBIX TUTOKHHOB NUJI-1 1 MJI-18. JledekT B rene
NLRP-1 npuBoauT K aKTUBAaLMU BbIPAOOTKU MPOBOCMAIUTEIbHBIX LINTOKUHOB B OTCYTCTBUE I1a-
TOTE€HHOTO JINTaH/1a, YTO CONIPOBOXKIAETCS pa3BUTHEM ayTOBOCIIAIMTEIBLHOIO pouecca. B onuca-
HUU BCEX YETHIPEX MALMEHTOB C JaHHBIM CHHJPOMOM OTMEYEHO MOPaXEHHE KOXKHU U CyCTaBOB B
BU/JIE IMCKEpaTo3a 1 apTpuUTa.

[Tamment I1., 17.04.2009 rp., 9 ner. AHamHe3 XU3HH: Macca npu poxkaeHuu 2980 r., poct
49 cwM, orieHka mo mkajge Anrap 7/8. B Bo3pacTte Tpex Helelb TOCIUTAIN3UPOBaHa B IEpUHATAb-
HBII [IEHTP C AUArHO30M: TIepUHAaTaIbHAs TOCTTUIIOKCHYECKHU-UIIIeMIUecKast SHIIeaTonaTusi, ai-
JeprudecKuil 1epMaTuT, oMQpanT, KapAuOmaTHsL.

Amnamue3s 3a0oneBanusi: B Bo3pacte 5 Mec.- 9K30reHHBIN aJuIepru4ecKuii albBEOTUT, alJIeprH-
yeckuil jepMatut. B Bo3pacte 1 roga nepeHeciia npaBoCTOPOHHIOI CETMEHTAPHYIO THEBMOHUIO.
B 2010 rony- repnetuueckuii kepaTokOHBbIOHKTUBUT. B 2011 rony nuarHocTupoBaH BpOKICHHBIN
MIOPOK CepJilla- CTEHO3 A0PTaIBHOIO KjamnaHa. B Bo3pacte 5 jieT- ToTanbHOE BaCKyJIsIPU30BaHHOE
MOMYTHEHHE POTOBUIIBI OOOUX TJIa3.

B suBape 2017 roma mamueHTKa B IUTAHOBOM IMOpsAJKe OblJa TOCMHUTAIW3UPOBAHA B
HMMUII JAI'OU nm. [].PoradeBa c 11e51b10 00CICI0BaHUS U BBISIBJICHHUS STHOJIOTMH OCHOBHOTO 3a00-
JeBaHUs. Bpl10 MpOBEIEHO MOJIEKYISIPHO-TEHETUUECKOE UCCIIEA0BAaHUE, 10 PE3yabTaTaM KOTOpO-
ro Obwa BeisiBIeHa MyTanus B reHe NLRP-1. B ummyHorpaMme- B KJIETOYHOM 3BEHE U3MEHEHUN
HE BbIABIEHO, runeprammarioOynuaemus (Ig G 17,5 r/n npu Hopme 4.2—-12.5; IgE 2640 En/mn
npu HopMme MeHbie 100). B aBrycte 2017 roga marueHTKa Obljia TOCIUTAIM3UPOBAHA B DKCTPEH-
HOM TIOpSKE C jkano0amMu Ha Tuxopaky u kamens. [To nanasiv MCKT opranoB rpynHoii kieTku
OoOHapy»KeHbI IPU3HAKH JIBYCTOPOHHEH MOIMCErMEHTAPHOM THEBMOHUH.

ITo maHHBEIM OOBEKTUBHOIO OOCIIENOBAHUS: JIbIXaTeIbHAS HENOCTATOYHOCTE 2 CTEIEHU (SaO2
85%, YA/ 24), B HIDKHUX OT/AeNaX TPYAHOM KIETKU BBICIYIIMBACTCS KECTKOE JbIXaHHUE, MEJIKO-
Mmy3bIpuaThie XPUIBl U KpenuTaius. Ha koxke MHOKECTBEHHBIE SKCKOPUAIIUH, TUTIEPKEPATO3 B 00-
JacCTH JIOKTEH, J1aloHeH 1 1oaoIB. bojae3HeHHOCTh B 001aCTH KOJIEHHBIX, JIy4e3aIlsiCTHBIX CyCTa-
BOB U IIEHHOTO OT/ieJ1a MO3BOHOYHHUKA. CHUCTONIO-IUACTOIMUECKUH IITYM HaJl BCEU MOBEPXHOCTHIO
TPYIHOM KIEeTKH. AprepuanbHas runoreH3us — 70/40 Mm.pT.cT. AMaBpo3 000HX TJ1as3.

[To nmanHBIM JTAOOpPATOPHBIX METOIOB HMCCJEAOBaHMS: BocmanutenbHblie n3MeHeHus (CPb
150 mr/n, WBC — 19*10°/:1), aneMu4eckuii CHHAPOM (reMOrIoOuH 65 1/11), MPU3HAKHU ITOYCUHOM
HEOCTAaTOYHOCTH (THIOKATUEMHs 2,2 MMOJIB/JI, KpeaTUHUH 153 MKMOIb/J, TUoanb0yMUHEMUS
28 1/m), Makporemarypusi, Iporeunypus 1,6 r/1. B cuily TsSKecTH COCTOSIHMS MalMeHTKa Oblia
nepeBe/icHa B OT/IECJICHUE peaHuMali 1 UHTEHCUBHOMN TepaIuy.

[IpoBoaunace anTHOaKTepHanbHasl Tepanus (aMHUKaluH, 1edornepa3oH, THeHaM, METPOTHI),
npoTUBOrpuOKoBast ((h1yKoHa30:1), TOpMOHAJIbHAS (COITY-MeIpoJ, peIHn3010H ). [lanuenTke Obla
MHUIMHPOBaHAa MMaTOreHeTUYeCKas Teparns CeIeKTUBHBIM HHIHOUTOpOM peuenrtopa k NJI-1-ana-
kuHpor (Kuneper) B mo3e 20 mr/kr/cyt, muaruouropoM Jak-kuHa3 (B akKTHBAIlUU KOTOPBIX yda-
ctByeT NUJI-18) — Jl>xakaBu. YUUThIBas THIepraMmarioOyTMHEMHUIO Y TIAIUEHTKH B aHAMHE3e,
a TaK)Ke JIaHHbIE MUPOBOM JIMTEpaTypbl, COMIACHO KOTOPBIM Yy nanueHToB ¢ NAIAD ormeuaercs
HapyILICHUE aHTUT'€H-CIeNN()UIESCKON aKTUBAIIMU U TIEPEKITIOYCHUST B-KI€TOK, IPUHATO pelIeHne
00 nHUIManuu Kypca putykcumaba. Ha ¢pone mpoBoanmMoii Tepanmm oTMedanach MojJoKHTEIbHAS
JUHAMHKA: Ky[IMPOBaHUE CyCTaBHOTO CHHJpOMa, HopManu3amus (yHKIUN JbIXaHUsI U BOCIAJIH-
TEJIbHBIX U3MEHEHUH B KPOBHU.

B Hos16pe 2017 roga y nmanueHTKy OTMeuaiach JUXOpaaKka U MHTEHCUBHBIE 0011 B skuBoTe. [1o
pesynbrataM o0bekTuBHOTrO obcnenoBanus U JanHbIM MCKT opranoB OpromiHoil mosoctu ObLiu
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JMarHOCTUPOBAHBbI PU3HAKK NepuToHUTA. [IpoBeneHa 1anapockonus, CpeiuHHas JanapoTOMMsI,
BBISIBJICH YYaCTOK MepQopanuy TOHKOH KUIIKH, MPOU3BEACHA PE3CKIHsI Y4acTKa MOAB3IOIIHON
KUIIKY, CaHalusl OPIONIHOM mojocTu u (hopMupoBaHUE aHacToMo3a. B Hosi0pe 2017 roga Obuta
JUarHOCTUPOBaHA JEPMOMIHAS KUCTA C MPU3HAKaMHU OPOTOBEHUS Ha BECTUOYISPHON MOBEPXHO-
CTH BEPXHEH YEIIOCTH, B CBA3U C YEM OBUIO ITPOU3BEACHO ONepaTuBHOE BMeIareabcTBo. O0pa3o-
BaHME OPOTOBEBILIEH KMCThI MOKET OBITh CBA3aHO C 0COOEHHOCTBIO JJAHHOTO 3a00JIeBaHMSI -CKJIOH-
HOCTb K TUIIEPKEPATO3aM.

[TanenTka BbIMKMCaHa U3 OTJCIICHUS] MMMYHOJIOTMU B CTA0OMJIBHOM YAOBJIETBOPUTEIHLHOM CO-
crostHud. [larmeHTke moka3aHo MPOJODKUTH CHENU(PUIECKYI0O MMMYHOCYTIPECCHBHYIO TE€PAIUIO
npenaparamu Kunepet u J[)xakaBu. OTKa3 oT MpoBeIeHUS CTIeNN(UIESCKON Tepariy BeeT K 000-
CTPEHHIO OCHOBHOTO 3a00JIEBHAMSI M PA3BUTHIO TSKEIBIX )KU3HEYTPOKAIOIINX OCIOKHEHUH B BUJIE
BOCHAJIUTEIBHOTO IPUCTYIIA, COIPOBOXKIAIOMIETOCS Pa3BUTHEM PECIIMPATOPHOIO IUCTPECC-CHH-
JpoMa U ITOYEYHOM HEJOCTATOYHOCTH.

MOCTTPAHC®Y3WOHHBI CUHAPOM NEPEIPY3KHU KEJE30M
KAK PE3YJIBTAT JJEUEHUS OCJIO)KHEHUM TUITUYHOT'O I'YC

Xanrokosea P.3., Kouenxosa M.IO., Banaxoea A.H.
Pykosooumens: npogpeccop, 0.m.n. llonakosea C.H.
Kadgheopa zocnumanvnoii neouampuu umenu axkadoemura B.A. Tabonuna
DI'bOY BO "PHUMY um. H.H.I1Tupozosa" M3 Poccuu

I'emonutuxo-ypemuueckuit cunapom (I'VYC) saBnsiercst onHOM 13 BEAYIUX NPUUUH Pa3BUTHS
ocTpoil noueuHoit HenoctarouHocT (OIIH) y neteit. OH XapakTepusyeTcst TpUaI0i IPU3HAKOB:
KyMmOc-HeraruBHON TreMOJIMTUYECKON aHeMHEH ¢ HainuuueM (parMeHTHPOBAHHBIX SPUTPOIUTOB
(mm3oruToB), OITH 1 TpomMbonInTONIEHUN.

AKTyallbHOCTB: Teperpy3ka Xeine3oM- Oud reMoTpancpy3noHHON Tepanmuu, KOTopas mpume-
HSeTCS JJIsl KOPPEKIMKY aHEMUYEeCKOTO0 CHHIPOMa, HO MapaMeTpbl 0OMeHa jkejie3a He KOHTPOJIH-
pyIOTCH.

Lenp: Ha npuMepe KIMHUYECKOTO CIIydasi CMEIIAaHHOW [TOCTIeMOpPparuyeckoi U reMoIuTuye-
ckoit anemuu y pedenka ¢ ['YC nmokazaHbl OCIOKHEHHsI, CBSI3aHHBIE C TIEPETPY3KOM KEIE30M.

[Tox HaGmroneHeM B TEUCHUH 2 MECSITIEB HaXOAUTCs MaJTbuuK JI. 3 1, oT 4 6epeMEeHHOCTH Po-
TeKaBIle Ha OHE aHEeMHH, 3 CPOUHBIX POAOB B Cpok. Macca npu poxaeHuu 3950 1, pocT 52 cm.
EcrecTBeHHO€ BCckapmuMBaHUE A0 roja. Poc u pa3BuBaiicsi COOTBETCTBEHHO Bo3pacty. llepene-
ceHHble 3a0oneBanus — vyactele OPBU 1o roga. JleOrot 3a6oseBanus B 2 T 9 Mec, ¢ pBOTHI, 1a-
peu ¥ CHIKCHUU Iy pe3a, IOCTaBIIeH OCTPhI MH()EKIIMOHHBIM SHTEPOKOIUT HESICHOIN ATHOIOTHH.
B 2 r 10 Mec, anypusi, HapacTaHUE OTEUHOTO CHUHIPOMA, B aHAJIN3aX: AHEMHUs, TPOMOOLUTOIIEHUS
(23 TBIC/MKIT), TIEHKOLUTO3, TUM(OIIEHUS, THIIONIPOTENHEMUS, TUTIEPA30TEMHSI, OBBILIIEHHE TIeue-
HOYHBIX TPAHCAMMHA3, JIEKTPOJINTHBIE HAPYLICHUSI.

Ha 3XO-KT" npuznaku runeprpodudeckoit kapauomuonaruu. Ha Y3U nmouek nuddysupie Ha-
pylueHus napeHxumsl. [IpoBenena 3amecturenbHas noyeunas tepanusi, MBJI. OTmedanuch ToHU-
Ko-KJIoHMuYeckue cynoporu, Ha KT BeipaxkeHHast rugpornedanus. J{Baxkapl IpoBOIMIACH TpaHC Y-
3Ms OTMBITBIX SPUTPOIMTOB B 103¢ 160 M. Habmionanacek oTpunarenbHas TMHAMHUKA, HapacTaHUe
OTEYHOI'0 CHJIPOMa, aHypPHUsl, TUIIEPA30TEMHUsI, TPOMOOLIUTONIEHNUSI.

ITepeenen B PIKD. IIpu mocTymieHMH COCTOSIHHE KpailHE TSKEIO€ 3a CYET MOYEYHOW He-
JIOCTaTOYHOCTH, JIbIXaTEIbHOM HEIOCTAaTOYHOCTH | CT. U MHTOKCUMKAalIMOHHOTO CUHApoma. Bec
17,2 xr. [lerexuanbHas ChIllb IO BCEMY TEIy, HOCTUHBEKIIMOHHBIE 3KXHUMO3bl, BUIMMbIE OTEKH Ha
JIMIIE U TOJICHAX, aClIUT, XKHUBOT yBenudeH, Auype3 A0 300 mur/cyt (onurypusi). B ananuzax: ane-
Must, TpoMOoIuTOTHI (159 ThIc/MKN), mM3omMTH 10%, Kpeatnnun 103 MxMounb/1, ModeBuHa 14,6
MMOJTB/J1. B koarymorpamme cHmxkenue [1K 46%, ynnmunerane AUTB no 36,8 cek, cHmkenue du-
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Opunorena 1o 1,7 r/n u noeimenue [{-numepos 10 5500 mxr/n. [Teuens Ha 4,5-5,0 cM HIKe Kpast
pebepuoii nyru. B cBsizu ¢ Hapymiennem apixanus nepesegeH Ha MBJI. OTMmeuanucs npu3Haku
reMOTOpaKca, yCTaHOBJIEH JPEHaX, B epBble CyTKU Bblaeamiock 3010 miu kposu, 3atem 1590 mt.
Kunkwuii ctyn 4 pa3a B IeHb ¢ MpUMecChIo 3eneHu. HeomnokparHo mposeneH miazmodepes. [Iposo-
JUTCS IOYEUHAs TEpaIus, HO MPOJOJDKAETCS HapaCTaHUE OTEYHOTO CUHIPOMA, )KUJIKHAN CTYI, Ie-
naroMeranus u cruieHomeranus. Bec peGenka 13,5 kr. B ananu3ax npusHaku BocnajeHus B BUIE
HapacTaroLEro JEHKOLUNUTO3a, TOBBIILIEHHOTO YPOBHS JOCTUTAlOT 3HAUEHUS NPOKAIbIIUTOHUHA U
LIPb. B noceBe kana BbicestHa arfuHoOakTep. Habmogaercss TeHASHIMS K HTUTONICHUH, TPOMOOIH-
TBI TIAJIAIOT 710 9 THIC/MKMOJIIb, pa3BUBACTCS TeMopparndeckuii cuapom. He cmotpst Ha 00bem-
HYI0 UH(Y3HUIO TIa3Mbl coXpaHseTcs: runokoaryisiius. [lpeamonoxen arnnmuaneni ['YC, Hauara
Tepanus JKyau3ymaooM. [l KynupoBaHHsi TeMOpparuyeckoro CHHpomMa B TedeHuH 1,5 mecsien
pebenky BBeaeHo 2370 ma TpombonuTapHoi Maccel (79 mo3) u 4840 M1 SpuUTpOLIUTaApHON Mac-
CBl, YTO COOTBETCTBYET 4,8 I kene3a (JeTaipHas 103a Kejes3a uid B3pocioro 2,4 r). 31o crajio
OPUYMHOM BTOPUYHOTO MOCTTPAHC(Y3UOHHOTO CHHIPOMA MEPETPY3KHU XKEJIe30M, KOTOPOE MPOsIB-
JI1€TCS BBIPAKEHHON MEJIaHOIEPMUEN, TOKCUYECKOU KapAHOIIaTUEN, COIIPOBOXKIAETCS UMMYHOCY-
npeccueil 1 MHTOKCHKanuel. YpoBeHb (epputuHa kpou 2001,5 Mxr/n (Hopma 10—-60), nagenuem
TpancpeppuHa, caryparieil Tpancdeppurna xene3oM Boitie 80%. mokazaHO BbIBEACHUE HEOPTAHH-
YECKOT0 XKeJie3a XeJIaTopaMHy ¢ LIeJIeBbIMU 3HaueHUsAMU (peppuTHHA 50 HI/MJI, 1 aHTHOKCUIaHTHAsI
tepanust: ALl kak 1oHATOp MIIOTAaTHOHA, B/B UMMYHOIIIOOYJINHBI, CeJIeH, TOKo(depo, auMedoc-
¢oH, renapuHoTepanus. Kpome Toro, 3a Mmecsi pedeHKy ObIJIO BBIITOJHEHO 18 pEeHTIeHOBCKUIA HC-
cienoBanus u 1 KT. IIposenena DPIJIC: 3po3uBHO-SI3BEHHBII racTpuT, OyabOuT, nyoneHut. [1pu
KOJIOHOCKOIIMH 3PO3UBHO-TEMOpPPArndecKuii KoiuT. J[naraos nepecMoTpeH B CTOPOHY TUIIUYHOTO
I'VC, nanuuTonenus cBsizaHa ¢ MIPUCOECAMHEHUEM BTOPUUYHOTO MUEIOAUCIIIIACTUYECKOTO CUHAPO-
Mma. Ha ¢one Tepanuu cocTosiHue ynoBIETBOPUTEILHOE.

W3 storo cienyer, yTo AaHHas npobiiemMa sBISETCs COLMAIbHO 3HAYMMOM, TpeOyeT yrinyOneH-
HOTO H3y4YeHMsl, MOJHOW HMH(OPMHUPOBAHHOCTH CIELHAIUCTOB U Pa3pabOTKU HOBBIX METOOB
60pbOBI ¢ TEeMOPPAarMYecKuM CUHAPOMOM. OCTOPOXKHBIM Ha3HAYEHUEM IreMOTpaHCcy3uil ¢ yde-
TOM TOTO, uTo 1 MII 3pmaccel ¢ Ht 1,0 sxBuBanenTHo 1 mMr Heopranudeckoro xene3a (1 m=1r
xkenesa). Uepes 2 Mec. KaTaMHECTHUYECKOTO HAONIOACHHSI OTMEUEHA IMOJIOKUTEIbHAS JTMHAMUKA
BCEX MapaMeTPOB.

CUHAPOM HINMKE

Puibaxoea Hpuna Banepveena
Hayunuvie pyxosooumenu: oouenm, k.m.H. Enuzaposa C.IO., accucmenm, k.m.H. Xudxncuax A.B.,
oouenm, k.m.H. Cuooposuu O.B.
DI'bOY BO «Capamosckuit I'MY um. B.H. Pazymosckozo Mumnszopasa Poccuuy

BBenenue: AxryanpHOW mpoOiieMoil Hepposoruu sBISETCS PELUIUBUPYIOLIUN HEPPOTH-
YECKUI CUHIPOM, KOTOPBI 4acTO MaHU(ECTUPYET B PAaHHEM JETCKOM BO3pPAcTe M NMPHUBOAUT K
Pa3sBUTHIO XPOHUYECKOI 0O0J€3HHM MOYEK U XPOHUYECKOW MOoYedyHOM HenocTaroyHocTH. K onHOM
U3 peakux (opM T€HETHYECKOTO CTepOMIpe3UcTeHTHOro Hedporuueckoro cuniapoma (CPHC)
¢ Mopdostornueckoil kapTuHoi (hokanbHO-cerMeHTapHoro riomepyinockiepo3a (PCI'C) orHo-
cutcs cujapom llumke. Cunapom IlIuMke — MMMYHOKOCTHAsi AMCILIA3Us, HPEACTABIIAIONIAS
co00il MyJIBTUCUCTEMHOE PacCTPONCTBO, KOTOPOE Pa3BUBACTCS BCIEJACTBUE MyTalUd B TEHE
SMARCALI, xonupyomero akTHH-3aBUCUMBIN PETYISTOP MPOTEHH 1, y4acTBYIOLIHMM B peMo/ie-
JUPOBAHUH XPOMAaTHHA, HEOOXOIUMOTO B PETYIISINH, perukanun u Boccranosinennn JJHK. Nm-
MYHOKOCTHas aucinasus [lnmke sBaseTcs ayToCOMHO-PELleCCUBHBIM PAacCTPONCTBOM. OCHOBHBI-
MU KJIMHUYECKUMU MPOSBICHUSAMH SIBIISIOTCS CIIOHIMIOANHU(U3AapHAs AUCIUIA3Us, HU3KUH POCT,
HapylIeHNUE KJIETOYHOIO UMMYHHUTETA C PA3BUTUEM MOBBILIEHHONW BOCIIPUMMUYNBOCTH K OIIACHBIM
JUISL JKU3HU WHQEKIHUSAM, a TakKe MPOrpecCUpYIONINi CTepOUI0CTONKNN He(HPOTHUECKUN CHH-
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apom. Pananmu cumnromamu cuaapoma llInmke siBISIOTCS TMIEpTEH3Us U IpoTenHypus. Yacto
y OONBHBIX HAOMIONAIOTCS AUCMOPQHUUECKUE YePThI Jna (TpeyroibHas (Gopma Jinia, IIMpoKast
JIeNPeCCUpPOBAHHAs IEPEHOCUIIA, Y3KUM I'peOeHb HOCA U MIMPOKUI KOHUYMK HOCA),rUIEPIUTrMEH-
TUPOBAaHHBIE MaKyJjbl, TOHKHE BOJIOCHL. CO CTOPOHBI HEPBHOM CUCTEMBI BO3MOKHO Pa3BUTHE Iie-
pebpoBacKyIsSIpHBIX 3a00JIeBaHU, KOTOPBIE MPOSIBIAIOTCS B BUJIE MUTPEHHU MOTOOHBIX TOJIOBHBIX
Ooseii, epeOpanbHON UIIEMHUH, KapAUATbHOU NUC(YHKIIMU U KOTHUTUBHOW HEJOCTATOYHOCTH.
JlonOIHUTENbHBIE CUMIITOMBI MOTYT BKJIIOYATh B C€0sl THIIOTUPEO03, SHTEPONATUIO0 U HOPMOLIUTAP-
HYIO WJIM MUKPOLIUTApHYIO0 aHeMuIo. bolibHbIe, Kak MpaBulo, IOrH0alOT B MEPBBIC § JIET KU3HHU.
Cungpom lIumke sABIsIETCS peAKUM T'eHETHUYEeCKUM 3abosneBaHueM. [lo pasnnyHbIM auTeparyp-
HBIM JJaHHBIM B Mupe onucaHo A0 50 ciy4yaeB JaHHOU MaTOJIOTHH.

Onucanne KIMHAYECKOTO ciydast: Mamsauk 6 JIeT oT OJIM3KOPOACTBEHHOTO Opaka (C IBOOPOI-
HBIM crbcoM), 3 6epeMeHHOCTH. [1epBhIil peOeHOK OB pOXKIICH B IPyroM Opake, 310poB. JlanHas
6epemenHocTh npotekana ¢ XBI'TI, poasl Ha 35 Hepene myTem KecapeBa ceuenusi. OTMeydanach 3a-
JepKKa BHYTpUyTpoOHOTO pa3Butusi. Poct npu poxaennn 46 cm, macca tena — 1760 . Crapmas
CeCcTpa MaJbunKa, TaKXKe poXkJIeHHast OT OJU3KOpOACTBEHHOro Opaka, B 2005 1. B Bo3pacte 7 jer
yMepJiia OT IIOYeYHOM HeJocTaTouHoCTH (Habmronanack ¢ Ds: Hedporuyeckuii cHHIpOM, CHHIPOM
KoxkxkeitHa).

Anamnesis morbi: B neproa HOBOpOXACHHOCTH Y pebeHKa ObuT TuarHocTupoBaH JleBocTo-
pOHHUH TUIpOoHE(dPO3, B BO3pacTe 2 MECALEB BBHIMOIHEHA ypeTeponuesnoniacTiuka. B nampHeil-
nieM HaONtofalics ypoJIoTOM, U3MEHEHUH B aHalIM3aX MOYM HE oTMedanochk. B gexabpe 2017 .
BIIEpBBIE MOcie nepeHeceHHoro OP3 ¢ KuieyHbIM CHHJIPOMOM TMOSBUIMCh MAacCHUBHBIE OTEKH.
B ananu3ax Mouu BbISIBIEHA IPOTEUHYPUS, KOTOpast BappupoBaia 10 3,15 r/n. [ocnuranu3upoBan
B KJIMHUKY (aKyJbT€TCKOM Meauarpuu, Iae Jiednsics B TeueHue 3 mecsieB. KpomMe MacCUBHBIX
OTEKOB, OTMeUajach OJIUrypusi, aprepuaibHas runeprensus 10 140/90 mm.pr.ct. Obpamanu Ha
ce0s1 BHUMaHHE MHOXKECTBEHHbIE CTUTMbI AU33MOpHOTeHe3a U U3MEHEHHS CO CTOPOHBI OPraHOB
U CHUCTEM: YKOPOUEHHE JIEBOM HOTH, HApYyIIEHWE OCAHKHU IO THUITY CKOJIN03a, CTHOATEIbHbIE yCTa-
HOBKH T'OJIEHEH, crubarTelibHO-pa3rudaTesibHble yCTaHOBKU Oeiep, crudaTebHO-IPOHAMOHHBIE
YCTaHOBKH NPEAIJIeYHid, crubarenbHO-pa3rudareibHble KOHTPAKTYPhI JIyue3alsiCTHBIX CyCTaBOB,
nedopmarus ToJI0BOK OEAPEHHBIX KOCTEH, MPOIOIBLHO-TIONEPEYHOE MII0CKOCTONHE, PACXOISIIE-
€csl KOcoIvia3ue, TUIEPMETPOIMIECKUI acTUrMaTu3M, Kapauomuonarus. [Ipu oOcienoBannm B
aHaJM3ax KPOBH BBIBISUIOCH yckopeHue COD mo 60 MM/4, TumonpoTenHemMus 10 53 /7, rumno-
anbOymuHeMus a0 15 r/n, runepxonecrepuneMus A0 17 MMOIb/JI, ypOBEHb MOYEBUHBI, KpeaTh-
HuHa, CK® no ¢popmyne [IBapia octaBanuch B mpeaenax HopMel. [To qanasiM Y3U — nmpusHaku
acuura. [Tomydan KOpTHKOCTEPOH Il — MPETHU30JI0H 10 60 Mr/cyT. B cBsi3u ¢ Haim4ueM cTepo-
UJI0PE3UCTEHTHOCTH, OTATOIIEHHOTO aHAMHE3a, MHOXXECTBEHHBIX CTUI'M JW33MOpHOTeHe3a, JJis
nanpHeimero oocnenoanus (yrouneHus: Mopdonornyeckoir popMel HeHPOTHUECKOTO CHHIPO-
Ma, FTEHETUYECKOT0 UCCIIeIOBaHMsI) U JIeUeHUsI OblI1 HarpasieH B I. MOCKBY.

B mapre 2018 . moctynmn B HUKU I[lequarpun um. FO.E. Benbrumiesa, rue 6pu1a mpogomxe-
Ha Tepanus NPEeTHNU30JI0HOM B TOU ke 103e. OHAKO KIMHUYECKHE MPOSBICHUS 3a00JI€BaHUS CO-
XpaHaTuch. PeOeHKy MpoBeaeHO KOMIUIEKCHOE J1ab0paTOpHO-HHCTPYMEHTAIbHOE 00ce1oBaHue,
BKJItouasi Heppoouoncuro. [1pu HeppoOuoncum BeIsIBIECHBI NMPU3HAKU (POKATBHO-CErMEHTapHOTO
roMepynockieposa. [Tocne kontakra ¢ 6onpabiM OPBU y Manpumka pa3Buiach TsoKemnast OJTH-
CerMeHTapHasi THEBMOHHUS C JIBIXaTEJIbHON HEI0CTAaTOYHOCTBIO, KOTOpas MoTpedoBaia JIeueHus
B OT/EJICHUH peaHuMalru. bonbHOMN Moy4Yns MacCUBHYIO aHTUOAKTEpUAIbHYIO TEPAIIUIO0 aHTH-
OuoTuKamMu pesepBa (KapOoTeHEMBI, JIMHE30u 1, (HOCPOMUIIMH), TPOTHBOTPUOKOBYIO TEpaIIo,
MPOTHUBOBHUPYCHYIO TEPANHIO, KYpChl BHYTPUBEHHBIX UMMYHOTTIOOYJIMHOB, HHTAIAIIMOHHYIO TEPa-
nuto. Koprukocrepouasl 6611 oTMeHeHbl. [IpoBeneHo renernueckoe o0OcnenoBaHue. Brisgpiena
romo3urotHas mytanus B 17 sk3oHe reHa SMARCAL1. PeGeHok KOHCYABTHPOBAH UMMYHOJIOTOM
®OI'BY Ounxkonoruu u remarosoruu uM. [{.Porauesa. [1o COBOKymHOCTH pe3ysIbTaTOB MPOBEICHHO-
ro 00cnenoBaHus OBUT MTOCTABJICH OKOHYATEIbHBIN Muarno3: CTeponpe3nucTeHTHBIH HepoTHUe-

55



IX MasyprsECKue QrTenmE

Wt »
o r Ty

CKUH CUHIIPOM, MOpposiorndecku poKaabHO-CErMEHTapHbIHN roMepynockiepos. Cunapom M-
ke (mytamus rena SMARCALI1). Bpoxaennass aHoManusi MOYEBOM CUCTEMBI: JIEBOCTOPOHHUMN
runpoHedpo3. Ypereponumenomactuka B 2012 rogy. Xponndeckas 6one3Hb moyek 1 ct. OcnoxHe-
HHE: CHMIITOMATHYeCKasi peHaIbHAs THIIEPTEH3Us CKopperupoBanHasi. COIy TCTBYONIUI TUATHO3:
Kapauomuonarust y 601bHOTO ¢ HEPPOTUUECKUM CHHIPOMOM (CHCTOIMUYECKAsh MUOKApAUaIbHas
JTUCQYHKIMS, THIIOKUHE3 MEXOKETYJOUKOBON MEPEropo/IKi ¢ HEOJHOPOIHON €€ IXOIUIOTHOCTHIO,
muddy3Hoe HapylleHHE MpoLecca Penospu3aluil MUOKapa). XpOHUYECKUI 3PO3UBHBIN ra-
CTPUT B cTanuu obocTpenus. ['actpo3szodareansubiil pediroke 6e3 330¢parnta. XpoHHUECKUH Ty-
OJICHUT B cTaguu o0ocTpenus. Pacxoasmeecs kocornasue. [ unepMeTponnueckuii acTUrMaTH3M.

B cBs3u ¢ HanmuuMeM BPOXKIEHHOTO UMMYHOJEPHUINTA OBIJIO PEKOMEHIOBAHO BHYTPUBEHHOE
BBeJIcHHEe UMMYHOIII00yiHa (OKTaram B 103€ 5 MI/KT, exxeMecsuHo). [IpoTuBonokasana ropmo-
HaJIbHAas U LMTOCTaTHueckas tepanus. [Ipu cHukeHun ypoBHs anbOyMuHOB Hipke 20 1/71, pexo-
MEHJI0OBaHO BHYTpUBEHHOE BBesieHUe AnbOymuHa. C HepOonpoTEKTUBHOM 11€IbI0 Ha3HaUeH JHa-
nanpui, CiupoHonakToH. Taxke pekomeH10BaH OcTeoreHoH — 3 Kypca B TofI.

Jlo HacTosAIIEero BpeMeHH peOCHOK HAOMIONAETCsl U JICUUTCS B KIIMHUKE (QaKyJIbTeTCKON Me/ua-
Tpuu. ExxeMecsyHO IPOBOAUTCS JIeUCHHE.

Ha ¢one neueHust cocrosiane peOEHKa OCTAeTCs CTAOMIBHBIM: TEPHOANYECCKH OTMEYAeTCs
yYMEpEeHHasl IaCTO3HOCTh JIMIA, apTepUaibHOE JaBICHUE HAa HOpPMajbHbIX LU(ppax. B aHammzax
KpoBU coxpansercs yckopenue COD (o 55 mm/4), runoansOymuHeMus (110 22 1/11), THIIEpXoIie-
crepuHeMus (1o 17 mmons/n). B ananuzax Moun — npoteunypust He Oonee 1,5 r/1.

3akimouenue: [IpuBeaeHHBINH KIMHUYECKUNA ClTyyail JeMOHCTPUPYET HEOOXOAUMOCTb TeHEeTHU-
YECKOTO MCCIIEIOBAHUS MPHU OTATOIIEHHOM I'€HEaJOrHYeCKOM aHaMHEe3€e, HAJTMYUU CTEPOUIPE3H-
CTEHTHOTO HE()POTHUYECKOTO CHHAPOMA B COYETAHWU C MMMYHONIE(HUIIUTOM, MHOXKECTBEHHBIMU
CTUTMaMU AU33MOpHOreHe3a 1 MOoJIMOPTraHHON MaTOIOTHEH.
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