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TEYEHWUE CUHAPOMA AEHAN-YOKEPA
V PEBEHKA C TPUCOMMEN
18 XPOMOCOMbI
CmonbaHHuKoBA A.b., DageeBa A.A.

HayuHbili pykoeooumenb:
K.M.H., doyeHm CapkucsiH E.A.

PHAMY um. HW. Muporosa M3 PO
Kathenpa rocnuTanbHOW neanaTpun UM. akagemmnka
B.A. TabonuHa Nd
[leTckas ropofckasn knuHuyeckas 60nbHuLa NO9
nm. IH. CnepaHckoro

CuHapom [JleHam-Yokepa (Dandy-Walker syndrome,
DWS) — coueTaHHblii MOPOK Pa3BUTUSA FONOBHOMO MO3-
ra. OH xapakTepu3yeTcs AuCreHesuen 4epes MO3Xeu-
Ka, KMCTO3HbIM paclIMpeHnem YeTBEepPTOro xenynouka
1 pacluMpeHHOl 3aaHeN YepenHoi aMmKo. Cpeau XMBo-
POXJeHHbIX AeTel yactoTa DWS kone6bnetca ot 1:5000
A0 1:25000, yalle NPOABAAETCS Y 1eTel MyXCKOro nona.
BbifiBneHa CBA3b aHOManuu ¢ mytauuamum reHos ZIC1
u ZIC4. YacTo conpsikeH ¢ ruapouedanueil, areHe3u-
el MO30IMCTOro Tena Unm ApyrumMu BHyTPUUYEPEnHbIMU
nopokamn passutus (B 29-55% cnyuaes). OCHOBHOe
nposieneHne DWS — rugpouedanus, kotopas npu co-
UeTaHUM C XPOMOCOMHbIMWN aHOMANNAMK, HACTIE[CTBEH-
HbIMK 60Me3HsAMN 0BMeHa 1 pAAoOM Apyrux (hakTopos
MOXeT NPOABAATLCA YXe B paHHeM Bo3pacTe. K paHHUM
NMPU3HaKam OTHOCAT Hecneuuduyeckne o06WEMO3r0-
Bble cuMnTOMbl. HeBponoruyeckue npossnenus DWS
npencTaBnaeHbl HUCTarmom, 3k30(TanbMOM, KOcCOrna-
3/eM, BO3MOXHO Pa3BUTUEM CY[OPOXHOIO CMHAPOMA,
MOTOPHbIX HApYLIEHWIA. JleTanbHOCTb B AAHHOW rpynne
AeTen Ha NepBOM roay XW3HuU aocTturaet Ao 90 %. [ins
BbKMBLLWX AeTeil XapaKTEPHO OTCTaBaHWe B NMCUXOMO-
TOpHOM pa3sutuu. B 60-75% cnyyaeB DWS coueTaetcs
C ApYrummy NopoKamu pasBuTusA, KOTOPble MOXHO Aua-
rHOCTUPOBATb C MOMOLLbIO AOPOAOBOIO YNbTPa3ByKo-
BOrO MCCNefoBaHus BHYyTpuyTpobHO. Hepegko DWS
ANArHOCTUPYeTCA Y AeTell C XPOMOCOMHbIMU NATONOIU-
AMU U HAacNeACTBeHHbIMK 6one3HAMN obMeHa. B Hawen
MPaKTUKe MMeNo MeCTO BbifiBEHWEe PefKoro reHeTu-
uecKkoro 3aboneBaHus, 06yCNOBNEHHOIO Tpucommuen 18
(cuHapom 3aBapaca) y pebeHKka ¢ ANarHOCTUPOBAHHbIM
DWS.

KnuHuuecknin  cnyvai. PebeHok K., aeBouka
(17.04.2018 ropa) ot martepu 40 NeT C OTArOLEHHbIM
aKyLepCKMM W TMHEKONOTMYECKUM aHAMHE30M, 0T 1 6e-
pemeHHOCTM (7 NonbiTKa 3KCTPAKOPNOPanbHOro onno-
noteopenus (3K0)), npoTekasiuen Ha hOHE TOKCMKO3a
C Yyrpo30ii NpepbiBaHNs GEPEMEHHOCTI HA NPOTSAXKEHUE
nepBoro TpumecTpa. Bo 2 TpumecTpe Ha ynbTpa3BYKoO-
BOM uccnegoBanuin (Y31) 6bi11 BbiABNEHbI KUCTbI COCY-
OUCTOrO CnieTeHus, Ha 24-25 Hefene — BPOXAEHHble
NMOpoOKMW pa3sutusa nnoga. B 3 tpumecTtpe — Ha 36 He-
pene AMArHOCTMPOBAHA 3afepXKa BHYTPUYTPOBHOro
pa3BuTUA NN0OAQ, HAPYLWEHNEe MAaTOYHO-MNALEHTAPHOro
KpoBOTOKa. OueHKa no wkane Anrap 7/7 6. CoctosiHue
Npu POXAEHUN TAXENOoe 33 CUeT CUHAPOMA YrHeTeHus,
AbIXaTeNbHbIX HAPYLIEHUN.

6

Y pebeHKa BbifiBNEHbl MHOXECTBEHHbIE BPOXAEHHbIE
nopoku passutua (MBMP): LUHC — runonnasua uep-
BA M MONyLWAapWUiA MO3XeuKa, KUCTA 3aIHell YepenHoi
amku (DWS); nuiLeBapuTenbHOR CUCTEMbl — aTpe3us
NULLEBOAA C ANCTaNbHbIM TPAXEOMULLEBOAHbIM CBULLEM;
nepeaHen BPIOLIHON CTEHKN — OM(DANOLENe; BPOXAeH-
Hble nopoku cepaua (BMC) — MblweyHblil fetheKT Mex-
EeNyA0UKOBOI MEeperopoaku, OTKPbITbIA apTepuanb-
HbIli MPOTOK; MOYENONOBOI CUCTEMbI — [BYCTOPOHHMIA
KPUNTOPXM3M; OMOPHO-ABUraTeNIbHON CUCTEMbl — K-
neBuaHas rpyaHas Knetka 1 cTeneHn, MHPAHTUNbHbIN
C-06pasHblil NPABOCTOPOHHUIN FPYAHOW CKONMO3 2 CTe-
NeHu, apTPorpunno3 — KOHTPaKTypa npasoro Tasobe-
[PEHHOT0, NPABOro NyYe3ansaCcTHOro CYCTaBoB, Mexda-
NIAHTOBbIX CYCTABOB NasbLEeB KUCTEN, JUCMNACTUYECKOe
CTpOeHne Ta306ejpeHHOro CycTaBa; NOPOKWU Pa3BUTUA
rmas — cxofAuleecs anbTepHupylollee Kocornasue. B
nepsble CYTKM XNU3HN 6biNa NPOBeAeHa Xupypruyeckan
Koppekuua omdanoLlene 1 BOCCTaHOBEHUE NPOXoan-
MOCTM NULLEBOAA.

KoHcynbTaumm reHeTMKa U NpoBefeHne meguko-re-
HETUYECKOr0 MCCNefoBaHNs BbiABUAW Tpucomuw 18
Xpomocombl. inarHoctuposaH C3. bbin nposegeH non-
Hblli 06bEM [MArHOCTUYECKUX N CKPUHMHIOBbIX Uccne-
AOBaHUN. MauneHT HAaX0AUNCA NOA CTPOrUM KOHTponem
Bpaua-neauartpa, y3Kux CneymanncTos, Heobxoaumble
MCCNeAoBaHMA NMPOBOANINCH B AEKPETUPOBAHHbIE CPO-
Ku. BckapmnuBaHnme pebeHka 6bin0 3aTpyAHEHO, 4TO
BNOC/EACTBIM 6bIN0 OLEHEHO KakK NPWU3HAK HapyLIeHus
MOCTHAaTANbHOIO POCTA U Pa3BUTUA.

B Bo3pacTe 10 mecaueB 1 8 AHel pebeHOK nocTynun
B OTAENEeHWe pPeaHMMaLuW U MHTEHCWBHOW Tepanuu
HOBOPOX[EHHbIX B CBA3N C YXYAWEHWEM COCTOSHUSA
Ha (hoHe BHEOONbHUYHON PeCcNUMPATOPHO-CUHLUTUAND-
Hoi (PC-BMPYCHOM) [1BYCTOPOHHEN MOMNCErMeHTapHOM
(HWKHen0NeBO CNpaBa, 0YaroBON CeBa) MHEBMOHMN.
Habnioganocb nporpeccupoBaHne UHGEKLNOHHOIO
TOKCMKO3a. COCTOSHNE OCNOXHANOCH CYOPOXHbIM CUH-
APOMOM, MH(EKLMOHHbIM 3HAOKAPAMTOM, KapAMOMU-
onatuen Ha hoHe ummyHopeduuuTa. Nporpeccupyo-
Lee yXyaWweHne CoOCTOAHNSA, HECMOTPS Ha MPOBOAUMOE
WHTEHCUBHOE NEYEHWe C MPUMEHEHMEM annapaTHoro
AbIXaHUA, NPUBENO K KNMHMYECKON cmepTu. MpoBeaeH-
Hble peaHMMALMOHHbIE MepONpMATMA NPUBENMN K BOC-
CTAHOB/MEHUID CepAeYHO-COCYAMCTON AeATeNnbHOCTH,
OAHAKO pebeHOK MOo-NPexHeMy HAaXOAWNICA B KOMATO3-
HOM COCTOSIHUM. TAXKeCTb COCTOAHWUA pebeHka 6bina
06ycnoBneHa NocTrunoKCUMYECKMM OTEKOM TOMOBHOrO
MO3ra, AbIXaTeNbHOW HefOCTAaTOYHOCTbI 3 CTeneHu,
KapauomuonaTuen, HapylleHuem KpoBOOGpalLeHus
2A cTeneHn, HedponaTuen. B KNMHMYECKOM aHann3e
kposu (OAK): aHemunsa, CABUT NEAKOLMTAPHON hOPMYSbl
BNeBO, TpOMbOLMTONEHMSA. B BUOXMMUYECKOM aHanu3e
KPOBW — YBENUYEHIE MAPKEPOB BOCNANEHUA, NPU3HAKN
LMTONN3a, TMNONPOTENHEMUS U TUNOANbOYMUHEMUS.

bbina mpoBefeHa aHTWHaKTepuanbHas (MepoHem,
NuHe3onua) n aHTumuUkotTuueckaa (dnykoHason) Te-
panus. Bbi6op npenapaToB 06yCNOBNEH JAHHbIMU Mi-
KPOBMOMOrnyecKnx noceBoB, MONEKYNAPHO-TeHeThye-



CKMUX MCCnefoBaHMA METOAOM MONMMEPA3HON LENHOI
peakuun (MUP). HdY3MOHHAA Tepanus NpoBOAUNACH
C yyeTOM BO3pacTa M CYTOUHOTO Auype3a pebeHka. MNo-
CTFUNOKCUYECKMIA OTEK TOMOBHOrO Mo3ra 06YycnoBun
Ha3HaueHWe ropmoHanbHon Tepanuu. VMimmyHopedu-
LIMTHOE COCTOAAHME TPE6OBaN0 MMMYHOKOPPUTMPYIOLLEN
Tepanuu. MeTabonuueckne Hapylwenus (runoHartpu-
emMusi, TUMOrAMKemMus) TPeboBann COOTBETCTBYIOLINX
meponpuaTuit. CocTosiHne pebeHka ycyrybnsnocb npu-
3HaKaMn CepAeyYHO-COCYAMCTON U MOYEUYHOW Hefo-
CTaTOYHOCTM C pa3BUTUEM ONUTYpUU, TMAPOTOPAKCA,
ruaponepuToHeyma, o6lie-0TeUHOro CUHApoMa. Bos-
HMKana HeoBXOAWMOCTb Ha3HAYeHMs KapAUOTOHUKOB.
HeogHOKpaTHO NpoBOAMNMCL remoTpaHcdy3un u ne-
penuBaHns CBEXEe3aMOpPOXeHHOW Nna3mbl. Pa3BuBato-
Wasca runepkanHns Ha OHe NPOBOAMMON TPaAMLIK-
OHHoM WB/1 06ycnoBuna nepexof Ha BbICOKOUACTOTHYHO
OCUMNNATOPHYI0 BeHTURAUMIO (BY-UBN), uto Tpebosano
NeKapCTBEHHOI ceaaLum.

B cBA3M C HApacTaHMeM NPU3HAKOB OCTPOro MOBPEX-
[EeHMA NOYEK, PE3KUM CHUKEHUEM [UYPE3], BbIPAXKEH-
HOW runepruapartalmeil, HapacTaHMeM runepasoTemMuu,
METaboNNUECKUMU  HApYLIEHUAMKU, TUNepKannemmei,
yBEMMUYEHNEM MOUYEBUHbI, KPEATMHUHA, MOUEBON KUC-
NOTbl 6bIN YCTAHOBNEH NEPUTOHeaNnbHbIN Ananns. An-
arHoCTMpoBaHO 3 npucTyna acuctonum. Mpu TpeTbem
nafeHnn CepAeYHOro pUTMa NPOBEAEHHbIE B MOMHOM
06beMe peaHMMaLNOHHbIE MEPONPUATUA HA POHe Npo-
pomkatowencs BY-UBM okasanucb HeaeKTUBHbI.
CepaeuHan paeATenbHOCTb He 6bina BOCCTAHOBMEHQ,
KOHCTaTUpOBaHa 6uonoruyeckas cMepTb.

3akntoueHune. NMporHo3 cuHppoma [eHamn-yokepa 3a-
BUCUT OT HaNUUUA COYETAHHbIX aHOMANUN Pa3BUTMA,
XPOMOCOMHbIX @HOMASMI U CPOKA ANArHOCTUKN. PaHHee
KNMHMueckoe npossnenne DWS aBnseTcs Hebnaronpu-
ATHbIM NPOrHOCTUYECKMM MpPU3HAKOM. KpanHe Hebna-
ronpuatHO couyetaHue DWS ¢ XpOMOCOMHbIMM aHOMA-
nuamu. Takme AeTU UMET HeCOBMECTUMbIE C XU3HbIO
MOPOKMN Pa3BUTUA BHYTPEHHUX OPraHOB U 3@4acTyio He
JAOXMBAIOT A0 1rofa: 60nee NoNOBMHbI yMUPAKOT B BO3-
pacTte 2-3 mecsues, a 1o 10-12 mecALEeB [JOXXBAeT Bce-
ro nuwb 10% naymeHToB. BaxHylo ponb B AUArHOCTMKe
DWS urpaeT npeHaTaNnbHbli YNbTPa3BYKOBON CKPUHUHT:
MOXHO [WMArHoCTUPOBaTb, HauMHas ¢ 18 Hepenu Gepe-
MEHHOCTW. K NPOANEBAHNI0 XXM3HW TaKNX AeTEN CNocob-
CTBYIOT CBOEBPEMeHHO (npe- 1 NocTHaTanbHO) npoBe-
JeHHble JMarHoCTMYeCcKne MeponpuaTus, opraHnsaums
NPaBUbHOI Tepanuu n yxoaa. OfHAKo, N6ble 0CNOX-
HEHWs, UK NPUCOeJMHEHNE KakoW — NGO naTonorumn
NPUBOAMUT K YXYALIEHUIO COCTOSIHUSA, U YaCTO K fieTanb-
HOMy mucxoay. Y AaHHOTO naumeHTa, ¢ DWS, ¢ Tpucomuen
18, ¢ MBIP ¢ xupypruueckon koppekuuen, npucoean-
HEHNe peunanBUPYIOWEro MHQEKLMOHHOIO npouecca,
NpWUBENO K NPOrpeccMpoBaHMI0 MONMOPraHHON Heao-
CTAaTOYHOCTM W K NeTaNbHOMY MCxody. 3anorom npogu-
NAaKTUKN JaHHbIX MATONOMMA SIBNAETCS CBOEBPEMEHHO
OpraHnM30BaHHAA KOHCYNbTALMA TEHETUKOB C LEMblo
MNAHNPOBAHMUA CEMbBU.

BONME3Hb LUNTOMMA3MATUYECKNX
BK/TIOYEHNI MUKPOBOPCUH
(KIWIHI/I‘IECKOE HABHIOAEHI/IE)
CmonbsiHHUKOBA A.b.

HayuHbiii pykosodumenb:
K.M.H., doyeHm CapkucsiH E.A.

PHAMY um. H.W. Tinporosa M3 PO
Kathenpa rocnuTanbHOW neanaTpuy UM. akaJemmka
B.A. TabonuHa Nd
[leTckas ropofckas knuHudeckas 6onbHuLa NO9
um. I'H. CnepaHckoro

bonesHb UMTONNA3MATUYECKUX BKIOYEHUA MU-
kposopcuHok (Microvillus inclusion disease; MVID;
BPOX/IeHHAA aTpOduUs MUKPOBOPCUHOK) — peaKas ay-
TOCOMHO-PELECCMBHAA BPOXAEHHAA 3HTeponaTnd. [lo
HACTOSILLEro BpeMeHU 6bifo 3aperncTpupoBaHoO MeHee
200 cnyyaes 601€3HN BKTYEHNSA MUKPOBOPCUHOK. Ma-
TOnorMyu 60nblIe NOABEPKEHDI LEBOUKMN, COOTHOLWEHNE
nonoB cocTaBnfaeT 2:1. XapaKTtepu3syeTca HapyweHuem
BCACbIBAHMA MWTATENbHbIX BEWeCTB M3 NpOCBeTa Ku-
WeyHuKa. NMpuynHa Bo3HMKHOBeHUA MVID cBsizaHo C My-
Tauuen B reHe MYO5B. Mukpockonuueckue nposiBnexus
MOXOXM HA LEeNNAKMI0, OHAKO, NPU [AHHON 60Me3HM
OTCYTCTBYET NUMAouMTapHas UHMUABTPALMS U PaKo-
BO-3MOPWNOHANbBHbIN aHTUreH. OKOHYATENbHbIN LMarHo3
CTABMTCA NOC/E INEKTPOHHON MUKpOCKonuu. Mpu mop-
onornueckom nccneaoBaHu 6GUONTaTOB TOHKOM KULl-
K1 0BHapyXmBaeTcs aTpotnus MUKPOBOPCUMHOK, @ Npw
INEKTPOHHOW MUKPOCKOMMUKU — KUCTbI C MUKPOBOPCUH-
Kamm 1 N130COMONOL06HbIMY TENbLAMM B LLUTONNA3ME.
Takue M3MEHEeHWUs NMPOWUCXOAAT B pe3ynbraTe BTOPMUY-
HOTO CHVXEeHMS KonuyecTBa maTpuuHon PHK, kogupy-
foLLLEN aNMNKANbHbLIN CUCTEMbI MEMOPAHHOIO TPAHCNOPTA
3HTepoLMTOB. [POABNAETCA TAXKENOW runepHaTpuemm-
yecKoil fermgpartalmnen, BbI3BaHHOW HEOHATANbHOW ce-
KPeTopHON fnapeen, B 60MbLIMHCTBE CNy4YaeB, BCKOpe
nocne poxaeHus. Yacto y netei ¢ MVID B TeueHune He-
CKONbKMX AHEN NoCne PoXAeHUs 6bICTPO pa3BKUBAETCA
MeTabonnyecKnin aLnao3 1 HacTynaeT rMNoTOHMYeCKoe
06e3BOX1BaHME K3-32 06MNbHON Auapen. Kniouesbim
nabopaTopHbIM NPWU3HAKOM SBAAIOTCA XapaKTepHble
AaHHble BMONCUN TOHKOW KMWKKM: aTpodns MUKPOBOP-
CVMHOK, TMnonnasus Kpunt, cneumduyeckne BKIIOUYEHUS
B LMUTONNMA3Me MUKPOBOPCUHOK M YBEMWYEHME 4uncna
CEKPETOPHbIX TPAHYN 3HTEPOLUTOB. EAMHCTBEHHbIM
BO3MOXHbIM METOOM fleYeHKs 3TOro0 peakoro 3abone-
BaHUA SBAAETCA TPAHCNNAHTALMA KNLWEYHMKA.

KnuHuuecknin cnyyan. PebeHok X. poanncsa y mate-
PyU C OTATOLLEHHbIM aKYWEPCKUM aHaMHe30M. PebeHoK
OT BTOpon 6epemeHHOCTU. MepBas GepeMeHHOCTb 3a-
mepwas. lpeHaTanbHO AWArHOCTMPOBAHA Aunatauus
neTenb KWLWEYHMKA, MHOTOBOAME, NOJO3PEHME HA 06-
CTPYKTUBHbIA NopoK XKT. Poabl CpOYHble CamMonpomns-
BO/IbHble HAa 39 Heflene recTauumn. Poauncs Xusown goHo-
LWEHHbIN MANbUKMK C MACCO NpU poXaeHun 3410 rpamm,
ANuHoON Tena 52 cm, Anrap 3/5/6 66. CoctosaHMe nocne
POXAEHMA OLEHNBANOCH KakK TAXenoe, TpeboBano npo-
BeJleHNe WMCKYCCTBEHHOW BeHTunauum nerkux (MBI).
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C POX[EHMA BCE MOMbITKN 3HTEPANIbHOTO BCKAPMAMBA-
HWUA 6e3ycneliHble, NUTAHME TONIbKO MapeHTepanbHoe
C NepBbIX CYTOK XU3HWU. Yke B Bo3pacTe 1,5 mecALes,
HecMOTps Ha (aKTUUECKU eXelHEBHO NPOBEEHHYI0
KOppPeKLno, Habnwaannucb BblpaXeHHble 3MeKTPo-
NIUTHblE HapylweHus: runoHatpuemus (116 mmonb/n),
runokanuemus (2 mmonb/n), runepkanbumemns (3,6
MMOfb/M). B Bo3pacTe 1 MecsueB 6bina nposejeHa na-
paymbunukanbHas nanapoToOMusi, PeBM3NS OpraHoB
OPIOLWHON MONOCTH, 6UONCUA yyacTKa TOHKOFO W TON-
CTOr0 KMWEeYHWKa, anneHaskTomus. Mo pesynbraTam
6UONCUM — CTPYKTYPbl KULWEYHUKA 6binn JOCTAaTOUHO
COXpaHHbIMK, BbiNa BbiIBNEHA NUMQONIa3mMoLuTapHas
UHDUNBTPaLUA TKAHEN CTEHOK KULLIEYHNKA C MOBbILLIEH-
HbIM BKJlloUeHNEM 303MHOGNNOB. B Bo3pacTe 2-x mecs-
LieB 6blf1a BbIBEEHA M1€0CTOMA MO NPUYNHe 6bICTPOHA-
pacTalollen KNMHUKN KUIWEeYHON HenpoxoammocTu. Mpu
rMCTONOIMYECKOM UCCNeaoBaHWM 6uonTaTa TOHKOMO
KUILEYHUKA BbiIBNEHbI NPU3HAKM 3NUTENMANbHON ANC-
nna3uu. NMpucyTcTBOBaNa KapTMHA TOTaNbHOW aTpodun
BOPCMWH. INEKTPOHHAS MUKPOCKOMMUA BbIIBUMIA Hanuuune
NPU3HaKOB 3NUTeNWanbHOW Aucnnasun. Yepes 22 aHs
NpoBeAeHa onepaLus no 3aKpbiTMIO U1EO0CTOMbI. B 3TOM
e Bo3pacTe (2 mecaua 19 AHeit) nonyyeHbl AaHHble
reHeTUYeCKOro UCCNeaoBaHUs: BbIBNEHbI MyTauun B
reHe MYO5B. Ha 0CHOBaHWUMW KIMHNYECKUX JaHHbIX, MOpP-
(DOoNorMuecKux M3MeHeHMI CTEHKN KULLEYHNKA N HaNu-
Ynsi MyTaLuUn B COOTBETCTBYHOLLEM FeHe, Oblf1 NOCTaBeH
AnarHo3: «bonesHb LUTONNA3MATUUYECKMX BKIOUYEHUN
MUKPOBOPCUHOK.

CoctosiHme pebeHka ¢ MVID BapuabenbHO U3MeHs-
NoCb. bbiNN KPaTKOBPEMEHHbIE YNYUlleHUs COCTOSHUS,
KOTOpble N0O3BONANM NepeBecTu pedeHka n3 OPUT B oT-
AeNneHne NaTonorm HOBOPOX/EHHbIX U eTell paHHero
BO3pacTa. MTaHne UCKNIUNTENbHO NapeHTepanbHoe.
MepeHec yeTbipe 3N1304a CENcCuUca, ABaXAbl — KNUHU-
UeCKyto cMmepTb. TAXECTb cOCToAHMA 6blna obycnosne-
Ha XeNnyaouHO-KUIIEeYHOW He0CTaTOYHOCTbIO Ha hoHe
60ne3Hn atponuu MUKPOBOPCUHOK, anuMeHTapHoOK
HeA0CTAaTOUHOCTbIO, BbIPAXEHHOW KaxeKCuen, THXenom
AblXaTeNbHON HEAOCTATOUHOCTbIO, CBA3AHHOM C Teue-
HMWeM MHEBMOHUU U OBLLUM COMATUUYECKUM COCTOSIHUEM.
COBOKYMHOCTb MPUCYTCTBYIOLEW NATONOMWM, Hapsaay
C NepeHeceHHOW MepuHaTanbHOM FUMOKCMeNn npuBe-
AN K TMMO3HO-aTPOMUECKMM W3MEHEHUsM BellecTBa
60NbLWUX NONYLWAPUA U MO3KEUKA, K BO3HUKHOBEHWIO
06WMPHBIX Cy6aYPanbHbIX CKOMMEHWA XWUAKOCTW Haf
6onbWUMK NONylWApPUAMK, aTpoduUyeckomy paclimpe-
HUIO BOKOBbIX 1 TPETbEro XeNnyAouKoB. ITU U3MEHEHNS
BU3YyaNM3nNpoBanncb MeTofamu ynbTpa3ByKOBOW AMa-
FHOCTUKM U MArHUTHO — pe30HAHCHOW Tomorpaduen.
Ha ¢oHe BTOpUYHOro MMMyHoaedULMTA UMENO MeCcTo
pa3BUTMS BTOPUUYHOTO remoharolMTapHoro CMHAPOMA.
HapacTaHue nonnopraHHon HeAoCTaTOUHOCTU NPUBENO
K neTanbHOMy MCXofly B Bo3pacTe 1rof v 5 mecsues.

06cyxaeHuMs: pebeHOoK C cepbe3HOil HacNeACTBEHHON
naTonornen — 60Me3HbI0 BKIIOYEHNS MUKPOBOPCUH,
ANUTENbHO (C POXAEHNA) HAXOAUNCA HA MapeHTepasb-
HOM MUTaHUK. HecMoTps Ha hakTUUECKN CBOEBPEMEHHO

NOCTaBMEHHbIN AMArHO3, HA MApeHTepanbHOe MUTAHNe
1 MHY3NOHHYI0 TEPANUID, COTNMACHO CYLLECTBYIOLMM CO-
BPEMEHHbIM OTEYECTBEHHbIM 1 3apY6eXHbIM NPOTOKO-
Nam, 0TMEYaNoCh BbipaXXeHHas 3a4epxKa Pusnyeckoro
1 NCUXOMOTOPHOrO pa3BuTUA. MepuHaTanbHaA rMNoK-
CMA N HEMONMHOLEHHOCTb NUTAHMA MPUBENN K CEpPbes-
HbIM [ECTPYKTUBHbIM U3MEHEHUSAM B FONIOBHOM MO3Te.
CnefcTBMEM ANMTENBHOTO MAPEHTEPANbHOr0 NUTAHUSA
CTaNnu cepbe3Hble MeTabonnueckme HapyLweHns: 6enKko-
BO-3HEpreTnyeckas HefOCTaTOYHOCTb, 3NEKTPONUTHbIE
HapyLleHs C pa3BUTUEM OCTEONOPO3a U KanbLmMHo3a. K
BbILIENEPEUNCIIEHHOMY HACN0UN0Ch pa3BuTMe remodia-
rOLNTApHOro CHAPOMA — MMCTUOLMTAPHOrO 3aboneBa-
HWUA U3 KNeTOK MakpodaranbHoro paga (numdoructuo-
UNTO3a). HakonneHne NPoBOCMNANNTENbHBIX LIUTOKMHOB
MPUBENO K HApYLEHUID UMMYHHOW perynauuu, no Bcen
BEPOATHOCTW, K AHOMANbHOM AKTWBALMM LUTOTOKCU-
yeckux T-numdoumntos, Makpodaros U pasBuUTUO CU-
CTEMHO-BOCMANUTENbHOTO OTBETA. Y AAHHOrO pebeHka
HEBO3MOXHOCTb AAeKBATHOIO 3HTEPANbHOr0 MUTAHUA
NnpuBena K pasBUTUID CEPbE3HbIX METAbONNUYECKNX Ha-
PYLIEHWNIA, K HEBPONOTrYeCcKomMy aeduumTy, 4To Ha hoHe
4 3NM30/0B Cencuca, 2 ANU30A0B KNMHNYECKOW CMepTu
NPUBENO K HEXeNaTeNbHOMY 1CX0AaY.

3aknoueHne. bonesHb LMTONNA3MATUUECKUX BKIIO-
UEHWII MUKPOBOPCUH Bbi3BaHA BPOXAEHHOW aTpoduen
anuKanbHbIX MUKPOBOPCUH U BHYTPUKNETOUHbIM HAKO-
nneHnem (hepMeHTOB B 3MUTENUN KWLIEYHUKA. Y onu-
CaHHOro pe6beHKa NPMCYTCTBOBANM BCE NEPEUMCIEHHbIE
JlaHHble, UTO TaKXe GblNo NOATBEPKAEHO reHeTUUEeCKU
(MyTauum B reHe MYOS5B). Tsxenast anapes, BO3HUKA-
lolWas B Nepsble [HW XU3HM, NPUBOAUT K MeTabonu-
UeCKOMY aumMao3y U TAXEeNoW Aeruapatauuu. Hespo-
NlorNYeckme N NCUXOMOTOPHbIE HapyLieHUs, 3aepXKa
pa3BMTMS CKopee 6biBAlOT 06YCNOBMEHbl BPEMEHHOM
nwemuen, CBA3aHHOW C runosonemuen. PekomeHaye-
MbIM METOZIOM NleYeHUs ABNAITCA NapeHTepanbHoe nu-
TaHKe 1 Nepecajka TOHKOIo KULeUHNKa. EfMHCTBEHHOI
JOCTYMHOI Tepanuen B Hallen CTpaHe ABNAETCA NapeH-
TepanbHoe muTaHue. 3a py6exom 3aperucTpupoBaHbl
ycreluHble pe3ynbTaThl TPAHCMNNAHTALMUMN TOHKOM KULIKN.
TeM He MeHee, NPOTHO3 HE6NArONpPUATHbINA, 6ONbLINH-
CTBO NALMEHTOB YMUPAOT B Pe3y/nbTaTe OCMOXHEHNIA
napeHTepanbHOro NUTaHuA.

PEAKWUIA CNYYAI HENPOTPECCUPYIOLLEN
NEYEHOUYHOW GOPMbI ONE3HU
HAKOMN/EHUSA IMUKOTEHA IV TUNA
lymos [1.A., LlymoBa B.B., MponnetkuHa K. 4.

HayuHbili pykosodumens:
npodeccop, d.m.H. Cypkoe AHdpeli Hukonaeeuy

PHUX nm. akap. b.B. leTposckoro

BbonesHb Hakonneuusa rnukoreHa IV tuna (BHI
IV) — peakoe ayTOCOMHO-peLieccBHOe 3aboneBaHue,
BO3HMKaKLLee B CBA3M C myTauusamu B reHe GBE1, Ko-
ANPYIOLLNMM  amino-1,4:1,6-rniokaHTpancdepasy («rnu-
KOreHBeTBAWMIN» (DEepPMEHT), UTo NPUBOAUT K ee aedu-



LMTY B MeYeHW, MbIWLAX, NENKOLMTAX, IPUTPOLMUTAX
1 hnbpobacTax 1 HAKOMNNEHUIO B TKAHAX aHOMANbHOro
nonucaxapuaa (aMuMnoneKTMHa), UMelLero ToKcuue-
CKoe BO3/eNCTBME HA OpraHusm. Beuay kpaniHen pea-
KOCTU 3a601eBaHNS UCTUHHAS YacTOTa BCTPEYAEMOCTH
He n3BecTHa. Mposasnenus bHI IV 3aBUCAT OT nopaxae-
MbIX TKAQHEN, B CBA3M C CYLLeCTBOBAHMEM TKaHecneumnd-
yeckux n3odopm aeduumtHoro cepmeHnTa. Bolgenstot
cnefytolune KnnHUYeckne opmbl: neyeHouHble (knac-
CNYeCcKan neyeHoYHas, HemporpeccupyroLLas neyeHou-
Has) U HepBHO-MbllIeUHble ((haTanbHaA NepuHaTanbHas
HEPBHO-MbIlIEYHASA, BPOXAEHHAA HEPBHO-MbILEYHASA,
[eTCKas HepBHO-MbllWEYHas, B3pOCnas HEePBHO-Mbl-
leyHasi C M30MMPOBAHHON Muonatueir). Mpu knaccu-
yeckon neyeHouHon opme 6onesHb 6bLICTPO Nporpec-
CUpPYET, YTO MPUBOAMT K Pa3BUTMIO LWPPO3a MeYeHU
W NeYeHOYHOW HefOCTAaTOYHOCTW B PaHHEM BO3pacTe.
MpoAoMKUTENbHOCTb XU3HU NMpu 3TOM Ao 3-5 neT. He-
nporpeccupyiowan Ghopma xapakTepusyeTcs renaro-
CNNeHoMeranunein, NOBbILEHNEM MEYEHOUHbIX TpaHCa-
MUHA3 C BO3MOXHbIM WX CHWKEHWEM A0 HOPMANbHbIX
3HaueHW, a Takxe 6Gonbllel NPOAOMKUTENbHOCTbHIO
KU3HW.

KnuHuuecknii cnyyaid. leBouka M. B Bo3pacTe 2 net
obpatunach B CTaLMOHAP NO MECTY XUTeNbCTBA C Bnep-
Bble BO3HUKLWINMM Xanobamu Ha yBenuyeHne pa3mepos
KMBOTQ, NOBbIWEHWE TeMNepaTypbl Tena Jo dhebpunb-
HbIX LuMp, BANOCTb. Mpn OCMOTpe BbifBNEHA renaro-
cnneHomeranua. /labopaTopHO OTMeuYanacb aHemus
NEerkon cteneHu, nosbiieHne CO3 10 26 MM/U, CUHAPOM
uutonusa — ACT/ANT go 500/200 ME/n. MeTogom MLP
B COCKOOe C 3afiHell CTEHKM TMOTKN 0GHapyXeH BUPYC
JnwrTeliHa-bapp. Ans UCKNIOUEHMS remMaTonoruyeckon
11 OHKONOTMYECKON NAaTONOrMN NPoBefieHa CTePHaNbHas
NYHKLUMSA: KNETOUHbIN MO3T MpeAcTaBneH BCEMU POCT-
Kamn KpoBeTBOpeHUs, 6nacTHbIX kneTok 0,4%. Mposo-
Aunacb renaToTponHas W NPOTUBOBUPYCHAA Tepanus.
BBMAy OTCYTCTBUSA NONOXUTENBHOW AUHAMUKN yepe3 3
mec pebeHKy nposeaeHa buoncua neyeHu B Kopee: nH-
TpauuTonnasmaTuyeckue BKIIOUEHMA B renaTouuTax,
YBE/INYEHHblE MEHUCTble KneTku Kyndepa u ructuo-
LMTbI, NO6YNAPHANA aKTUBHOCTb OT YMEPEHHOI 10 CUMb-
HOW, nopTonepunopTanbHas aKTUBHOCTb OT ClA6OA
[0 YMepeHHoMW, cenTanbHbii hnbpo3. OAHAKO TOUHDIIA
[AMAarHo3 He ycTaHosfeH. Npu nepBomM NOCTYNNeHUN B
MefepanbHblil LEHTP 2 neT 7 Mec 3adNKCMPOBAHO CHU-
XeHue KoHueHTpaumit ACT/ANT B CbIBOPOTKE KPOBM 710
240/170 ME/n. Mo pe3ynbTaTam NPOBEAEHHON TPAH3U-
eHTHOI ubpoanactomerpun nedvexun (T3M) BbisBNEH
unppo3s — ctaausa F4 no METAVIR, nepecmoTpeHbl rucTo-
noruyeckue npenapatbl Guoncun neyeHun: mopgonoru-
yeckme U3mMeHeHUs Hambonee xapakTepHbl ansa BHI IV
TUNQ, NHAEKC FTMCTONOTMUYECKOW CTENEHN aKTUBHOCTM NO
Knodell — 9 6annos (ymepeHHas), MHAEKC CKnepo3a no
Desmet 3-4 6anna (Hauano hopMMpoOBaHMs LMPPO3a),
nponudepaumns XenuHbix NPoToKoB. Ha ¢oHe fumeTbl
(FnuKoreHoBbIA CTOM) U MeTaBONNYECKON Tepanum Cbi-
BOPOTOYHble KOHUeHTpauun ANT n ACT cHu3unncb fo
HOPManbHbIX 3HaYeHUN. MOBTOPHAsA roCNMTanM3aLus B
3roja 3 mec, No AaHHbIM 06CNef0BaHMA: renaTocnneHo-

Meranus; XpoOHUYeCcKun racTpuT, ractpoasodareanbHas
pedntokcHas 6one3Hb ¢ 330arutom 0-1 cTenexu; oT-
CTaBaHWe KOCTHOro Bo3pacTa OT macnopTHoro Ha 1-1,5
roaa; runeptpocdua ageHonaos II-Ill cteneHu, ocTpbii
afieHoONAMT. B MexrocnutanbHbil NEpUOA COCTOsHUE
pebeHKa 0CTaBanocb CTabunbHbIM. B 4 roga 8 mec no-
NyyeH pe3ynbTaT MONEKYNAPHO-TeHETUYECKOro aHanm-
3a reHa GBE1: B 3k30He 3 BbifiBNIeHa MyTauua C.427A>G
(p.K143E) B reTepo3vroTHOM COCTOAIHUM, B 3K30HE 12
BbifiBNeHa myTauma c.1583A>G (p.H528R) B retepo3unrot-
HOM COCTOSIHWM, YTO NOLTBEPANNO Hanuume y pebeHka
BbHI IV. lo 7 neT geBoyka rocnuTannu3npoBanacb Kax-
Able 6 Mec Ana 06CNeAoBaHNUA U KOPPEKLUM Tepanuu.
B mexrocnutanbHble Nepuoabl COCTOAHWE O0CTaBanochb
CTabunbHbiM. MepeHecna BeTPSHY ocny B 5 neT, a B
6 — XNaMUAUNHO-MUKONNA3MeHHbI 6BPOHXUT. Mpy oue-
peaHOW rocnuTanu3aLnm B Bo3pacTe 9 neT No AaHHbIM
KomnbloTepHoit Tomorpaduu (KT) opraHos 6piowwHON
MoNoCTM — KapTMHA rematocnnaeHomeranuu, anddys-
HbIX U3MEHEHUN MOMXeNnyaoUHOW Xenesbl. Mo pe3ynb-
TaTam IFAC — AncTanbHbIM 330haruT, HeI0CTaTOYHOCTb
HUXHEro NuiLeBoaHoro cuHKTepa, Kapano3zodaranb-
HbliA NPONANC, racTPuT, LYOAEHUT, e0HNT. B cTabunbHOM
COCTOAHUN 6blNa BbINUCAHA M3 OTAENeHUd noj Habno-
AeHMe CNeunanucToB Mo MeCTy XUTENbCTBA, TEPANMIO
nonyvana B NoJIHOM o6beme.

MocneaHas rocnutanu3auua B 9 net 8 mec. XXanobol
Ha 3anopbl. CocTosHNe cpeaHen TaxecTn. dusnueckoe
pa3BuTHe CpeaHee, rapMOHMYHOE. [Incnencuyecknx aB-
NeHUs HeT. XKUBOT He yBENNUEH B 06beMe, MATKUN, 6e3-
60ne3HeHHbIN, JOCTYNHLIN NOBEPXHOCTHON 1 TNY6OKOK
nanbnauuu. MeyeHb Ha rNy6OKOM BAOXe BbICTYNAET Ha
2 CM n3-Noj Kpas pebepHOn oyru, cene3eHka He nasnb-
nupyetcs. CTyn 1-2 pa3a B Heaento, NNOTHbIA, dpar-
MEHTMUPOBAHHbBIN MO TUMY «OBeYberoy, KanomasaHue.
Mo AaHHbIM Y3 opraHoB GPIOLIHON MONOCTU U MANOro
Ta3a, NPWU3HAKU YMepeHHbIX AUtdY3HbIX W3MEHeHUN
MapeHXuMbl MeyeHn, NepmBacKynsapHON peakuun B ne-
UEHW, BTOPUYUHbIX U3MEHEHUI NOAXKENYA0UHON Xene3bl,
B3BECM B MOYEeBOM ny3bipe. Mo pesynbratam TIM: cTa-
aua FO no wkane METAVIR (oTcyTcTBMe (nbpo3a neve-
Hu). Mo paHHbIM ITAC: aHTPanbHbIl MOBEPXHOCTHbIN ra-
CTPUT, 6yNbOUT, NPU3HAKOB BAPMKO3HOMO paclimpeHns
BEH NULLEBOAA U xenyaka HeT. 1o pe3ynbratam peHTre-
Horpadum Knctem — KOCTHbIA BO3PACT COOTBETCTBYET
KaneHjapHoMy. B KNMHMUYECKOM aHanuse Mouun: HUTpU-
Tbl 2+, NENKOUUTYpUs, 6akTepuypus, LunuHapypus. Mo
JaHHbIM aHanu3a KpoBM Ha KUCNOTHO-OCHOBHOE COCTO-
fIHWe, He3HAUMTEeNbHbIN MeTabonuueckun auuaos. Pe-
6eHOK 6bl1 0CMOTpeH BpauoM-edeKTONOroM: 0Co6eH-
HOCTU NO3HABATeNbHOW 1€ATENbHOCTY U UCTOLLAEMOCTb
Ha ()OHe XPOHUYECKOro COMATMUYEeCKoro 3aboneBaHus.
Mo nabopaTopHbIM AaHHbIM, GENKOBO-CUHTETUYECKAS
(YHKLNA NEYEHN COXPaHeHa, KoarynonaTum HeT, CUH-
JPOMOB LMTONM3A W X0necTas3a He 3apernucTpupoBaHo.
Mo naHHbIM moceBa moun — E.coli. MpoBogumas Tepa-
nua (ypcoae3okcuxonesas KUCN0Ta, MaKporon, BuUTa-
MUH D, 330Menpason) 6bina NPOLOMKeHa C KoppeKLue
A03, ypasnanH no 50 Mr 3 pa3a B CyTKU ANA NeyeHus
VHMEKLMA MOUYEBbIBOAALLMX NYTEN, MerMOMUHA HATpUs
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CYKUMHAT 13 pacyeta 10 ma/Kr 330 Mn BHYTPUBEHHO
KanesnbHO AN CHUXEHUS TUMOKCUMN TKAHeW U OKCMAAHT-
HOW Harpysku.

Takum 06pa3om, flaHHbIN Npumep pebeHka ¢ BHI IV
TWNA AEMOHCTPUPYET HenporpeccupyoLlyo Gopmy 3a-
60Mn€eBaHNA C OTHOCUTENbHO 61arONPUATHBIM TEUEHUEM,
BO3MOXHOCTbIO perpecca Gpu6épPOTUUECKUX U3MEHEHU
MeyeHun, ynyuweHnem MeTabonnueckux nokasatenew,
OTHOCUTENIbHO BbICOKUM YPOBHEM (hM3NYECKOTO U HEPB-
HO-NCUXMYECKOr0 Pa3BMTUSA NMpPU CBOEBPEMEHHON AMa-
FHOCTUKE, 3fleKBAaTHOM IeUeHNI, BbICOKON NPUBEPIKEH-
HOCTU 6ONbHbIX K COBMIOAEHNI0 PEKOMEHAALNI.

TUPO3VNHEMIA 1 TUMA Y PEBEHKA
C MHOXXECTBEHHbIMW BPOXXAEHHBIMW
NMOPOKAMW PA3BUTINA

dapeesa A.A,, ipywnukosa A.C., Mnunio3mHa
10.C., CmonbsiHHUKOBA A.b.

HayuHbili pykoeooumenb:
K.M.H., doyeHm CapkucsiH E.A.

PHAMY um. HW. Muporosa M3 PO
Kathenpa rocnuTanbHOW NeanaTpun UM. akaJemmnka
B.A. TabonuHa MO
[leTckast ropofckas knuHuyeckas 6onbHuLa N29
nm. IH. CnepaHckoro

HacnepctseHHas Tupo3mHemus 1 tuna (HT1) — reHe-
TUYECKN 06YC/TOBIEHHOE HApYyLWeHNe KOHeYHOro 3tana
mMeTabonm3mMa TUPO3WHA C AYTOCOMHO-PELLeCCUBHbIM
TUMOM HacnegoBaHUA. KnoueBbiM 3BEHOM MaToreHesa
HT1 aBnaeTca HakonneHue TOKCUUYECKUX MeTabonuToB
TMPO3MHA B OpraHu3me. 3ab6oneBaHne xapakTepusyeTcs
Nopa)xeHnem neyeHu, NoOYeYHbIX KaHanblLes, MUOKapLaa,
HEepPBHOW cUCTeMbl. YacToTa €€ B pas3nuMyuHbIX Nonyns-
umsx koneénercsa ot 1:100-120 TbICAY XKUBbIX HOBOPO-
XAEHHbIX. M0NOBbIX Pa3NuUyumniA y JaHHOW NATONOTMN He
BbifiBIeHO. Ha [JaHHbIA MOMEHT OCHOBOW neuveHns HT1
ABNAETCA INMMMUHALMNOHHAA AUeTOTepanus B COMETAHUN
c Tepannen HUTU3MHOHOM — MHTUBUTOPOM 4-TMAPOKCH-
deHunnupysaTauokcureHasbl. Couetanme HT1 ¢ gpyru-
MW 3a601€BAHMAMM 11 MOPOKAMU Pa3BUTMA HEraTUBHO
BNMAET HAa NPOrHO3 ANA NauueHTa.

KnuHuuecknii cnyvan. flesouka H., oT 6nm3kopoa-
CTBEHHOr0 6paka, OT MaTepyu C OTATOLEHHbIM aKy-
WIePCKMM aHaMHe30M (aHTeHaTanbHasa rubenb nnoaa,
rnéenb pebeHKa B HeoHaTanbHOM nepuoge) ot 5 6epe-
MEHHOCTW, 5 popoB. PofopaspelweHne onepatuBHOE,
Ha 36 Hefene. [Tpu poxaeHun macca Tena 3840 r, AnuHa
Tena 53 cm. OueHka no wkane Anrap 5/6/76.

Mpn poXaeHWU COCTOAHWE pebeHKa TAXenoe: Bbl-
pa)KeHHble pecnupaTopHble PacCTPOMCTBA, HapyLIeHUs
remolMHaMnKu, yrHeTeHne LEHTPanbHOW HePBHOW Cu-
ctembl (LIHC). [1o 10 CyTOK M3HM pebeHOK HaX0ANNCA Ha
annapaTHOW UCKYCCTBEHHOMN BEHTUNALMM NETKMX, NONY-
uan KapAMoTOHUUECKY noaaepxky. OTmeuyanacb Kpo-
BOTOUMBOCTb M3 NYMOYHOW PaHKW, U3 MECT UHDBEKLINA.
O6palanm Ha ce6s BHUMaHNE MHOXECTBEHHbIE CTUTMbI
Au33mMbpuoreHesa, NOPOKM pa3BUTUSA NULIEBOTO CKene-
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Ta. Ha HempocoHorpacuu o6HapyXeHbl MHOXECTBEH-
Hble MOPOKMN Pa3BMTUA TONIOBHOIO MO3ra: TETPABEHTPU-
KynspHas BEHTPUKyNoMeranus, petpouepebennsapHas
KMCTa, r1noniasuna yepss MO3Xeuka, runonnasna mo-
3onucToro tena. floctaBneH AuWarHos: cuHapom [leH-
an-Yokepa.

C 17 CYTOK XXM3HU OTMeYanocb BO3HUKHOBEHUE MU-
OKNOHMYECKNX Cyaopor, nceBaobynb6apHOro CUHApPO-
ma. bbina Ha3HauyeHa NPOTMBOCYOOPOXHAA Tepanus
(ﬂeBeTmpau,eTaM). Mpw npoBefeHUn 3neKTpo3HUeda-
norpacdumn BbISABMEHO TsHKEN0e HapyleHne yHKUNO-
HanbHOro coctosiHnsa LUHC, BbipaXeHHasd He3penocTb
rONI0OBHOI0 MO3ra A8 AAHHOMo BO3pacTa.

Ha oCHOBaHMM JaHHbIX aHaMHe3a, KNMHUYECKOro 0C-
MOTPa, Pe3yNbTaToB NabopaTOPHbIX U UHCTPYMEHTAMb-
HbIX MCCNeJOBaHNIA 6bIN0 NPUHATO peLleHne NpPoBecTu
CENeKTWUBHbIA HEOHATANbHbIA CKPUHUHT HA Hacnen-
CTBEHHble 6one3Hn obmeHa. BbisBneHa HT1. ¢ Bo3pacTa
1 Mec. 6blM1a Ha3HaUeHa INUMUHALMOHHAA AneTa (cmech
TYRAHaMUKC MH(AHT) M MeaWKAaMeHTO3Has Tepanus
(HUTU3MHOH). PebeHOK BbiNuUcaH [OMOW B BO3pacTe 3
mec.

B TeueHme 2 mecaues nocne BbIMUCKM COCTOAHWE
pebeHKa HEOJHOKPATHO TpeboBano rocnuTanu3ayum
Mo NOBOAY 06MNbHbBIX CPbIFTMBAHMI, MOBTOPHON PBOTHI,
XUAKoro ctyna. Habnioganucb peunansnpylowme npo-
ABNEHNSA KOXHOI0 CMHAPOMA C NOAB/IEHMEM YYACTKOB
MAcCUBHOWN MaLepaLyyu KOXHbIX MOKPOBOB, OAHOKPAT-
HO — 3NU30[ 3HTEpOoKOoNMTa. Pexum npmema HUTU3NHO-
Ha poanuTensamMm He cobnogancs.

B Bo3pacTe 6 mecsAues — ouyepefHasa rocnutanusa-
LMA CO CXOXWUMU Xanobamu, C MOBbILIEHMEM Temne-
paTtypbl Tena Ao 38°C, HapacTalolen NKTePUYHOCTbIO
KOXXHOro NokpoBa. Habnwoganocb BONHOO6Gpa3Hoe pe-
umManBuMpylollee TeueHue rpubKoBO-H6akTepuanbHON
MHEKUUU, ACCOLMUPOBAHHONW C MONMPE3UCTEHTHON
thnopoi. B TeueHune 3 mecsueB pebeHOK NepeHec rema-
TOreHHbIN OCTOEMUENUT AUCTANbHOrO MeTadn3a neBon
6epeHHON KOCTM U MpPOKCUManbHoro metadusa ne-
BOW 60Mblle6epLoBO/ KOCTW, TXENblA IHTEPOKONMUT,
WHBA3MBHbIN KaHAWAO03, KAHAWAO3HbIA U GaKTepuanb-
Hbl 3HAOKAPANT, KOPOHapuUT. JlabopaTopHble AaHHble
OTPaXKanu BblpaXXeHHble BOCNANUTENbHbIE ABNeHUs. B
KNuHUueckom aHanuse kposu (OAK) — neiikouuTos o
21.84x10°/n, abCONOTHbLIN HeidTpodunes oo 10.17x10°/n,
n/a HenTpodunbl 10 8%, a6COMOTHbIA NUMAOLUTO3 A0
9.74x10°/n 1 abCOMOTHBIN MOHOLNTO3 A0 2.13x10°/n. B
B6UOXMMNYECKOM aHanm3e KpoBM — MNPOKANbLUUTOHUH
(MKT) n0 6.9 Hr/mn, C-peakTusHbIi 6enok (CPB) — 10 37.6
Mr/n. TOMUMO MHTOKCUKALIMOHHOTO CUHAPOMA, Y pe6eH-
ka HabnoAanochb HapacTawlee HapyweHue QyHKLUM
neyeHu. lpucyTcTBOBANN NabopaTopHble NPU3HAKK
uutonusa (ANT go 85 Ex/n, ACT — no 149 Eqn/n), xonec-
Ta3a (KOHbIOrMPOBAHHbIN 6BUANPYEUH 10 94.9 MKMONb/N,
ITT po 336 Ef/n), HemOCTaTOUHOCTU CUHTETUYECKOM
(yHKUMKM neuyenn (runodmbpuHoreHemus no 0,55 r/n).
NmmyHogeduumTHOE cocTosHMe TpeboBano nposepe-
HUS UMMYHOKOPPUTUPYIOLWEN TePanui BHYTPUBEHHbBIMU
ummyHornobynuHamu (BBUI), oT reHeTuueckoro obcre-



[JOBAHMUA Ha MEpPBUYHbIA UMMYHOAEUUMT POLUTENN
0TKa3anucb. MepBuYHbIA MMMyHOAEDUUUT He 6bIN UC-
KNIOYEH.

B cBA3M C TPyAHOCTAMM NpU BCKAapMAWUBAHWM B 7
mec. pebeHKy 6bina BblBeAeHa racTpOCTOMa, OAHAKO
NPM3HaKu racTpoazodareanbHoro pednkca u Auc
NenTUYECKMX HAPYWeEeHUA COXPaHANUCb. BbinonHeHue
(hyHOONNMKALMN OTKNAAbIBANOCh MO MPUYMHE TAXKe-
Noro cocTofiHnA pebeHKa. TAXeCTb COCTOAHUA 6bina
06ycnoBneHa NporpeccupoBaHNMEM HEBPONOTUYECKON
CMMNTOMATMKK, Pa3BUTUEM CNACTUYECKOW AUNNErun.
Ha cepnu MarHMTHO-pe30HAHCHbIX TOMOrpamm 6bina
BbISIBIEHA MPOrpeccupyrllas TeTPaBeHTPUKyNsApHas
rugpouedanus. Jinksoporpamma 6bina 6e3 socnanu-
TeNbHbIX ABNEHUMN.

B Bo3pacTe 10 mec. HapacTaHue runepTeH3NoOHHO-TN-
ApouedanbHoro CMHAPOMa 06YCNOBMO NpOBefeHne
BEHTPUKYNONepMTOHeanbHoro WyHTMpoBanua. CocTo-
fHMe pebeHKa 6blo CTabUNM3NPOBAHO, U B BO3pacTe
11 mec. 6bina BbiNONHEHA (DyHAONNMKALUA Xenyaka. B
nocneonepaLnoHHOM nepuoge — peunans bakTepu-
anbHO-rPUGKOBON NH(EKLMM C BbICOKOUW aKTUBHOCTbIO
BOCManuTeNbHbix Mapkepos (OAK — neiikouuTtos fo
15,94x10°/n, abcontoTHbIN HerTpodunes ao 8,86x10°/n,
n/a HenTpodunbl 40 12%; B GMOXMMUYECKOM aHanu3e
KpoBu — CPB 4o 179 mr/n, NKT 8o 31 Hr/mn).

leHepanu3auns WHGEKUUM npusena K pasBUTUIO
MONMOPraHHOW HEeAOCTAaTOUYHOCTHU. [lbiXxaTeNnbHas Hefo-
CTATOYHOCTb Tpebosana nposegenuns UBJ ¢ xecTkumu
napameTpamu u fotaumen 100% kucnopoga. Ceppeu-
HO-cOCyAMCTas HefoCTaTOYHOCTb C  BbIPAXEHHbIMK
HapyleHMsAMU remMOAMHAMUKM TpeboBana nposefe-
HUA KOMOGWHMPOBAHHOW Ba30MPECCOPHOW U Kapano-
TOHMYeCKoU noafepxkn. OCTpoe NOBpexaeHUe Moyek
(KDIGO Il €T.) U neyeHouHas He[OCTAaTOYHOCTb npu-
BENM K PasBWUTWIO aHACapku, abAOMUHANBHOTO KOM-
NnapTMeHT-CUHAPOMA, renaTtopeHanbHoOro CUMHAPOMA
(aHypus, runepkanuemmus o 7,9 mMonb/n). HapacTana
HeBponoruyeckas cumnTomaTika. Y nauueHTta passun-
€Al 1eKOMMEHCUPOBAHHbIN CMELLAHHbIN aLngo3 ¢ runep-
nakTaTemmeln, Ha hoHe Yero B Bo3pacTte 11 mecsaues 1 15
JHEl Npon30LWna 0CTAaHOBKA CEPAEYHOM JeATENbHOCTH.
PeaHumaunoHHble MeponpuATMA NPOBOANIUCH B Teye-
Hue 30 MuHYT 6€3 3phekTa. KOHCTAaTMPOBaHA KAUHNYe-
CKas cmepTb pebeHka.

3akntoyeHue. HT1 — pefkoe TpygHOAMArHocTupye-
Moe 3aboneBaHue, YacTo NPMBOAALLEE K NETANTbHOMY
ucxogy. Bkniouenve HT1 B nporpammy paclimpeHHoro
HEOHATANbHOIO CKPUHMHIA 06Meryaer paHHIWw fua-
FHOCTMKY JAHHOTO 3a60N1€BaHMA N NO3BONIAET CBOEBpe-
MEHHO Ha3HAuMTb HEOOXOAMMOE NEeYeHNe, YTO yNyyLwa-
eT NporHo3 Ans aeten ¢ HT1. OpgHako Takne daKTopbl,
KakK coyetaHue HT1 C MHOXeCTBEHHbIMU BPOXAEHHbIMU
MOpOKamMmn pasBUTKA, C UMMYHOAEMULMTHBIMUA COCTONA-
HUAMU, HA3KAS NPUBEPXEHHOCTb POAMUTENEN K NEUEHNIO
MOTYT CHWU3WUTb 3P HEKTMBHOCTb NMPOBOAMMON Tepanuu
M NPMBECTU K HEObpaTMMbIM NOCNeLCTBUAM. 3TO 06y-
CNaBNMBAET BAXXHOCTb Pa3paboTku 6onee COBpPEMEH-
HbIX MOAXOLOB K NEYEHMI0 AAHHOro 3abonesaHus. B

HacTosllee BpeMs aKTUBHO M3Yy4alTCA BO3MOXHOCTU
reHHO-WHXXeHepHOW Tepanun B nedyeHun HT1. BHegpe-
HUe €€ B KIWHWUYECKYK NPAKTUKy B OGyAyllemM MOXeT
MPUBECTMN K 3HAUUTENbHOMY YNyYLleHU0 NPorHo3a ans
petei ¢ HT1, a TakKe UCKNIUNTb HeobXoaUMOCTb B MO-
XM3HEHHOI Tepanuu.

KPOBOW3NMNAHUE B BELLECTBO
rONOBHOIO MO3rAY HOBOPOXXAEHHOIO
PEBEHKA
WecTtepukosa E.[l.

HayuHbili pykoeooumenb:
3ae. omoeneHuem (hu3uono2uU HO80POXXAEHHbIX
Nambipéea A.A.

KnunHckas obnactHasg 6onbHMLA
OTneneHne U3NONOrNN HOBOPOXAEHHbIX

BHYTpNMO3roBble KPOBOM3NUSAHUA B AETCKOW Npak-
TUKE BCTPEYUATCA KPaliHe PeAKo, U UX TeHe3 BO MHOTWX
Cnyyasx He ceH. OCHOBHbIMM MPUYMHAMM NX BOSHUKHO-
BEHWS CUNTAKOT POAOBYIO TPABMY W aCOUKCMIO B POAAX,
remopparmyeckuin CUHAPOM, HEMPOUHMEKLNKM, ONyXOo-
NN MO3ra, apTEPUOBEHO3HbIE ManbgopmaLnmn. OgHako
B KaX/[OM KOHKPETHOM Cflyuyae reHe3 KpOBOU3MMAHUNA
YCTAHOBMTb AOCTATOYHO CNOXHO. O6CnefoBaHne aeTen
BCerga HauMHaeTCs C NpoBefeHUs HempocoHorpadum,
KaK Hambonee AOCTYMHOrO MeToaa uccnefosaxms. 06-
Hapy)XeHne NaTonormyeckoro BHYTPMMO3roBOro ouara
AIBNAETCA MOKA3aHMEM K [JanbHEWWemMy NPUMEHEHNIO
MeTofoB nyueson susyanusauuu (KT, MPT). Paccmo-
TPUM CNeaYIoLLUN KNUHUYECKUIA CyYail.

Jlesouka M. pogunacb 13.12.2022 B poAunbHOM foMe
ropofa KnuH ¢ maccom Tena 4120 r n onuHon Tena 54
cM. MaTb, 36 ner, ¢ A (1) pe3yc-nonoxuTenbHon rpynmnon
KPOBMU, UMeeT OCNOXHEHHbIA COMATUUECKUI aHaAMHe3:
HOCUTeNb BUpYyCa MPOCTOro repneca, LWUTOMeranoBu-
pycHOM MHdeKuMn, TOKConnasmosa U cTpajalollas
runepmetponuein. 13 akylwepcko-ruHeKonornyeckoro
aHamHe3a W3BECTHO, UTO AaHHasi BepeMeHHOCTb Tpe-
TbA, pOAbl BTOPble. BepeMeHHOCTb NpoTeKkana B NepBom
nepuoje C yrpo3on npepbiBaHWs, BO BTOPOM — nepe-
Hecna OP3 ¢ Temnepatypoii 37,5°C. Poabl CPpoUHble, ca-
MOMpPOU3BOJIbHbIE, B TONIOBHOM npefnexaHuu. NMpogon-
XUTENbHOCTb POMIOB: MEPBbIA Nepuoa — 3 Yaca, BTOpon
nepuog — 20 MUHYT. be3BoAHbIN Nepnos — 1u4ac 50 mu-
HYT. OKONONNOAHbIE BOLbI — CBET/bIE.

Pe6EHOK POAMACA [OHOLWEHHbIM, OLEHKA NO WKane
APGAR — 8/9 6annoB. 3akpuuana cpasy, KpuMK rpom-
Knit. CocTosiHMe pebEHKa Npu nepeBofie U3 POAUIbHOIO
3ana yaoBNeTBOpUTENbHOR, LBET KOXHbIX MOKPOBOB —
po30BbIiA. MpeBapUTENbHbINA LUArHO3: NEPUOL PaHHEN
aflanTalmu; AOHOLIEHHDIA, C KPYMHOW Maccon Tena.

C 13.12.2022 pe6EHOK Haxopunca B otaeneHum du-
3M0NOTNK HOBOPOXAEHHbBIX COBMECTHO C MaTepblo. Ha
BTOPble CYTKW B MNAHOBOM MOPSIAKE Obl0 NPOBEAEHO
yNbTPa3BYKOBOE MCCNef0BaHMe roONOBHOIO MO3ra, rae
6blN1 BbISIB/IEH OUar, Pe3KO MOBbIWEHHbIA MO 3XOre€HHO-
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CTW, C HEPOBHbIMM YETKUMMW KOHTYpaM, HeNpaBUIbHOW
OKpyrnoit opmbl B NOGHON [one cnpaBa pa3mepom
44,8 x38 x 42 MM. TaK)Xe OTMEYEHO He3HAYUTeNbHOEe CMe-
LWEeHNe CpefMHHbIX CTPYKTYpP rOfOBHOIO MO3ra Cnpasa
Haneso. MepeAHUA por NpaBoro 6OKOBOIO Xenyaouka
HeCKONMbKO KOMNpemupoBaH. XenyaoukoBas cuctema
rofIoBHOrO MO3ra He AWNATUPOBaHa. PUCYHOK 60po3f
auddepeHupoBaH B NonHoM o6beme. ipyrux gonon-
HUTENbHbIX 06PA30BAHNI He BbIAAB/IEHO.

15.12.2022 peBouyka M. 6blla NPOKOHCYNLTUPOBAHA
peaHumaronorom. Mpu ocmoTpe: pebEHOK B CO3HAHUM,
aKTuBeH, No3a u3nonoruueckas, rnasa OTKpbIBaeT, Ha
0CMOTp pearupyet noBbllleHNeM 1BUraTeNIbHON aKTUB-
HOCTU, KPUK FPOMKNIA. TTpU KPUKe HEenOCTOAHHbIN Tpe-
mop noa6opoaka. Pednekchbl Bbi3blBAOTCA, MbllLEUHbINA
TOHYC hU3Monornuecknii. bonblIoh POAHNYOK 2x2 CM,
He HanpseH. 3paukn D=S, dhoTopeakuus xmBas, Co-
ApyxecTBeHHasn. Cyaopor, anHo3 1 04aroBOW HEBPONO-
rMYeCcKonm CUMNTOMATMKN HeT. KoXHble NOKPOBbl 6nea-
HO-PO30Bbl€ C IEFKUM CYBUKTEPUUYHBIM OTTEHKOM.

3 nabopaTopHbiXx METOAOB UCCNEeNOBaHNA BbiBNE-
HO: caxap KpoBM 3,5 MMOMb/N, reMorno6uH 163 r/n, aHu-
30UMTO3 (++), NONKMNOLMTOS (++).

YunTbiBas MHCTPYMEHTANbHbIE JaHHbIE N OTCYTCTBUE
KTIMHUYECKUX NPOSBNEHNIA, Pe6EHOK BbINl NepeBeeH HA
3 cyTkn B FbY3 MO MOLIOMJ ropoga NMio6epLbl B Henpo-
XUpypruyueckoe oTAeNneHne fna fanbHenlero neveHums
1 obcnefoBaHus.

21.12.2022 — 6bi10 npoBefgeHo KT ronoBHOro mos-
ra, raoe 6bi10 BbiSIBIEHO MAacCUBHOE NMapeHXMMaTo3Hoe
KPOBOU3NNSIHIE, 3aHWMatollee NOGHYI 0N, YacTb
BMCOUYHOW 1 TeMeHHOIA fonein cnpasa. Ho B cBA3M C OT-
CYTCTBMEM KNIMHUUECKUX NPOSBNEHNI PeBEHOK B Heli-
POXMPYPrMUeCcKon nomolun He Hyxaancs. poBoannach
BbDKMJATENbHO-HA6MI04aTENbHAA TAKTUKA.

29.12.2022 — 6bina BbiNMCaHa U3 OTAENEHUA NaTono-
rMu HoBOpPOXAeHHbIX MOLIOM/ ropoga /obepubl.

O6WWmnit NPOrHO3 NpWU BHYTPUMO3rOBOM KPOBOW3-
NIMSIHAKM OTHOCUTENbHO HebnaronpusTHbIA. BO3MOXHO
nosiBNeHMe HeBPONOTMYECKUX PACCTPOMCTB W MHBA-
nuan3aums pe6énka. OaHako, B JAHHOM Clyyae nocne
POXAEHUS 1 B JanbHenlem obLiee COCTOSHUE HOBOPO-
XAEHHOro He CTpajano, pe6eHok xopowo cocan. He-
BPOMOrMYECKMiA CTATYC 6bIN 683 0CO6EHHOCTEN.

PacCMOTpPEHHbI KNNHUYECKUIA CyYan NOAYEPKUBA-
€T BaXHOCTb nposefeHus Y3W ronosHoro mosra B yc-
NOBUSIX POAMMIbHOTO AOMA, TaK Kak MHorue 3abone.a-
HUS1 Y OTHOCUTENbHO 6N1AaronoNyyYHblX AeTen NPoTeKaoT
6eCccCMMNTOMHO.
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PAHHAA ANATHOCTUKA CUHAPOMA
MPAAEPA-BUNNN Y PEBEHKA
C TMNOKCUYECKNM NMOPAXXEHUEM LIHC

Lakuposa A.A., lpasocnasHas 0.B.,
KantyTtuc C.C.

HayuHbili pykoeodumens:
K.M.H., doyeHm CapkucsH E.A., lembsaHosa T.I.

PHAMY um. H.. Tiuporosa M3 PO
Kabeapa rocnuTanbHOM NeanaTpun UM. Akagemmka
B.A. TabonuHa N
[letckas ropofckas knuHudeckas 6onbHULa N°9
nm. 'H. CnepaHckoro

Cungpom Mpagepa-Bunnn (CNB) — peakoe (1:25
000) reHeTnueckoe 3aboneBaHne, 3STUONOrMUYECKN 06Y-
CNOBIEHHOE MOBPEXAEHMEM XPOMOCOMbI 15 (cermeHTa
q11.2-q13). NS NaTONOrMM CBONCTBEHEH KINHUYECKUN
nonumopusm, 3aTPyAHAOWMA CBOEBPEMEHHYIO AMa-
FHOCTUKY. M0 faHHbIM NUTEpPaTypbl, HA AAHHbIA MOMEHT
amarHoctuka CMNB ocyuwecTsnsertcq, B CpefjHeM, B BO3-
pacte okono 3-4-x net. lna HoBopoxgeHHbIx ¢ CIB xa-
PaKTEPHbI 3afiepXKa BHYTPUYTPOOHOIO POCTa, Mbllley-
Has TMNOTOHUA, rMnopednekcus, KOTOpble CMEHAKTCA
TAXenon runepdarnen, 3afepxKoil pocTa, NCUXOMO-
TOPHOTO M YMCTBEHHOTO Pa3BUTMSA, TMMOTOHAAU3MOM,
PA3NUYHBIMK MCUXMATPUYECKUMI OTKNAOHeHusamu. Cy-
LecTByeT pag xapakTepHbix ans CMNB deHoTMNMYECKNX
0CO6eHHOCTEN: akpoMuKpus, aonuxouedanua, MMHLa-
nesugHas ¢opma rnas. Y nauuentoB c CMB Hepeaku
XM3HEYTPOXAKLWMe OCTOKHEHUSA: MOPOMAHOE OXunpe-
HMe, NaToNOrUN AbIXaTeNbHOMW, CEepAEYHO-COCYANCTON
cucrtem.

NauueHT C., AOHOLWEHHbIA ManbymK, NOCTYNKUA B OT-
JefleHne BTOPOro 3Tana BbIXaXuBaHua (natonorum
HOBOPOX/EHHbIX W AeTen rpyaHoro Bo3pacTa AMKb
um. H®. Ounatosa [lenapTameHTa 34paBOOXPAHEHMA
r. MOCKBbI) U3 OTENeHNA peaHnMaLum N UHTEHCUBHON
Tepanuu Ha 6-ble CYTKN XXN3HM N0 NOBO/Y BPOXAEHHON
MHEBMOHWUM, MepPUHATANbHOrO MOPAXEHMS TONOBHOIO
MO3ra rMnoKCMUYeCKU-NLLIEMUUYECKOTO reHe3a, CUHApoMa
YyrHeTeHns 6e3ycnoBHO-pedNeKTOPHON [eATeNbHOCTH.
PebeHOK poauncs oT comaTWYecKu 3[0pOBOW MaTepu
32-x net. bepemeHHoCTb IIl (I — cBOEBpeMeHHble pofpbl
2017 1., Il — cBOEeBpeMeHHble pofbl 2020 T.), NPOTEeKaBs-
was Ha hoHe OPBW Ha 34-1 Hepene rectaumu. Poapl I,
B 40 Hefpenb, camocToATeNbHble, B TONIOBHOM MNpeane-
XaHuu. Bec npu poxgeHun — 3250 r, gnnHa tena — 54
cM. OleHKa no wkane Anrap — 8/9 6annos. CoctosaHue
npyu NOCTYNNEHUN B OTAENEHUE — TsXenoe, o6ycnos-
NIeHO HEBPONOrnYeckon CMMNTOMATWUKOW, CUHAPOMOM
YyrHeTeHMs 6e3ycnoBHO-pedNeKTOPHON [eATeNbHOCTH,
ANt dy3HONM MbILIEYHON TUNOTOHWEN, PecnupaTopHbI-
MW HapylleHuamMun. Peakuus Ha oCcMOTp BsAnas, ABUra-
TeNbHas aKTUBHOCTb CHUKEHA, KPWUK TUXUIA, Henpoaon-
XUTENbHbIA, MbIEYHAA TUNOTOHNUSA, NO3a «NATYLIKUY,
napeTuyHas yCTaHOBKa KuUCTeil. Pedhnekcbl opanbHOro
aBTOMaTWU3Ma GbICTPO UCTOLWANNCD, CNUHANbHbIE — YI-
HeTeHbl. CocaHue BsAnoe. luTaHue OCYWECTBAANOCH
yepe3 Ha3zoracTpanbHblid 30HA. OTMeYanucb CTUTMbl



A133MbproreHesa: BbICOKWUN, Y3KMiA 106, MUHAANEBUA-
Hblil pa3pe3 rnasHbiX Wenel C TOHKNMMU, ONYLLEHHbIMM
BEKamM, 6MM3KO MOCAXKEHHbIE [Na3Hble LWenu, [ONU-
xouedanus, TOHKaA BEPXHAS Ty6a, ONyLEeHHble Yribl
pTa, MUKPOAOHTUSA, roTUYecKoe Hebo, aKPOMUKpMA,
KpunTopxn3m. MMauueHT 6bl1 OCMOTPEH HEOHATONO-
rom, HeBponorom, ohTanbMoNOrom, IHAOKPMHONOIOM,
MpoBeaeH paa UCCNeAoBaHMiA C Lenbio auddepeHum-
aNbHOM [AMAarHOCTUKM BO3MOXHbIX MPUYMH CUHLPOMA
“BAn0Oro pe6eHka" rmnoKCUYECKN-uemMnyeckoe nopa-
xeHue UHC, mbllweuHas aTpodns, WHasA reHeTnyeckas
natonorus. HepocoHorpadms: 3X0-npu3Haku runok-
CNYECKN-UIIEMUYECKUX M3MEHEHWIA TONOBHOrO MO3ra,
BMOCNeACTBUM — NPU3HAKKM NOCTIUNOKCUYECKUX N3Me-
HEHUW TONOBHOro Mo3ra. KomnbtoTepHas Tomorpadus
rONI0OBHOMO MO3ra: YyMEPEHHbIE TMMNOKCMYECKM-NLIeEMNYe-
CKNe U3MEHEeHMA roNIOBHOMO MO3ra. TpaHCKpaHUanbHoe
yNbTPa3BYKOBOE MCCNEf0BAHNE apTEPUI U BEH FONOBbI:
IX0-NPU3HAKOB HAPYLIEHUS TEMOLMHAMUKMA TONOBHOIO
MO3Ta He BbISIBMIEHO. C LeNb0 NCKNIOYEHNS BPOXAEHHON
MWUOMATMK, pebeHKy 6blna BbINOMHEHA 31eKTPOMKUOrpa-
tus, no pesynsTaTam KOTOPOU [IaHHbIX 3@ HapylleHue
nposoasuen dhyHKuMKU nepudepnuyecknx HepBOB Bbl-
SIBNIEHO He 6blN10, AMNIMTYLHO-CKOPOCTHbIE XapaKTepu-
CTMKWN COOTBETCTBOBA/N BAPUAHTY HOPMbI. TaKxe y pe-
6eHKa 6blNI0 UCKNIOUYEHO NopaxeHne nepudepuyeckoil
HepBHOM cucTeMbl (CMUHANBHAA MbllEYHAA aTpodus).
HoBOpPOXAEeHHbIN 6biN KOHCYNbTMPOBAH BPaA4YOM-TeHe-
TUKOM, KOTOPbIM 1 6blna 3anof03peHa MHas reHeTu-
yeckas natonorus. B yactHocTtu, CMB Ha OCHOBaHuK
CBOWCTBEHHbIX CUHApPOMY “BANOro pebeHka" uepT, xa-
pakTepHbix heHoTUNA U Aepmatornudmkin. NposefeHo
MONEKyNApHO-TeHeTUUeCKOoe uccnefoBaHne (aHanus
annenbHOro MeTUNMPOBAaHMS MPOMOTOPHOM 061aCTK
reHa SNRPN (xpomocoma 15¢11.2) METOAOM MeTuACneL-
nduueckon MUP. BbiAsBNeHbl MONEKyNAPHO-TeHeTu-
yeckme n3MeHeHus, xapaktepHole gns CrB. Ha 18-ble
CYTKM XM3HW MauMeHTa AMarHo3 nopTeepauncs. Tak-
e MO pe3ynbTaTtaM peHTreHorpaduu Nerknx MMenmncb
NPU3HAKM MHEBMOHUM, KOTOPblE BNOCNEACTBUN pa3pe-
WUANCb (MHUNLTPATMBHbIE TEHU B HUKHUX OTAENax),
OTMEYANNChb NPU3HAKN BHYTPUYTPOOHO NepeHeceHHou
HeilponHdeKLm (MoNoXMTENbHbIIA pe3ynbTaT nccneno-
BaHMA meToaoMm MUP nukBopa Ha [IHK Str. Pneumoniae,
BbICOKUIN YpOBEHDb 6eNiKa N HU3KINN YPOBEHD TNOKO3bI B
NUKBOPE NpW OTCYTCTBUM LMTO3a). loMUMO 3TOrO, Bpa-
UOM-3HAOKPMHONOrOM 6blna AMArHOCTUPOBAHA TPaH-
3UTOpHAs TMNOTUPOKCMHEMUS. Bo Bpems npe6biBaHus
B CTalMOHape pebeHOK nonyyan aHTMBAKTepUanbHyo
(@amnuumnnuu/cynbbakTam, HeTUNMULMH), MeTabonu-
ueckyto (UNTonaBuH, 3NbKap, roNaHTeHoBas KUCIOTa,
NeBOKAPHUTUH), TFOPMOHaNbHYI (NeBOTUPOKCUH Ha-
TpUA) N BUTaAMUHOTepanuio (MMPUOOKCUH, TUAMUH, pe-
TuHon, sutamuu E, xonekanbuudepon). Hecmotps Ha
TO, UTO Ha (hOHE NeyeHns oTMeYanacb NONOXMTENbHAA
AMHamMuKa (ABNeHUA AbiXaTeNbHON HeA0CTaTOUHOCTHU
KyNUpOBaHbl, NHPUNLTPATUBHBIE U3MEHEHUS B NETKKUX
paspewnnncb, Mo aHanu3am KpOBW OTCYTCTBOBA/M
MPU3HAKKM CUCTEMHOW BOCMANWUTENbHOM peakuuu, oT-
Meyanacb TEHAEHLMSA K YNYULIEHUI0 MbILIEYHOTO TOHYCA

W OBUraTenbHOM AKTUBHOCTMW, YBENNUNNICA OODBEM aK-
TUBHbIX ABUXKEHWUN, OXNBUANCH PedhNeKchl, ynyywmnnacb
BO3MOXHOCTb COCAHMA W, COOTBETCTBEHHO, MUTAHMSA,
yBeNUUMNoCb Bpems 60LPCTBOBAHMA), Y pebeHKa co-
XpaHunacb Auddy3Has MbileyHas rUnNoToHUs, rUno-
MUMUA NnLa. BbinncaH nop HabnofeHne yyacTKOBOro
neanaTpa u Bpayen-cneyuanncTos.

JlaHHbIN KNUHWUYECKA CyYan UNNCTPUpyeT co6omn
TO, UTO HECMOTPSA Ha NPUCYTCTBUE Y pebeHKa nopaxe-
Hus LUHC runokcmyecKn-nieMmyeckoro reHesa, Koto-
poe SIBASeTCA N0 AaHHbIM NUTEPaTypbl OAHMM U3 [NaB-
HbIX W YacTO BCTPeYaeMblx NPUYMH CUHAPOMA “BANOroO
pebeHka», AMArHOCTMKAa cuHapoma [pagepa-Bunnn
6blna ocyllecTBneHa. 3To CTano BO3MOXHbIM 6arofaps
nposefieHHOMY AnddhepeHLnanbHO-ANArHOCTUUECKOMY
MOWCKY N 0CBEAOMNEHHOCTM Bpaueil pa3fMUHbIX creuu-
anbHOCTEN O LINPOKOM CMEKTPe NaTonorun, CKpbiBa-
IOLMXCA NOA CUHAPOMOM “BAnoro pebeHka”, eHoTU-
MUUYeCcKUX 0CobeHHOCTAX nauueHToB ¢ CMB n mbicnn o
BO3MOXHOCTM HaNuuus COYETaHHOW NaTONOrWMKU y na-
umeHTa. 0Co6eHHO CTOMT NOJYEPKHYTb TO, UTO NATONO-
rus 6bina AMarHOCTMPOBAHA B CaMble paHHKEe CPOKM, Ha
TpeTbell Heflene XU3HU. Beab N3BECTHO, UTO PaHHASA An-
arHOCTUMKA, K COXaNeHuto, peaka Aaxe B YyCNOBUAX CO-
BPEMEHHbIX CUCTEM 3[1paBOOXPAHEHUNS Pa3BMTbIX CTPaH
mupa. Mo nuTepaTypHbiM CBeAEHUAM, B HACTOSLLNA
MOMEHT B mMupe auarHoctuka ClMB ocyuecTensetcs, B
cpefiHeM, y fieTeil 3—4-X NeT XU3HWU. YuuTbiBas 60nblioe
pa3Hoo6pa3ne CepbesHbIX KAUHUYECKUX NPOSBAEHWI
1 NeTanbHbIX OCNOXHEHWA y aeTeli ¢ CMB, HECOMHEHeH
hakT: paHHuN AnddepeHUnanbHO-ANArHOCTUUECKNIA
MOWUCK 1 OKOHUATe/IbHaA NOCTaHOBKA AnarHosa BANUAT
Ha yNyuylleHne NPOrHo3a, NPOAOIKMTENBHOCTA W Ka-
UeCTBa XW3HW MaUMeHTOB. HECOMHEHHO: YeM paHblue
6yneT 3anoA03peH U NOCTaBMeH AMArHO3, TeM paHblue
6YayT OTKPbITbl BO3MOXHOCTM AN MYNbTUAUCLUNAK-
HapHOro NoAxoAa K KOpPeKLuMu CUMNTOMOB B YCNOBUSX
OTCYTCTBUSA 3TUONOTMUYECKON M NaTOreHeTMUYeckomn Te-
panuu.

CEMEMHbIA KNUHWUYECKUIA CITYUYAN
BONME3HU GABPU
CyxywwuHa E.E., boukapes W.A.

HayuHbie pykosodumenu:
douyeHm, K.M.H. Cnueakosckuli 10.M.,
douyeHm, K.M.H. Cudopoeuy 0.B.

CapatoBckuu TMY mum. B.U. PazymoBckoro MH3apasa
Poccuu
Katheapa thakynbTeTckon neanaTpun

AKTYyanbHoCTb: bonesHb ®abpu (BP) — 310 opdaH-
HOe HacneacTBeHHOE 3aboneBaHue, OTHOCALleeCa K
rpynne nu3oCOMHbIX 6onesHent Hakonnewus (JIBH),
MPUUNHON KOTOPOTrO ABNAETCA MyTalus reHa GLA, KOH-
TPONMpPYOLWEro CTPYKTYpY a-ranakto3uaasbl A (ArAN),
PACMONOXeHHbIN Ha X Xpomocome (Xq22.1). Bcnepcteune
HEe0CTaTOUHOCTU (DepMeHTa NPOUCXOANT HAKOMMNeHne
TOKCMYECKMX METabonuToB TANKOCHUHIONNNNAOB B
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Pa3nUUHbIX OPraHax U TKaHsax opraHu3ma. Ana bd xa-
PaKTEPHO MOMNOPTraHHOE MOPAXKEHWE U BbIPAKEHHbIN
KTIMHUYECKMI NONNMOPMU3M, UTO NOBbILIAET PUCK PaH-
HeNn MHBANUAN3ALNM U CMEPTHOCTW CpeAu NALMUEHTOB,
cTpagawwwumx bOo.

Lenb: Onucatb ceMelHbIn KNUHUYECKNIA cnydail 60-
nesHu Mabpwm.

Matepuanbl n metoAbl: bonbHas 0., 14 net, nocty-
nuna c xanobamn Ha NepUoAMYECKM NOSBASAOLLEECS
YYBCTBO MOKaNblBAHUA B 06NaCTU UKPOHOXHbIX MbILLL
npu ANUTENbHOW OPTOCTATMUYECKOW HArpy3Ke, YyBCTBO
HeXBaTKU BO3Ayxa Npu ANUTENbHOW WHTEHCUBHOMN (hu-
31YECKOM Harpy3ke, HeMepeHOCMMOCTb BbICOKON TeM-
nepaTtypbl Bo3gyxa. B xoge cbopa aHamHe3a YyTOUHEHO,
uTO B CEMbe MauueHTa UMerTcs 60MbHble C Bepudu-
LUMPOBaHHbIM 3a6oneBaHuem b®. Y npagena no nuHUM
OTLa MMenach KnuMHuueckas KaptuHa bd. Y otua, TeTu
no NUHWUK OTLA, ee CbiHa (ABOKpPOAHOro 6paTa) u 6a-
OYLIKN (B HacTOALWeEE Bpems gnarHos XbI V-V cTagun.)
BO noaTBepxAeHHAA  MONEKYNAPHO-TeHETUYeCKUM
meTofoM. O6BHEKTUBHO COCTOSIHWE YAOBNETBOPUTEND-
Hoe. Pe3ynbTaThl N1abopaTopHOro 06Cnef0BaHNsA: TaH-
fieMHas macc-cnektpometpus (TMC) — KOHUEHTpaums
meTabonuta nu3orno6oTpuasnncuHrosnH (Lyso-GB3)
noBblleHa [0 4.48 Hr/mn (npu Hopme 0,05-3.0 Hr/mn).
Mpn MONeKynsipHO-reHeTMYeckom 06CnefOoBaHUN Bbl-
ABneHa mytauma B rede GLA c.1000-1G>A B reTeposu-
FOTHOM COCTOSHUW. MpyU McCnefoBaHUN KUCNOTHO-0C
HOBHOTO cocTostHus (KOC): cHxeHune p02 4o 21,7 MM. pT.
cT. 1o fanHbIM Npo6 HeunnopeHko n Apamnca-KakoBcko-
ro — mukporemarypus. lMpu gonnep-axokapauorpacgun
BbISIBNEH S-06pa3Hbll U3rn6 mexnpeacepaHon nepe-
FOPOAKM 33 CYET KnanaHa HWKHEN NONMON BeHbl N N3-
6bITOUHAn AnuHa xopp. MNpu anekTpoHenpomuorpadum
(3HMT) BepXHNX KOHEUHOCTEN BbISIBIEHbl yMEPEHHO Bbl-
pakeHHble fieMUEeNUHU3UPYIOWMe HapylleHWs no CeH-
COPHbIM BONOKHAM CPeANHHbIX HEPBOB C 06enX CTOPOH.
Mo pe3ynbraTam IHMI HUKHUX KOHEUHOCTEW — HeBblpa-
)XEHHOE CHUXeHMe CKOpPOCTU NPoBeAeHNs umnynbca no
MOTOPHbIM BOMOKHAM ManobepLoBOro Hepea Crpasa.
Mo pe3ynbtatam Y3-uccnefoBaHWU OpPraHOB 6PIOLIHON
MONOCTN BbIIBAEHbI NPU3HAKN XapaKTepHble Ans and-
(hy3HbIX U3MEHEHUN NOAXENYA0UHOW Xenesbl, NeyeHn,
NMUeno3KTasuu, Kannkosa cnpasa.

Pe3ynbTat: BaXHbIM ANArHOCTUYECKUM 3BEHOM MpU
BepudnKaLmm LuarHo3a SBASeTCcs KauecTBeHHbIN c6op
aHaMHe3a 3a60neBaHNs, B YaCTHOCTU reHeanornyecko-
ro, a TaKxe TlWATENbHOE 06BEKTUBHOE 06CNef0BaHMe
nauueHTa. BbiiBNeHHOE MNONMOPraHHOE MopaXeHue
C BOB/IeYEHMEM CEPAEeYHO-COCYANCTON U HEPBHOM CU-
CTeM, @ TaKXe OTKNOHEHUA CO CTOPOHbI MOYEBbIAENN-
TeNbHOW CUCTEMbl, B COBOKYMHOCTU CO CKPWUHMWHIOM,
npoBeAeHHbIM MeToaoM TMC, B KOTOPOIA BbISIBNEH (no-
BbILIEHHbIA JMArHOCTUYECKUA 3HAUMMbIA Y KEHLINH)
NN30rno60TPNUa3nACHUHIO3MH, @ TAKXEe NPOBEAEHNEM
MOMEKYNAPHO-TeHETUUYECKOr0 aHanm3a C BbiIBNEHUEM
myTauum B reHe GLA no3sBonunu yCTaHOBUTb AMArHo3
y nauneHta — 6onesHb Mabpu. Mo pesynbratam KOM-
MNEKCHON OLEHKN COCTOSHUA NALMEHTKW HA MOMEHT
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06cnenoBaHmsg, a TaXe B HacToAlLee Bpems, B (hepMeH-
TO3aMeCTUTENbHON Tepanin pebeHoK He HyXaaeTcs.

3akntoueHune: Huskas soissnsemoctb bO obycnosne-
Ha KNMHWYECKUM pa3Hoobpasmem, HecneunduyHbimMun
CUMNTOMaMU, HanMumem aTUNUUHbIX OPM C NO3AHeN
MaHudecTaumel, HeAOCTaTOUHOW OCBEAOMIEHHOCTbIO
MEeANLWNHCKOTO nepcoHana o AaHHom opdaHHoM 3a60-
neBaHun. PaHHAR AnarHoctuka b® u cBoeBpemeHHoe
Hauano naToreHeTUYeCcKoW epmMeHTO3aMecTUTeNbHON
Tepanuu NO3BOMSIET CHU3UTb TAXECTb 3aboneBaHus,
UacToTy paHHeW MHBaNMAM3aUMW NaLUEHTOB. B CBA3U
C 3TUM KpanHe BaXHbIM ABNAETCA MAKCUMANbHO paH-
Hee 06CnefoBaHNe NaLMEHTOB U3 FPYNN PUCKA Ha eLle
LOKNUHUYECKON CTagumn 3abonesaHuns (MeTogom cenek-
TUBHOIO CKPUHWHTA) C BO3MOMXHOCTbIO MOCNeayiollero
MOHUTOPWUPOBAHNS UX COCTOSIHUA C LieNbio onpeaene-
HMS NMOKa3aHWi U CPOKOB Hauyana cneunduyeckon Te-
panuu, HanpasNeHHON Ha npeaynpexaeHue HeobpaTu-
MbIX OC/TOXHEHWIA.

CnncoK nuTepartypbi:

1. Accoumaumus meamuuHCKMX reHeTnkos. Cot3 MNeanaTpos
Poccun. KnuHnueckne pexkomengauuy bonesHb Mabpu. —
2019.-53 ¢.

2. bek M. bonesHb ®abpu. - 2007. - 51 ¢.

3. ATnac peakux 6onesHen / noa pen. A.A. bapatosa, /1.C. Ha-
Ma30B0oW-bapaHoBOW. - 2-e U3, ucnp. v gon. - M.: NMeanatpb.
-2016. - 420 c.

4 E.A. KapoBaunkuHa, A.C. Moncees, H.M. bynaHos, H.P. HocoBa,
A.M. Kyunesa, M.MN. Hosukos, C.B. Moncees CKpUHWUHT, Ana-
FHOCTUKA 1 neverne 6onesnn Gabpu // KnuHnueckas dap-
makonorug v tepanua. N - 3. - 2019. - 68-74 ¢.

5. Zarate Y.A., Hopkin RJ. Fabry’s disease // Lancet. — 2008. —
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KNUHWYECKNIA CNYYAIN CUHAPOMA
ANAKUNNA
Hutko A.C., BenumaHuHa A.[J.

HayuHbie pykosodumenu:
douyeHm, K.M.H. Cudopoeuy 0.B.,
accucmenm KywHepéea T.M.

CapatoBckun MY nm. B.A. PasymoBckoro MuH3apasa
Poccum
Kathenpa thakynbTeTckon negnaTpum

AKTyanbHOCTb: CuHapom Annaxuna (aptepuoneve-
HOYHAA ANCNNA3NA) — ITO MYNbTUCUCTEMHOE ayTOCOM-
HO-AOMUHAHTHOE 3a60neBaHmne, C NPEUMYILECTBEHHbIM
nopaxeHnem neyeHn n cepAua, pPasBUTMEM aAHOMA-
NWIM rnas, ckeneta, novek, LIHC, a Takxe XapaKTepHbiM
BHewWHum Bugom. Mytaumm B reHe JAG1 Ha KOpPOTKOM
nneye xpoMocombl 20p12- ABAAKTCA NPUUNHON, NPUBO-
JAWEN K pa3BUTHIO AAHHOTO 3aboneBaHus.

Llenb: onucaTb KNUMHUYECKWUIA CyYal cuHapoma Ana-
Xunns.

MaTepuanbl u meTofbl: bonbHOM H., 3 roaa, nocTynun
C)Xanobamm Ha BbIpaXKeHHbIN KOXHbIN 3y, n36upatenb-
Hblli aNneTuT, NepMoanUYecKoe U3MeHeHKe LiBeTa CTyna,



NOXy NpnbaBKy B pocTe 1 Bece. M3 aHamHe3a 3a60-
NeBaHNUs M3BECTHO, UTO HEOLHOKPATHO O0TMeyanochb
NnoBbllleHNe TpaHCamMnHa3 (ANT, ACT) u XonectepuHa.
B axBape 2021 roga B Xofie reHETUYECKOr0 UCCNefoBa-
HUS Obin BbIABMIEH CMHAPOM Anaxunns. B pesynbraTe
OCMOTpA BbIIBNEHbI NULEBbIE AUCMOPGUK: NNLO Tpey-
rofibHON )OpPMbl C BbICOKMM HECKOMbKO BbICTYNALLMM
n6oM, rnasHou runepTenopusm, ry6oko pacnonoxeH-
Hble rnasHble A6nokn. Ou3nmueckoe pasBUTUE HUXKE
CpesHero no pocTy, AUCrapMOHNYHOE 3a CUET fledmumTa
Beca 1 cteneHu. Mpn ayckynbTaunm cepaua BO BTOPOM
Mexpebepbe CfneBa BbICNYWMBAETCA CUCTONMYECKMIA
WyMm. 3HAYNMOIA NATONOTMN CO CTOPOHbI APYTX OPraHoB
W CUCTEM OPraHoB He o6HapyxeHo. Pesynbratbl nabo-
paToOpHOro 06cnefoBaHNsA: B XOA€e MOMEKYNAPHO-TeHe-
TUYECKOro uccnefoBaHusa B reHe JAG1 BbisiBieHa 3aMe-
Ha C.2682+1G2A B reTepo3nroTHOM COCTOAAHUU. AHanu3
KPOBM HA )KEMUHble KUCNOTbl MOKAa3an MOBbILEHNE
ypoBHA [0 18,16 mkmonb/n (npn Hopme meHee 10 MK-
Monb/n). B 6MOXMMUUECKOM aHanu3e KpoBM HabnogaeT-
€A NOBbILWEHNA YPOBHA TpaHcammuHas (ACT — 1871 Ea/n,
ANT —172,4 Eg/n, npu Hopme ao 59 Eg/n), xonectepuHa
[0 12,92 mmonb/n (npm HopMme .10 4,5 MMONb/N), Wenoy-
HoW thocdpatasbl 4o 8075 En/n (mpu Hopme 420 Eq/n).
Mpn nposegeHuu Y3W opraHoB 6pOWHONW NOMOCTM
W nouek BbisiBNeHbl IXO-NpuU3HaKK, XapaKTepHble Ans
renatomeranuu (Huxe kpas pe6EpHoi ayru Ha 9,0 Mm),
AN dY3HbIX U3MEHEHNI NEYEHU 1 NOAXKENYAOUHOW Xe-
ne3bl, BTOPUYHO CMOPLLEHHON NIEBOW NOUKMN, BUKAPHOM
runeptTpoduun, NMeno3kTasmn cnpasa. Mo pesynbratam
HedpoaHrnocumHTUrpadum oTmevaetcs rnobanbHoe
CHWXeHNe nepdy3un U YHKLMOHANbHON aKTUBHOCTU
napeHXumbl NeBOW MOYKM, CUMHTUrpacdmueckne npu-
3HAKMN Pe3KOro CHUXEHWUS HAKOMUTENbHON aKTUBHOCTU
FMOMEpPYNAPHOro annapata Cnpaea; (uAbTPaLMOH-
HO-3KCKPeTopHasa (yHKLNA NPaBoii (BUKAPHOI) nouku
He HapyuweHa. Mpu 3xo-KI oTMeuaeTcss BblpaXKEHHbIN
CTEHO3 NeBOW BETBU NErOYHON apTepuun, runoTpodus
MWOKapaa npaBoro Xenyaouka.

Pe3ynbTat: MepBoouepeaHoil Mepoil MaeHTUGMKa-
LMW [MarHosa fBMAeTCA TIATENbHOE O6DbEKTUBHOE
obcnefoBaHMe NauueHTa, KaueCTBEHHbIW C60p aHaM-
He3a 3aboneBaHNs B COYETAHWUM C NPOBeIEHUEM KNU-
HMKO-NabopaTOPHbIX UCCNEA0BAHUN U FEHETUUYECKOro
aHanu3a. BbisiBNeHHOe MONMOpraHHoe MopaxXeHwe co
CTOPOHbI MULLEBAPUTENBHON, CEpPAEYHO-COCYANCTON,
MOUEBbIENUTENbHOW U HEPBHOW CUCTEM B COBOKYM-
HOCTW C NpOBefleHNeM MOMNeKyNApHO-TeHeTUUYeCKoro
aHanu3a u BbiiBfieHMeM MyTaLum B reHe JAG1 nogTeep-
XAAT AMArHo3 y nauueHTa — CUMHAPOM Anaxunns.
YunTbiBan TAXKECTb TeUeHUs 3a60NeBaHNs, KOHCUTMYM
CUMTaeT LenecoobpasHbiM paspewnTb K UHAMBUAY-
anbHOMY MPUMEHEHUID NeKapCTBEHHOro npenapara
«Livmarli».

3akntoyeHue: Mytauum B rexe JAGT aBnaoTCA npuun-
HOW, NPUBOASLLEN K Pa3BUTWIO AaHHOIO 3a60/MeBaHms.
PaHHAA AMArHOCTMKA W BbISIBNEHWE CUHAPOMA Anaxun-
NS CNOCOBCTBYIOT CHMKEHMIO NPOrPeCcCHPOBAHNA CUM-
NTOMOB U 06M1eryaloT TeueHne 3a60neBaHus.

Cnucok nutepaTtypbl:

1. @efilepanbHble KNUHUYECKMe pekoMeHJaumnm no guarHocTm-
Ke v neyeHuto cuHgpoma Anamxunng. - 20151 -7-25c.

2. «MyTadbaH O.A. [TopoKM U Manble aHOManuu cepaua y ae-
Ten v noapocTkos. — CM6.: V3patenbckuii gom CMBMATO,
2005. —129-138 c.

3. «Kamath, B. M, Bason, L., Piccoli, D. A, Krantz, I. D., Spinner,
N. B. Consequences of JAGT mutations. J. Med. Genet. 40: 891-
895, 2003. PubMed

4. https://www.genokarta.ru/disease/Sindrom_Alazhilya

KNUHWYECKNIA CNYYAIN CUHAPOMA
KPNCTA-CUMEHCA-TYPEHA
B NEANATPUYECKOW MPAKTUKE
Monosa 0.10., No6aHoB M.E.

HayuHbie pykosodumenu:
douyenm, k.M.H. Cnueakoesckuti I0.M.,
doyeHm, K.M.H. Cudopoeuy 0.B.,
accucmenm Ky3Heuoea H.A.

CapatoBckun MY um. B.A. Pasymosckoro M3 PO
Katheapa thakynbTeTckon neanaTpun
YKB N2 1 umenu C. P. Mupoteopuesa CIMY

BeegeHue. OAHOM 13 CaMblX PACNPOCTPAHEHHbIX Xa-
no6 B MpakTUke negmaTpa 4yacTo ABNSETCA runeprep-
musi. OgHAKO HEO6XOAUMO MOMHUTb O TEeHEeTUYECKMX
3aboneBaHnsX, NpoTeKawwmx Ha (OoHe NUXOpPagKM.
Cuuapom Kpucta-CumeHca-TypeHa (aHrnapoTudeckas
3KTO/IepManbHas AUCMNA3MsA) OTHOCUTCA K OpPhaHHON
naTonorMu 1 ABNAETCA HAaCNeACTBEHHbIM 3a60NeBaHu-
em, Npu KOTOPOM MPOUCXOLUT reHeTuyecku o6ycnoB-
NeHHOe HapyleHne pPa3BUTUA HAPYXHOTO 3apofbl-
WeBoro nMcTka (3kTogepmbl). PassuTne 3abonesaHns
C AOKa3aHHOW 3TUONOrMYECKON reTeporeHHOCTbio, 06-
YCNOBMEHO noBpexjaeHuem reHa EDA, KoTopblil oTBe-
yaeT 3a KoaMpoBaHue 6enka akTogucnnasnHa -A. feH
pacnosioxeH Ha xpomocome Xq 12 - q 13.1 n oTBeyYaeT 3a
pa3BuTNe BONOCAHbIX NYKOBUL, N NOTOBbIX Xenes. Knu-
HUYeckass KapTuHa 6onesHn Kpucta-CumeHca-TypeHa
BK/IOUAET TPU OCHOBHbIX CHMMNTOMA: annasmnio 3y6HbIX
3a4aTKoB, rUNONMasunio NOTOBbIX U CafbHbIX Xenes, a
TaKXe runoTpuxos.

Lenblo paboTbl ABAANOCL ONUCAHWE KAUHWYECKOTO
CNy4yas NepBUYHON MOCTAHOBKM AMArHo3a CUHAPOMA
Kpucta-CumeHca-TypeHa y naumeHTa 2-x neT.

MaTepuanbl u metogbl. NMaumeHT P, 2-x neT 11 mecaues
noctynun B YKB . CapaToBa C Xano6amu Ha NoBblLIeHNe
TemnepaTtypbl Tena 4o cy6tebpunbHbIX N hebpunbHbIX
umMdp, OTCYTCTBUE NOTOOTAENEHUSA, KOXHBIA 3ya, NNo-
XOW COH, HOCOBbIE KPOBOTEUEHWS, Nepuoanyeckine 6onm
B XXMBOTeE, 3anopbl. 13 aHamHe3a 3aboneBaHna M3BeCT-
HO, UTO C POXJEHUA OTMEUAETCS TUMUUHbIA BHELIHWUN
B[, YaCTble NOAbEMbI TEMMEPATYpPbl TeNa Ao Gebpusnb-
HbIX UMdp, OTCYTCTBUE NOTOOTAENEHNSA, CYXOCTb KOXN
W CAU3MCTLIX, PeAKMe MYyLWKOBbIe BOMOCHI, OTCYTCTBME
pecHuu, 6poBei, YacTble HOCOBble KPOBOTEUYEHMS, 3a-
nopbl, NNOXON COH, CHIKEHHbIN anneTuT. Y pebeHka
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NMEITCSA 3HauNTeNbHble TPYAHOCTY NPU NepexeBbiBa-
HUWU ¥ TNOTAHMM TBEPAON MUK, C 6 MecALEB y pebeH-
Ka 0TMeualoTcs NposBAEHMs aTONUYECKOro AepmaTuTa.
KnuHnueckn y asotopofHoro 6para (5 net) 1 pogHoro
AAAN N0 MATEPUHCKON NINHUM TaKxe 6bl YCTaHOBMEH
cuHapom Kpucta-CumeHca-TypeHa.

Mpn 06bEKTUBHOM OCMOTpE: JM3NYeCcKoe pa3BuTme
cpeaHee, AMCrapMoHWYHOe 3a CYeT AaednumUTa Macchl
Tena 2 cteneHn. KoxHble MOKPOBbI: 6nefHble, Cyxue.
Mnornapo3. OTMeYaloTcs KOPOUKM, NMXeHUduKaumm,
WwenyLweHns, pacyecbl, MenKkue TpewuHbl B MecTax cru-
60B nanbues CTOMbl. [MNepnUrMeHTauus BOKPYr rnas,
Ha NOKTAX. CNm3ucTble 060M0YKM CyXMe, KOPOUKM B
HOCY, OTCYTCTBME cne3 npu nnadve. OTMeyaerca nopa-
XXeHune BONOCAHOr0 NOKPOBA: pefikue, cBeTnblie, TOHKMe
BOMOCbI Ha ronoBe, OTCYTCTBUE pecHul, bpoBen. 06-
palaeT Ha ce6s BHUMAHME: TMNOAEHTUS (2 knblka 1 4
npemonspa, aHomanbHas opma 3y60B, Kapnec), MHO-
)XECTBEHHbIE CTUIMbl JM33MbpuMoreHesa. M3 natonoruu
BHYTPEHHMX OPraHOB BbIABMIEHbI: BPOX/EHHbI NOPOK
cepiLa: BPOXAEeHHbIN ABYCTBOPYATLIA KnamaH aopTbl;
NPaBOCTOPOHHAA Max0BO-MOLIOHOYHASA TPbIXKA, a TaKXe
3a4epXxKa ncuxo-peyeBoro passuTtuda. bbin noctasneH
KMMHUYECKUN ANarHo3 — cMHapom Kpucta-CumeHca-Ty-
peHa, KOTOPbIN BNOCAeACTBUM 6bin MOATBEPXAEH MO-
NeKynApHO-reHeTUYeCcKNM nccneaosaHnem (BbissneHa
MyTauus reHa EDA).

Pe3ynbraThl. MaumneHTy P, B BO3pacTe 3x neT Ha 6ase
YHUBEPCUTETCKON KNUHUYECKOW 60MbHMLbI N1 MMeHM
C.P. MupoTBopuesa CI'MY, B 1-om neanatpuyeckom oT-
AeNneHnu, Ha OCHOBaHWUM NPOBEAEHHOr0 06CNef0BaHMA
6bin nocTasneH cHapom Kpucta-CumeHca-TypeHa.

3aknoueHne. KnuHuueckue CMMNTOMbl 3a60M1eBaHns
ABNAKTCA AOCTATOYHO CI'IELI,I/ICbVIHHbIMI/I, O[HAKO NpucyT-
CTBYeT HU3KafA BbIABNAEMOCTb ﬂaHHOVI natonorunun, KOTo-
paa CBA3aHa He TONbKO C pe,u,K017| BCTPEeYaeMOCTbIO, HO
nc He,ElOCTaTOHHOVI 0CBEOM/1IEHHOCTbIO Bpaqe|7| nepsuy-
HOro0 3B€Ha O KNMHUYECKUX NPU3HaKaX, NO3BONAOLWNX
3anofo3puTb n Bepmcbmu,mposaTb OAHHYI0 NMaTONOrunio.

Cnucok nutepartypbi:

1) AxmuHa H. 1. n AOp. AHTMAPOTMYECKas IKToAepManbHasa Anc
Nnasng y HOBOPOXKAEHHOIO pebeHka (KIMHnYeckoe Habni-
AeHne) //PMX. Matb u ants. — 2020. - T. 3. = N°. 4. - C. 340-
343,

2) Cai Z. et al. Ectodysplasin A/ectodysplasin A receptor system
and their roles in multiple diseases //Frontiers in Physiology.
-2021.-T.12. - C. 2256.

3) Reyes-Reali J. et al. Hypohidrotic ectodermal dysplasia:
clinical and molecular review //International journal of
dermatology. - 2018. - T. 57. - N°. 8. - C. 965-972.

4) MiBanoBa H. A., CanyHosa K. A, Kocapesa 0. C. KnuHnueckue
NpOSBNEHWUS W CTOMATONOrMyeckas peabunutauus fneten
CTpafarLyx aHrMaAPOTMYECKOW 3KTOfEpPManbHOM aucnna-
3veit (knuHuueckun cnyyai) //CoBpemerHan opTtoneanye-
ckag ctomatonorua. — 2018. = N2, 29. - C. 36-40.

5) MBaHoBa H. A., FTanoHckun B. T, caesa T. H. fleyeHune nonHom
afeHTUN pebeHka, CTPadaLWero aHrmagpoTNYeckon 3IKTO-
nepManbHon aucnnasuen //Teopus 1 npakTka COBpeMeH-
HOW cTomMaTonoruu. — 2021. - C. 95-104.
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KNWHWYECKWIA CAYYAIL.
OCOBEHHOCTU KOTHUTUBHOIO
CTATVCA Y NALMEHTKU C COYETAHNEM
HEDPOTUYECKOIO CUHAPOMA
W HACNEACTBEHHOI COEPOLIUTAPHOMN
FEMONUTNYECKO AHEMUU
Maxomosa E.B., Kouepos C.B.

HayuHblli pykoeooumernb:
ooyeHm, K.M.H. Cudopoeuy O.B.

CapatoBckun MY nm. B.A. PasymoBckoro
Kathenpa chakynbreTckon negnaTpum

AHHOTaumMs: OnucaH cnyyvan peakoro CouyeTaHus
Hed)poTNYECKOro CMHAPOMA 1 HAacneaCcTBEHHON cdepo-
LLMTApHON reMonnTUYeCcKon aHeMnm 1eBoYkmM 9 net. Ha
OCHOBE K/IMHMYECKOW CUMNTOMATUKMN, MONEKYNSPHO-Te-
HETUYECKOW AWArHOCTMKW OblN YCTAHOBMEH AMArHO3
Hed)pOTNYECKMIA CUHAPOM MONHbIN, CMELAHHbIN, CTepo-
NAPE3UCTEHTHbIN, aKTUBHAA CTAANA.

KnioueBble cnoBa: HedpoTUUECKNIA CUHAPOM, Chepo-
LMTapHas reMonuTUUYecKas aHemus, X6n

AKTYanbHOCTb: Ha AaHHbIA MOMEHT CTepoua-pesn-
CTEHTHbIA HEePOTUUECKUIA CUHAPOM ABASETCA OCTPeN-
Wwen npo6nemon B 061acTM AETCKOW Hedponorum, uTo,
HECOMHEHHO, CBSi3aHO C HaumeHee 6NArONPUATHbLIM
MPOrHO30M ANS XU3HM NalLUeHToB. BBuUAY TaxecTn na-
TONOMUU U CMELLeHNsl BEKTOPA BHUMAHMA HA OCHOBHOE
3aboneBaHne Bpayamy pasHblix Npodunei 3ayacTyto
ynyckaeTca u3 Buay akT HapyWeHUs KOTHMUMK Yy na-
LMeHTOB, nonyyatkLwux neveHne F’KC. YuntbiBas obuiee
BNUSIHWE TMTIOKOKOPTUKOCTEPOUAOB HA OPraHU3M, a TaK-
Xe Ha oTaensl LIHC, kpaiHe BaXXHO KOHTPONMPOBATb He
TOMbKO OCHOBHOE 3ab60neBaHue, HO W He ynycKaTb U3
BUAY KOFHUTUBHbIE PAcCTPOMCTBA A1S YNyulleHUs Ka-
4eCcTBa XWU3HU NALUEHTOB.

Lenb: onucatb CEMENHbIA KAUHWUYECKWIA Chnydaid y
MaLMEHTKM C COYeTaHneMm HepoTNYECKOro CUHAPOMA
W HACcNeACTBEHHON CHEepOLUTAPHON remMonuTUYEcKon
aHeMUK, a TaK e YCTAaHOBUTb OCOGEHHOCTH KOTHUTMB-
HOro cTaTyca

MaTtepuanbl 1 meToabl: leBouka, 9 neT. Pe6eHOK OT 4
6epemMeHHOCTH, 3 CPOUHBIX POJOB, MyTEM KecapeBsa ce-
yeHus. bepeMeHHOCTb NpOTEKana Ha (POHe OTArOLEH-
HOro aKyLWepCKO-TMHeKONornyecKkoro aHamHesa, XBITl,
npesknamncum, avemun B lll pumecTpe, runepkoaryns-
uuu, nprema npenapaTtos Fe.

C 7-mecsayHOro Bo3pacTta — peuuauBupyolimne nH-
(heKkuum MoueBbIBOAAWMX NyTen. BbisBneHbl: runo-
nnasms nNpaBoW NMOYKWU, MMEN03KTa3nA CNEeBA; LBYCTO-
poHHun MMP lIl cteneHn cnesa lI-1ll cteneHn cnpaga,
MPU3HAKM CMOPLLMBAHUSA NMPABOMN NOYKM.

B Hedponormueckom oTAeneHun Habnopgaercs
c mas 2018 r. B TeUeHMe NepBOM rocnuTann3aumm noa-
TBEPX/AEHA AKTUBHOCTU HedpPOTMUYECKOTO CUMHAPOMA,
MUKpOremaTypus; yHKLMA NOYeK 0CTaBanacb COXpaH-
HOW. MMNOKOMNNEMEHTEMUM He BbiIBEHO, aHTUHYKNe-
apHble aHTuTena,ANCA — oTpuuartenbHblie. Y4uTbiBas



€AMHCTBEHHYI0 (YHKLMOHUPYIOWY NOuKy, Hedpo-
6uoncus He nposoaunacb. Hauata Tepanusa npegHu-
30NM0HOM BAo3e 2 Mr/kr/cyT, 30 mr/cyT, (eXeaHeBHo, 4
Hepenu, ¢ 18.05 no 16.06.18r., C JaNbHENLWNM CHUXEHUEeM
no 5 mr — 1 pas B 6 fHent no 15 Mr/cyT. ¢ cepeauHbIn-
tonst 2018 roa), Ha 3TOM (hoHe AOCTUTHYTA YACTUUYHAA
pemuccus.

[fpoBefieHO MONeKynApHO-reHeTUyeckoe uccneno-
BaHWe, BblABNEHa HyKneoTuagHaa 3ameHag.60889727
G>A B reTepo3uroTHOM COCTosiHUKM B reHe LAMA 5 B
CBA3M C HANUUMEM aHEMUW B COYeTaHum c runepdep-
PUTMHEMMEN UCCnen0BaH ranTorno6uH U pacTBopUMble
peuenTopbl TpaHcheppuHa — MOATBEPXAEH remonus
BEPOATHO Hac/eACTBEHHOro reHesa u neperpyska Fe,
pekomeHOBaHa KOHCynbTauusa remartonora. B uioHe
2018 . Nnpu rocnuTanusaLum BremaTonoruyeckoe otae-
nexune POKB BbicTaBneH anarHo3 cdepouuTtosa, npose-
[leHa nanopockonuyeckaa CnneH3KTOMUA B COYeTaHum
c HetbpakToMuen cnpaBa. NepesefeHa B Hediponoruye-
CKOe oTfeneHune, Npu 06CNefoBaHNN BbiSIBNEHA aKTWUB-
HOCTb HepOTMUECKOr0 CUHAPOMA; C CEHTABPA No no
Aekabpb 2018 roga B TeYeHUe 4mecsALEeB NPOBOAMNACH
MMMYHOCYMpeccuBHana Tepanua LUUKNOCNOPUHOM A -
npucoeanHMNach BbipaxeHHas ATl (c ceHTabpa 2018 1. —
172/138 MMm.pT.CT., cokTa6ps 2018 r. — 200-180/90
MM.PT.CT.), HECMOTPS Ha NPOBOAUMYID COMYTCTBYIOLLYIO
AHTUTUNEPTEH3NUBHYI0 Tepanuio, OAQHOKPATHO Ha 3TOM
(oHe,co cNoB mMaTepw, HapyweHue BOCNPUATUA U y3-
HaBaHMA 3HAKOMbIX NUL.YUNTbIBAA HaNUume BbipaxeH-
HOW Al Ha choHe Tepanuu UMKNOCMOPUHOM A,coxpa-
HAKWYCA aKTUBHOCTb Heq)pPOTNYECKOro CUMHAPOMA,
a TaKXe pe3ynbTaTbl 3NEKTPOHHOW MUKpOCKONUMW, B
fjekabpe 2018 r. mpoBejeHa CMeHa WMMMyHoOcynpec-
CMBHOIA Tepanuu Ha MuKodeHonata mudetun 1000mr/
cyT — 1380Mr/mM"2. ¢ KoHUa fiekabps 2018 1. noabEMbI A/l
10 200/180 MM.pT.CT.,, B AHBape 2019 I. — 3N130/ NOBbI-
weHuna Ao 220/140 MM.pT.CT.,CONPOBOXAAIOUWMNACA MHO-
FOKpaTHOW PBOTOW, 3aKaTblBaHMEM rNa3, yrHeTeHuem
CO3HaHMA [0 conopa, HapyweHnem 3peHns, HapyLleHu-
€M BOCNPUATUA U Y3HABAHMA 3HAKOMbIX NUL,, CYAOPOX-
HbIMW NOAEPrUBAHNAMMN B BEPXHUX N HMKHUX KOHEUHO-
cTax. Ha KT ronosbl HapyLWeHWii He BbIABNEHO.

Mpu rocnutanu3aumm B mapTe 2022 roaa 6bina npo-
BeJfleHa cepus TeCToB ANA YCTAHOBNEHUA KOTHUTUBHOIO
cTaTyca AeBOouYku. Bbinn Bbi6paHbl cnefybuine meto-
aukun: «WcknoyeHne nuwHero», «Henenuua», «Onpe-
JeneHune CXOACTBA W pa3nuunin». Kputepuamu Bbi6opa
TECTOB CAYXMAN MHGOPMATUBHOCTb U NPOCTOTA NpOBe-
JleHuns.

Pesynbrat: KoHcTatupoBaHa TepMuUHanbHaa CTagus
XbI, B cBA3M c uem HanpasneHa B8 HMULL TUO um. aka-
Jemuka Llymakosa. 09.02.2021 r. nauueHTKe B HauuO-
HallbHOM MeJMLUMHCKOM WCCNefoBaTeNbCKOM LeHTpe
TPAHCMNAHTONOMUY NUCKYCCTBEHHbIX OPraHOB MEHU aKa-
aemumka B.W. LWymakoBa 6bina npou3sBegeHa Hedpype-
TepaKTomusa cneea. AnnoTpaHcnnaHTaums poLCTBEHHON
MOYKM B NEBYI0 MO/IB3/0LLHYI0 06n1acTb (MpaBas nouyka)
CO CTEHTMPOBAHMEM MOYETOYHMKA TpaHcnnaHTaHTa. Co-
CTOsHME peBEHKA NPy BbINWUCKE YA0BNETBOPUTENbHOE.

B TecTax Ha KOrHULMIO BbINN HabpaHbl HU3KKe ban-
fbl, YTO MOXET CBUAETENbCTBOBATb O PA3BUTUN YPEMM-
ueckon 3Huedanonatuu. PaHHUMU NpU3HaKamMu pas-
BMBAIOLLIENCA YpemMuyeckon 3Huedanonatum cnyxart
CHWXEHNE BHUMAHNS, BbICTPAs YTOMASEMOCTb, anaTus.
B panbHenwem 0TMeYaEeTCA TEHAEHLMSA K UX NPOrpeccu-
POBAHMIO C Pa3BUTUEM IMOLMOHANBHON NABUNBHOCTY,
WHBEPCUM CHA, CHIDKEHWIO NAMATU, [e30pUeHTaLum.
BO3MOXHO NCUXOMOTOPHOE BO36YXAEHME.

3akntoueHne: [laHHbl KNUMHUYECKUA Cyyan ABNs-
€TCs OHUM W3 HEMHOTUX MPUMEPOB KpalHe TsXenoro
TeueHns HacneAcTBEHHON OPMbl CTEPONA-Pe3UCTEHT-
HOro Hed)poTUUECKOro cuHApoma. B Hawe Bpemsa CPHC
B 6OMbLINHCTBE ClyuyaeB BbiBAAETCS Ha 60nee paHHeil
CTaguu, 4To CBA3AHO C YNyyweHnem WHGOPMUPOBAH-
HOCTU Bpauel pasHblX CMeuuanbHOCTen, BBeAeHUEM
M WKUPOKOWN [AOCTYMHOCTbIO AMArHOCTUYECKUX, Nabo-
PaTOPHbIX U MHCTPYMEHTANbHbIX METOAUK, OAHAKO €ero
BO3HWUKHOBEHMe Ha (hoHe HACNeACTBEHHOM NaToNoruu
BCe elE HeceT B cebe yrposy no3gHero AMarHoCTMpo-
BaHWA BBUAY BbICOKOM CTOMMOCTW MCCNEf0BaHWIA, CBA-
3aHHbIX C UCCnefoBaHWeM reHoma. YTto, HECOMHEHHO,
MoBbIWWAeT PUCKK pa3BuTusA XbIM 1 Npounx oCNoXHeHUN.

Cnncok nuTeparypbl:

. Moposos C.J1,, BoesoavHa H.B., invH B.B. BTopnyHas ctepo-
VAHAA PE3UCTEHTHOCTb MAMONATUYECKOTO He(pOTNYECKOro
CYHIOPOMA Yy JeTen: CoCTOAHMe npobnembl. POC BECTH ne-
puHaton u neanatp 2027, 66:(6): 33-38. DOI: 10.21508/1027-
4065-2021-66-6-33-38
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BAPUAHTbI TEYEHUSl BETPSHOUHOIO
JHUEDANNTA Y AETEN: KTUHUYECKMNI
CNYYAN
CrenuHa A.A., XamxoeBa K.M., becnanosa E.A.

HayuHbiii pykogodumernb:
K.M.H, doueHm E.A. KpacHoea'?

Ypanbckuin FTMY M3 PO, 1. EkaTepuHbypr, Poccus
[leTckas ropoackas knumHuyeckas 6onbHuLa NO9,
r. EkaTtepunbypr, Poccus

KntoueBble CioBa: BeTpsAHas 0CNa; 3HUehanuT; 4eTw;
(hakTOpbl pUCKa.

BeTpAHaA oCna 4acTo HeA0OLEHUBALTCA MPAKTUKY-
OWMUMM BPauamMi 13-3a 06bIYHO JOBPOKAYECTBEHHOTO
1 Nerkoro TeueHmus. OfHaKo, YacToOTa Pa3BUTUA HEBPO-
NIOTUYECKMX OCMIOXHEHUN JAHHOTO 3a60MeBaHus, B TOM
uncne BETPAHOUHOIO 3HLetanuTa, coctasnset ot 0,140
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7,5% cnyyaes. QaKTOPbl pUCKA Pa3BUTUA BETPAHOUHOIO
3HUedannTa CKYAHO ONMCaHbI B NUTepaType U NoTomy
NpenCcTaBAAT 0CO6bIN MHTEPEC ANA NPAKTUKYHOLWEro
Bpaua.

Llenb uccnefoBanns — nsydeHue akTopoB pucka
1 0CO6EHHOCTEN TeueHMs BETPAHOUHOrO 3HUedannTa
Ha NpUMepe ABYX KMMHUUECKMX CyuaeB.

WccnenoBaHue 6bin0 npoBefeHo Ha 6a3e AMKB N29
r. EkaTepuHbypra. 3a nepuog ¢ 2021 no sHBapb 2023 roaa
B MH(EKLMOHHOM OTLENEeHNN NPOXOAUN NeyeHmne aBa
NaLyeHTa ¢ ANarHo3oM «BETPSHOUHbIN JHLEedannT».

MepBUYHOE TeuyeHMe 3a60NeBaHUA HE OTIMYANOCD:
MauueHTKN 6bIIM XKEHCKOro mona, B Bo3pacte 5 ner,
6e3 OTArOLWEHHOro anepruyeckoro aHamHesa, 6bin
MHMMLMPOBaHblI BETPAHOM OCMOW B JETCKOM Capy, He
BAKLMHMPOBaHbI. MaumeHTka NO1 6bina rocnmTanusun-
poBaHa Ha CcefibMoii AeHb NoC/e NOABAEHMS CUMNTOMOB
BETPAHOI OCMbl, @ NauMeHTKa N22 — yxxe Ha YeTBEepTbIil
AeHb. bonbHble mocTynuan c xanobamum Ha CTOMKue
NPOSABNEHUA UHTOKCUMKALMOHHOIO CUHAPOMA U HEBPO-
NOTNYECKYI0 CUMMTOMATUKY: TOIOBHYI 60Mb, LWATKOCTDb
MOXOAKW, HAPYLIEHNE peun, PBOTY MPU CMEHe Monoxe-
HUA Tena B NPOCTPAHCTBeE.

B neHb mocTynneHus y 06emx nauueHToK bbina 3ape-
rTMCTPMPOBAHA CbiNb B CTAANN KOPOYeK. Y naumeHTku N2 1
ObINN MHOXECTBEHHbIE MOPAXEHMA HA BCeM TYNOBULLE,
a 'y naumeHTkn N°2 — efiHWYHbIE, HA CMUHE 1 BONIOCK-
CTOl YaCTy ronoBbl. Yepes nNATb IHEN NOCNE FOCNUTANU-
3auum y 60MbHbIX NPOrpeccupoBana HeBPonoruyeckas
cumnTomatumka. Peub naumeHTkn N21 ctana CcKaHamMpo-
BAHHOW, a 3aTeM NOMHOCTbIO Mponana; oHa nepecrana
BCTaBaTb C KPOBATM M3-3a BbIPAXXEHHOMO HapylleHUs
paBHOBECUA N MeNIKOPa3MaLWmMCToro Tpemopa. Peub na-
UMeHTKM NO2 6bina MeaneHHON 1 BANOW, HO NOMHOCTbIO
He nponagana, Habnaanacb aTakcus, HapylleHue paB-
HOBeCKsa CMAA M CTOS1 C COXPAHEeHWeM MOBUIbHOCTM B
npegenax nanatbl. [locne pasrapa 3aboneBaHus y na-
LUMeHTKM N°1 pa3Buncs NeBOCTOPOHHUN remunapes, B
TO Bpems KaK COCTOsiHMe naumeHTkn N°2 cTano nocre-
MEHHO ynyywartbca. Mpn BUPYCONOTrMYECKOM nccnego-
BAHUW CMUHHOMO3rOBOW XWUAKOCTM NEPBON NALMEHTKN
6binn 06HapyxeHbl AHK B3b+ n AHK LIMB+, uTO yKa3bl-
BaeT Ha NePCUCTUPYIOLLYIO reprneTuyecky HQekumo
1 CTaBMT NOA BONPOC NCTUHHYIO 3TMONOTUIO 3HUedanu-
Ta, TaK KaK Ha (hoHe TAXKENOoro TeUeHMs BETPSHOM OCnbl
MOrfa NPOn30nTK peakTmeauus B3b u LIMB.

NeyeHmne B 060MX Cnyyasx GbINO HAYATO C NEPBOroO
OHS TOCMUTANN3auMKM 1 BKIOYAN0 WHQY3MOHHYIO Te-
panuio, auMKNoBuUp, acnapkam, Auakapod, BUHMNOLETUH,
rmaTunuH. NMauueHtka N2 1 6bina BbiNMCAHA Ha 16 CYTKN
C COXPAHEHNEM aTaKCUW, HO NOMHOCTbIO KYMUPOBAHHbI-
MW MOTOpHOM acha3nen n nape3om, a naumeHTka N°2 —
Ha 12 leHb NOC/e NOMHOTO BbI3JOPOBMEHUS.

Takum 06pa3om, ONMMCAHHbIe NALMUEHTKN BbINN OAHO-
ro Bo3pacTa, nona, NoCTYNUAN C MAEHTUYHBIMU Xanoba-
MU, NPOXOANNMN OAMHAKOBbIN Kypc Tepanuu. OfHaKo, Te-
yeHune 60ne3HN nauueHTKn N21 66110 Honlee TAXKENbIM,
COMPOBOXAAN0oCh remMmnapesom U Tpe6oBano 6onee
ANUTENbHOrO NpPebblBaHMS B CTALMOHAPe U He 3aKOH-
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UMNOCb MOMHLIM BbI3OPOBEHNEM. M0 AaHHbIM aHaM-
He3a M ANArHOCTUYECKUX UCCNef0BaHNi 6e3yCNOBHbI-
MU haKTOpaMn pucKa TAXKENOro TeueHns BETPSHOUHOIO
JHuedanuTa y nauneHTKn N21 6binn nepcuctupyoLlas
repneTuyeckas MHGEeKUMs, OTCYTCTBUE BAKLMHALMN OT
Varicella zoster. OTHOoCUTeNbHbIMK (DAKTOPaMM PUCKa,
KOTOpble AOCTOBEPHO He MNOATBEPXAeHbl B HayuHOU
nuTepaType, 6binK 6onee No3aHee BpeMs roCNMTaNmM3a-
LM 1 Hauana neveHns aLuMKnoBUPOM, @ TaKXKe pacnpo-
CTpPaHEeHHOEe MOPAXEHME KOXHbIX MOKPOBOB CbiMbio Ha
MOMEHT Pa3BUTMS OCNTOXXHEHWNA.

PEAKOE COYETAHUE CUHAPOMA
XXVBEP U AVTOCOMHO-AOMI/IHAHTHOI7I
NONNKNCTO3HOW BONME3HN MOYEK
Komaposa A.A., Xnxak 1.P.

HayuHbili pykoeooumernb:
K.M.H., 0oyeHm CapkucsiH E.A.,
K.M.H., doyensm Makynoea A.U.

PHUMY um. H.W. Mnuporosa M3 PO
Kaeapa rocnuTanbHOW NeanaTpun UM. akaemuka
B.A. TabonuHa M@

[leTckas ropofckas knuHuyeckas 6onbHuLa N°9
nm. IH. CnepaHckoro

CuHgpom Xybep (COK) — 3710 pepkas nepsuuHas
umnuonatus. 3aboneBaHue xapakTepusyetcs nopo-
KOM pa3BWUTUA FOMOBHOTO Mo3ra: runonnasua (pexe
annasus) YepBs MO3Xeuka W Manbdopmauus CTBona.
HacneposaHue peanu3yeTcd B OCHOBHOM MO ayTOCOM-
HO-peLecCMBHOMY TUMY, 3@ UCKNOUYeHNeM X-CuenneH-
HOM MyTauun B reHe OFD-1 M ayTOCOMHO-AOMUHAHTHO
thopmbl, cBsizaHHOW ¢ reHom SUFU. PacnpocTpaHeH-
HOCTb MO pa3HbIM AaHHbIM cocTaBnsaeT 1:55000-200000.
[ing paHHero Bo3pacTta XapakTepHbl aHOMalnbHble ABU-
XEHUWA rNnas, HeperynapHoe AblXaHue C 3NM304amu Ta-
XWUMHO3 U/UAK anHo3, TMNOTOHKS, a Ans 6onee cTapue-
ro — aTakcus U/unm KOrHUTUBHbIE HapyleHns. oMUMO
nopaxenus LIHC, BO3MOXHbIMK nposBneHusmn 6ones-
HU ABNSAKOTCA TaKXe MOMUKNCTO3 MOYEeK, BPOXAEHHDIA
(hnbpo3 neueHu, ANCTPOUA CETUATKW, NOPAXKEHUS
ONOPHO-ABUraTeNbHOro annapara B BUAE NONULAKTU-
nuu n gucnnasum ckeneta. Ana OK xapaktepeH naro-
THOMOHUYHbIN MPU3HAK — CUMNTOM «KOPEHHOro 3y6a»
Ha MarHUTHO-PE30HAHCHOW TOMOrpacgum roNnoBHOIO
mo3ra (MPT). Cneuudurueckoro neyeHns HeT, Tepanus
HOCWT NOALEPXKMUBALLNIA XapaKTep U TpebyeT MeXANC-
LMNNNHAPHOIOo NOAX0AA.

KnnHuueckuin cnyyai. MagueHT C. oT MaTepu € 0TA-
FOWEeHHbIM aKyLepCKMM aHamHe3om: npefbigylime
6epemMeHHOCTN 3aKaHUMBANMNCD BbIKUAbILLEM, BHYTPUY-
TPO6HON rMGenbld NNOAA, CMePTbio B MEPBble CYTKM
XM3HKM (y OAHOrO M3 feTed MOCTHATaNbHO BbiAB/E-
Hbl MHOXeCTBEHHble BPOXJEHHble MOPOKKU pa3BUTUA
(MBMP), B TOM umncne ABYCTOPOHHUI TOTaNbHbIA NOMK-
KMCTO3 nouek). laHHas natas 6epeMeHHOCTb NpoTeKa-
N1a C TOKCMKO30M W Yyrpo301 npepbiBaHus B | u Il Tpume-
cTpe, B 1ll — c aHemuei n manosoanem (no pesynbratam



Y3W1). Peb6eHOK OT 4 npexaeBpemMeHHbIX POAoB Ha 36
Heflene ¢ Maccor Tena 3280 r., poctom 50 cm, APGAR 5/7.
Mpu NoCTynneHUn B OTAENEHME PeaHUMaL M HOBOPO-
XAEHHbIN BbIN1 B TAXENOM COCTOSAHMN, 06YCNOBAEHHbIM
AbIXaTeNbHOW U CepAeYHON Hef0CTaTOUHOCTbI. Mpu
0CMOTpe onpefenanca nuueson aucmopdusm (Bbico-
Knm no6, op6uTanbHbiM rMNEpTENopu3m, roTuueckoe
He60), aHoManbHble ABWKeHMe rna3 (ropu3oHTanb-
HbIi U POTATOPHbBIA HUCTArM), YBENNUYEHHbIA B 06beme
W NAOTHBIA NPY Nanbnauum XuBoT. 0TMeUYanoch CHMXe-
Hue auype3a. /TabopaTopHble OTKIOHEHUS: HAapacTak-
Was a3oTemus, runepHaTpmemus, CUHAPOM UUTONM3A
M XONnecTasa, TeHAEHLMA K TMNoNpoTeMHEMUM, CKNOH-
HOCTb K runokoarynauuu. Mpu MHCTPYMEHTANbHOM
nccnefoBaHWUM BbiIBNEHbI TOTANbHbINM aTenekTas npa-
BOrO Ierkoro, NOAMKUCTO3 NOYEK C PE3KUM YBENTMYEHN-
€M KX pa3mepoB M Macc-3hheKTOM Ha Bnusnexawine
opraHbl 6plolwHon monoctu. [lo 1,5 mMecsueB XWU3HK
0TMEUanocb MNPOrpeccuBHOe YyBenuyeHue MNpaBon
W NeBOW MoYeK MaKCUManbHble pa3mepbl MO AaHHbIM
KT — 78x40x44 MM 1 76 x 42 x45 MM COOTBETCTBEHHO.
Mocne — 6e3 HapacTaHus Ux obbema.

B KOHTPONbHbIX aHaNU3ax Hapocna a3oTemusa 3a cyet
yBEMMUEHNs KpeaTUHNHA A0 145 MKMONb/n, 0TMeYanach
runepHaTpmemusi, TMNepoCcMonspHoCcTb. Ha doHe uH-
(hYy3MOHHON Tepanuun ypoBeHb KpeaTUHMHA CHU3MACA
10 114 MKMOnb/n. B cBA3U ¢ Hanuuuem MBIIP y AaHHO-
ro nauueHta (MONUKUCTO3 NOYEK, aHOMANUN Pa3BUTUA
XENueBbIBOAALMX NyTen MO AaHHbIM Y3W, areHe3us
yepBA MO3XKeUKa C XapaKTepHbIM CUMNTOMOM «KOPEH-
HOro 3y6a» no AaHHbIM MPT ronoBHOro MO3ra) 6bin B3AT
aHaNn3 Ha reHeTmMyeckoe 06cneoBaHue.

Pe3ynbTaTbl MONEKYNAPHO-reHETUYECKOro TeCTUPO-
BaHMA MOATBepAMNM Hanuume COK — MmyTauus B reHe
TMEM®67 (naHHbI reH accouunposaHd ¢ geHoTunom CXK
C NOPAXEeHWEM He TOMIbKO NOYEK, HO W NeyeHu, no no-
BOJY Yero nauueHTa MOBTOPHO FOCMUTANU3MpOBani),
Takxe 6bina BbisBNeHa MyTauusa B reHe PKD1, accouum-
pPOBAHHAA C ayTOCOMHO-AOMWHAHTHOW NOMMKNCTO3HON
6onesHn nouek (AANBM).

3akntoueHne. OK aBnaeTca pefkon natonoruei, Ho
HEe06X0MMO MOMHUTb O HEN 1 3anoA03pUTb B CNyuyae
Hanuumusa y pebeHka NONUKMCTO3HOrO 3aboneBaHmns no-
uek. O JaHHOM CMHPOME MPABOMOUYHO AYMaTb, €CNN Y
nauneHTa HabnoaalnTca Cneayole npu3Haku: na-
TONOrnyeckoe AbixaHne aHOMarnbHble ABWXEHWA rnas
(rnasogsuratenbHas anpakcus, TPYAHOCTM NpU nnas-
HOM CNeXeHWW, HUCTarM, napanuy BepTUKANbHOIO
B30pa), MOMMOPraHHOe MopaXeHue C BOBNEUYEHUEM B
NaToONOrMUYECKNi NPoLECcC OpraHoB renatobunnapHon
cuctembl, a Takxe 3peHud. [inarHo3 CXK ocHoBbiBaeT-
CAl HAa Tpex KpUTepusax: CUMNTOM KKOPEHHOro 3y6a» Ha
MPT, runotoHus B paHHem Bo3pacTe C NocneayLwmm
pa3BMTMEM aTaKCUi, 3a[lepXKKa B HEPBHO-MCUXNUYECKOM
pa3BuTUM (BMNOTb 10 YMCTBEHHOI OTCTANnocTy).

Y [aHHOro naumeHTa HabnAaeTCa couyeTaHme ABYX
CaMOCTOSITE/NbHbIX TEHETUUYECKUX MNATONOrMi. BO3HMK-
HOBEHME MONMMKNCTO3a nouek npu CK Hambonee yacTo
cBA3bIBatoT ¢ reHamm AHI1, CEP290, RPGRIP1L, TMEM237,

TMEM67. OTMETUM, UTO MOMOXUTENbHbIN CEMENHbIN aHa-
MHe3 3a60/1eBaHNN NOYEK YKa3bIBAKOT HA BbICOKMIA PUCK
peHanbHOro NopaXeHus, Kak 1 6bIn10 B 3TOM Habnoge-
HUW. TIpeACTaBNEHHbIM HaMK CyYall YHUKaNeH — no-
A06Has KOMOMHALMS TeHEeTUYECKUX MyTalWn BCTpeYa-
eTcsA KpanHe pefko. [ins AaHHOrO nauueHTa NPUUUHON
MOPaXXeHMA NoYeK CTOUT pacCMaTPUBaATL He TONbKO Afl-
MBM, Ho n CX.

MYKOMONMUCAXAPUAO3 IVATUMNA
(CMHAPOM MOPKMWO A): KNUHWYECKNI
CNYYAI
lepacumeHko A.M.

HayuHble pykoeodumenu:
K.M.H. O4upoea .B.!, K.M.H. doueHm YepHaeckuli B.B.?

"HaLuoHanbHbI MeAULMHCKUIA UcCneaoBaTenbCKum
LLeHTp TPaBMaToNOTK U OPTOMEAUN UM. aKaeMnKa
[A. Unn3aposa M3 PO, Kypran
2POCTOBCKMM rOCYAapCTBEHHbIN MEANLIMHCKIAN
yHuBepcuTet M3 PO, PocToB-Ha-[loHY

Mykononucaxapugo3 IV A tun (Cungpom Mopkmo
A) — opaHHOe 3a60neBaHune, BbI3BaHHOE AeULUTOM
NN30CoManbHOM rupgponasbl — N-aueTunranaktosa-
MUH-6-cynbdaTtcynbdaTasbl, KOTOPYO KOAUPYeT reH
GALNS (xpomocomHas nokanusaumsa 16¢24.3). B rexe
GALNS 6b110 3aperncTpuposaHo 6onee 330 pa3nnuHbIX
MyTaL i, BKNOUAs MUCCEHC- U HOHCEHC-MYTaLLMK, MyTa-
LMK CATOB CNNANCUHTa, HebOoNbLIKE AeNeLnn, KpynHble
[eneuun u BCTaBKU.

PacnpoctpaHeHHOCTb MyKononucaxapugosa IV A
Tuna (MMC IV A TMna) BapbupyeT Cpean pasHbiX 3THU-
yeckux rpynn u oueHnBaetcs oT 1 Ha 600 TbiC. HOBOPO-
XAEHHbIX B BenukobputaHum, 0 1 Ha 926 TbiC. HOBOPO-
XAEeHHbIX B ABCTpanuu. Mo CTaTUCTUYECKUM [JaHHbIM B
Poccumnckon Pegepaumn 3abonesaHme BcTpeyaercs y 1
13 250 TbiC. HOBOPOX/EHHbIX.

KnuHnuuecknin cnydair. Mauyuent N., 12 neT, OT Nepeoi
6epeMeHHOCTU, NpoTeKaBlUeil Ha hOHe Yyrpo3bl npepbl-
BaHWA C 18 Hefenb, 3aBepLMNBLIENCS MPEXAEBPEMEH-
HbIMWU pojamm B cpoke 34 Hepenu. lpu poxaeHun sec
coctaBun 3200 rpamm, anuHa 50 cm, COCTOAHME MO WKaA-
ne Anrap Ha 1-it n 5-n MuHyTe — 7/7 6annos. B Bo3pacTte
6-Tn MecsueB poauTenn pebeHKka 06paTunM BHUMaHUe
Ha gedopmaunio TPyAHOM KNETKW U MO3BOHOYHMKA.
C Bo3pacTa 1,2 rofia y nauueHTa oTMeyaeTca Hapyle-
HWe paBHOBecKs npu xoabbe. ¢ 1,5 neT Hauanu opmu-
POBATbCA KOHTPAKTYpPbl KOMEHHbIX CYCTaBOB. B nepBoi
nonosuHe 2012 roga B BO3pacTe 2 neT npu obcnego-
BaHWUKU B M3panne 6bin BbiCTaBNeH NpeaBapuUTeNbHbIN
AanardHo3 MIMC IV A Tuna, nocne yero 6bi10 peKOMeHL0-
BaHO nposefeHune HK guarnoctuku. B none 2012 roga
npoBeAeHO OnepaTUBHOE NeyeHune no noBogy CTeHo3a
MO3BOHOYHOIO KaHana: namuHaktomus C1-C2. MauuneHt
MPOLWEN KypC peabunutaLum.

B Mepunko-reHeTUYECKOM HAyYHOM LIeHTpe UM. aka-
pemmka H. M. boukoBa 6bin NOATBEPKAEH [LMATHO3
MMC IV A Tuna npu nposefeHun 3H3umo- n [HK-gna-
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FHOCTUKW: aKTUBHOCTb (pepmeHTa N-aueTunranakTo-
3aMuH-6-cynbdatcynbdatasbl B NEMKOUWUTax nepu-
thepuyeckon kposu 0,01 nM/mr/24 uaca (npu Hopme
6,6 —19,3), B 3k30He 5 reHa GALNS 06Hapy)xeHa onucaH-
Hasa myTauua p.Cys165Tyr n HeonMcaHHas paHee 3aMeHa
p.Asp447His (D44H) (3k30H 12). B TeueHne 2014 roga y
nalMeHTa OTMEYANOCh YXYALWeEHNe KIMHNYECKON CUM-
NTOMaTMKM B BWUAE HApacTaHWA cnabocTu, yxyalweHus
ABUraTenbHOW YHKLNN.

B Hos6pe 2014 roga NauMeHT HaXOAMACS Ha CTauno-
HapHOM neueHumn B OrAOY BO «POCCUNCKMIA HALMOHAMb-
HblA MCCNeaoBaTENbCKUA MEAULMHCKUIA YHUBEPCUTET
um. H. N. Tuporosa» ¢ Lenbio NposefeHns KNMHUKO-NH-
CTPYMEHTANbHOro 06CNefoBaHNns, NPOXOXAEHMA Kypca
neyeHus N Koppekummn Tepanuu. Mo pesynbratam npo-
BeJleHHoro MPT ronoBHOIro Mo3ra 04aroBbiX U3MEHEeHUN
WHTEHCUBHOCTM MP-curHana OT BeuiecTBa rOMOBHOIO
M03ra, MO3)euKa, CTBOMA FOJIOBHOMO MO3ra He BbisiBfe-
HO; 06HApPYXeHbl HECTABUNbHOCTb KPaHWUOLEPBUKASb-
HOrO CermeHTa, MpU3HAKM 6a3UNAPHOW UMNpeccum,
BHYTPEHHAA cooblatowasca rugpouedanns ymepen-
HOW CTeneHn, KOMMpeccus AypanbHOro NPoCTPaHCTBA
1 nepefiHell CTEHKN CMMHHOTO MO3ra B BEpXHe-lleiHOM
oTaene.

B utoHe 2015 rofa naumeHTy 6bia HasHaueHa dep-
MeHTaTUBHaA 3amecTuTenbHas Tepanua (O3T) ano-
cynbason anbta. OTMeYanoch ynyulleHne CoCTOSAHUS
1 NONOXWUTENbHAA AMHAMMKA POCTa.

C aHBapsa 2018 roaa Tepanua 3nocynbasoi anbda
6bina npekpalweHa. B pesynbrate otcyTcTBua O3T y
60NbHOrO HabNOAANOCH YXYALIEHNE COCTOAHMA B BUae
HapacTaHma cnaboCcTy U HapyLUeHWe [BUraTeNnbHON aK-
TUBHOCTMW.

B Hos6pe 2018 roaa naumeHT 6bi1 rOCAUTANU3NPOBaH
B NeAnaTpuueckoe oTaeneHne BPOXAEHHbIX U Hacnes-
CTBEHHbIX 3a60MeBaHNN B HayuHO-1MCCneoBaTenbCKuil
KNUHNYECKUIA MHCTUTYT NeAUaTpum 1 AeTCKON XMpyprum
M. akagemuka t0.E. BenbTuuiea ¢ guarHozom: MMAC IV A
TUNa, NposBAstoLLerocs B NoAsbiBMxe C1 N0O3BOHKA, CTe-
HO3e N03BOHOYHOrO KaHana Ha yposHe C1-C2, WelHOW
muenonatuu, TeTpanapesa Co CnacTUKOW B HOrax, nu-
pPaMUAHON HEeAOCTAaTOUHOCTbIO, OKK/O3NOHHON TUAPO-
Lecanum, MHOXECTBEHHOM [M30CTO3e, aCUMMETpuUu-
HOW hopme rpyAHOI KNneTku, Kudo3e rpyaHoro otaena,
crubaTenbHbiX KOHTPAKTYP KONEHHbIX CYCTaBOB, 3KBU-
HOBapycHon aedopmauun CTon, oCcTeonopose, pemo-
AennpoBaHMK MUOKapAa No runepTpotmueckomy Tuny
(runepTtpodms MXKMN 6e3 o6cTpyKuumn JXK), cCHycoBom
TaxMKapAnumn, CMELaHHOM acTUIMaTU3Me U NOMYTHEHUK
poroBuLbl 1 cTENeHMN.

B Hosbpe 2019 roga pe6eéHok noctynun B Mopo-
30BCKY0 [IETCKYIO FOPOACKYI0 K/IMHUYECKYI0 60NbHU-
uy (MATKB) ana ganbHenwen [UArHOCTUKM 1 Bbi6opa
TaKTUKW nedyeHus. Mo pe3ynbraTam o06CnefoBaHus
ObINK BbISIBNEHbl OCNOXHEHUS OCHOBHOro 3aboneBa-
HUS U NPOBEeH KOHCMMTMYM. 3aK/OUeHe KOHCUnyMa:
paccMoTpeH BOMPOC O JanbHenleld TakTUKe BeAeHUs
nauneHTa, HaxoAsLWEroca B OTAENEHWN HACNeACTBEH-
HbIX HapyWeHUn obMeHa BELEeCTB C KIMHUYECKOM aun-
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arHoszom — MIIC IV A Tuna. bbino NPUHATO pelleHune o
fNanbHenlem npoBefieH MHQY3NM npenapaTom 3no-
cynbdason anbda B 403UpoBke 85 mr (2 mr/kr) B MATKB.
MaumeHTOM MHY3MA NepeHOCMNach ya0BNeTBOPUTENb-
HO, N060OUHbIX 3Ch(hEKTOB HE OTMEUYanoCh.

C 16.03.2020 no 15.04.2020 pe6eHOK Haxoguncs Ha
neyeHmn B HauuoHanbHOM MeAMLMHCKOM UCCNefoBa-
TeNbCKOM LIeHTpe TpaBmMaTonoruu 1 optoneanm um. H.H.
[puopoBa. BbiNonHeHbl cnegywoowue onepauuu: Ha-
NoXeHne ranoannapaTa, yctpaHeHue nopasbisuxa C1
MO3BOHKA, Henpamas [eKoMnpeccms MO3BOHOYHOro
kaHana Ha yposHe C1-C2, gopcanbHas ¢mkcaums C1-C2
NO3BOHKA MO Harms MeTannoKoHCTpyKumMen. B nocne-
onepaLyoOHHOM nepuoje MNpoU3OoLWI0 PacxXoXjeHune
KpaeB paHbl. bbina yctaHosneHa VAC-cuctema v npoBo-
AUANCH NNAHOBble NepeBs3kuW. MauneHT 6bin BbiNUCaH
C yNyylleHnem CoCTOAHMA.

B HacTosllee Bpems peGeHOK perynsapHo nonyuyaet
O3T.

3aknoueHne. Mo faHHbIM NPOBEAEHHOrO Habmo-
neHuns 3a nauneHTom ¢ MIC [V A Tna MOXHO KOHCTa-
TUpPOBaTb, UTo y 06CNeayemoro pebeHka pasBuUIOCH
MYyNbTUOPTraHHOE NOPaXeHNe — N3MEHEeHMs CO CTOPOHbI
CepAeYHO-COCYANCTOMN, AbIXaTeNbHOW, HEPBHON U KOCT-
HO-MbIleYHON cucTembl. OfHAKO paHee, Ha oHe npo-
Bogumou ®3T anocynbho3oi anbda y nauueHTa 6oino
OTMEUEHO YNyylleHe COCTOSHUSA, MONOXUTEeNbHANA AM-
HamuKa pocTa.

Takum 06pa3om, MOXHO CAenaTb BbIBOZ O TOM, UTO
BpemeHHoe npekpauieHune npumeHeHus O3T npu gua-
rHo3e MMC IV A Tuna npuBOANUT K 3HAUMTENbHOMY YXYA-
LIEeHMNI0 COCTOAHMA NaLmeHTa.

KNWHWYECKNIA CNYYAI BPOXKAEHHOIO
FMNEPVHCYIMHN3MA
Kaxpumanosa ®.M., Ypycosa A.K.

HayuHble pykoeodumenu:
K.M.H., douyeHm fJlemuHa E.C.,
K.M.H., doyeHm Ykonoea U.J1.,
accucmeHm Komé6apoea A.C.

PHAMY um. H.. MIuporosa M3 PO
Katheapa sngokpuHonorum N
Poccuinckasa getckas KnuHuyeckaa 6onbHuua PHUMY
um. H.W. Muporosa M3 PO

BeegeHne. BpoXXAeHHbIN TMNepUHCYNMHU3M (Bru) —
HacneCcTBEHHOe reTeporeHHoe 3aboneBaHne, Xapak-
Tepu3yiolleecs runepcekpeumnen NHCynmMHa 6eta-knet-
Kamu NOJXeNnyaouHoW »enesbl, Pe3ynsTatoM uYero
ABNAETCA MNepcucTupyowas runornmkemus. Yacrora
BCTpeuaemocTu Ha 2019 rog B PO coctasuna 1:50638
XMBbIX HOBOPOX/EHHbIX, UTO CXO0Xe C €BPOMNeiCKNMM
NaHHbIMK 1 cocTaBnaeTt 1:45000 Ha 2017 roa. B HacTto-
AWMA MOMeHT onucaHo 9 reHos (KCNJ11, ABCC8, GCK,
GLUD1, HADH, UCP2, INSR, HNF4A, SLC16A1), myTauuu
KOTOPbIX MOTYT MPUBOAMUTL K pa3suTuio BIU. Hanbonee
yacto BcTpeuvaeTca myTtaumsa B reHax KCNJ11 n ABCCS.
Bblpa)XeHHOCTb TMMOrNMMKEMUYECKOro CUHAPOMA Bapu-



abenbHa 1 3aBUCUT OT NOPAXXEHHOI0 reHa, KOTopbln 3a-
MycKaeT NaTONOrMUYeCKNi Kackaj peakLui.

KnuHuuecknin cnyyan. Pe6éHok M., oT 1 6epemeH-
HOCTM, NPOTEKaBLEN HA (hOHEe aHEMUU, XPOHMUECKON
BHYTPUYTPO6HOI runokcuu nnoaa (3eneHbie okono-
NNoAHbIe BOAbI). [ECTALNOHHbIA CaxapHOW AnabeT He
yCTaHOBMEeH. bpak He 61113KOPOACTBEHHbIN. POAbI CpOY-
Hble, MyTeM KecapeBo ceueHus (KpynHoi nnoa). OueHka
no Apgar 7/8. Bec 5600, finHa 60 CM, OKPYXKHOCTb rono-
Bbl 43 CM, OKPY)XXHOCTb Ipyau 42 cm.

YunTbiBas runokcuueckoe nopaxenue LHC, ctoikyio
runornukemuio (rnokosa 2,2 mmonb/n, C-nentug 3,62,
WHCYNIUH 25,72 MKE[l/MN), Ha BTOPbIE CYTKM XN3HU nepe-
BefeH B OPUT poamnbHOro foma no MecTy XuUTenbCTBa.
NpoBogunacb uHdy3ma 25% pacTBopa rNOKo3bl, Ok-
TpeoTuaa 80 MKr/cyT. HOpMOrMKEMNA COXPaHANAch Ha
(hoHe NOCTOSHHON MHAY3MOHHON Tepanuu. MpeaBapu-
TEeNbHbIA ANATHO3 N0 MECTY XUTENbCTBA BPOXAEHHbIN
TUMEPUHCYNNHU3M.

B Bo3pacTe 1MmecsLa 5 fHell nepeBefeH B 3HAOKPUHO-
noruveckoe otgenenune POKDB ¢ uenbto nposBefeHuns mo-
NeKynApHO-reHeTUYeCcKoro nccnefoBaHnsa u pelleHus
BOMpOCa O AanbHelllen TakTUKe BeAeHns. Ha MOMeHT
NOCTYNNEHUs CYTOUHbIN YPOBEHb FNMKEMUN Bapbupo-
Ban ot 2,6 MMonb/n Ao 11,8 MMonb/N Ha hoHe NHy3uNn
OkTpeoTuaa 100 MKr/cyT n 20% pacTBopa rMioko3bl. Pe-
6EHOK Haxoamncs Ha WCKYCCTBEHHOM BCKapMAWUBAHWUK
afanTWpoBaHHON MOMOYHON cmecblo Similac Neosur,
pa3oBas nopuusa 80 mf, KOPMUNCA Kaxable 3 vaca. He-
CMOTPSA Ha MPOBOAMMYIO Tepanunio COXpaHANach TEHAEH-
LMA K TUNOTNINKEMUW MPYU NOMbITKE CHUKEHUA CKOPOCTH
NHY3NM FNIOKO3bI.

B cBA3n ¢ HeadhheKTUBHOCTbIO Tepanuu OKTpPeoTn-
[OM, KOTOpas BblpaXanacb B BUAE 4aCTbiX 3NU3040B
FUMOTNNKEMUYECKOrO COCTOAHKSA, pebeHoK 6bin nepe-
BeAeH Ha TabneTupoBaHHyW Tepanuio [Anasokcmpgom
(Npornukem) 5 mr/Kr no 12,5 mr 3 p/aeHb. YpoBeHb ru-
Kemuun Kone6netca ot 3,3 40 5,5 MmMonb/n. Mpw yBenuue-
HUM 003MpoBKM Mpornukema y pebeHka Habnganacb
TOWHOTA M PBOTA. bbINO MPUHATO peweHne 0 BO3Bpa-
weHnn K Tepanum OKTpeoTnaom 100 MKr/cyT BHYTpU-
BEHHO.

Bo Bpems rocnutanu3sauum B 1 mecau 9 gHen 6bina
NpoBefEeHa MONEKYNAPHO-TeHeTMYEeCKan ANArHoCTHKA.
BbisiBneHa mytauus B reHe ABCCS. Mo pesynbratam no-
3UTPOHHO-3MUCCMOHHOW Tomorpacuu ¢ 18F DOPA fua-
FHOCTMPOBAHa ouyarosas (opma runNepuHCYNMHM3MA,
ovaru runepdukcaummn pagmodapmnpenapara B obna-
CTV Tena 1 XBOCTA NOLKENYLOUYHON XKEeNe3bl.

PebeHKy npoBedeHO OMepaTWBHOE BMellaTesb-
CTBO — nanapockonusa, AWcCTanbHas Ccy6ToTanbHas
peseKkuMa noaXenyaouHoi xenesbl (pesekuus Tena
1 XBOCTA MOAKENYLOUHON Kenesbl), peBn3na 6poLHON
nonocTu.

Mo pe3ynbTaTam GMONCUN pe3eLnpoOBaAHHOrO yyacT-
Ka MOMKeNnyJouYHON xenesbl BbiABNEHAa runepnnasus
OCTPOBKOBOr0 annapara, UTo NOATBEPAMNO KNMHMYe-
CKWil [MarHos.

Mocne onepaTUBHOrO nedyeHus uHdysua 25% pac-
TBOpA MIOKO3bl 6bina OTMEHeHa. Pe6eHOK nepeseseH
Ha NOfKOXHOe BBeAeHne OKTpeoTnaa 10 Mrk &4 p/a, Ha
(hOHe Yero rUnornMKeMUYeckne COCTOSHWUA He Habnio-
Aanuco.

BbiBoA. BI'N — TaAXenaa KNMHUYECKW reTeporeHHas
naTonorus, NPOSBAAKLLAACA NePCUCTUPYIOWEN TUNor-
NMKemMuein y fieTel HeoHaTaNbHOro Nepuoaa, YTo AnK-
TyeT He06X04MMOCTb PYTUHHOIO OnpeAeneHus YypoBHA
MI0KO3bl Y BCEX HOBOPOXAEHHbIX. BaXHbIM (hakTOopom
ABNAETCS UH(POPMUPOBaHME BPaUen, B YACTHOCTU He-
OHATONOroB, 0 HEOHXOANMOCTM PAHHEN JUATHOCTUKM.
CBoeBpemeHHas AnarHoCcT1Ka No3BonAeT CyLeCcTBEHHO
CHU3UTb PUCK PA3BUTUA PAHHUX U OTAANEHHbIX HEBPO-
NOTNUYECKMX OCNOXHEHUN. Takxe HeOo6XOAUMO MOHMU-
MaTb, UTO OMepaTUBHOE NeYeHNEe MOXET NMPUBECTU Kak
K CTOMKOW pemmccuu, TaK 1 K pa3BuTuio peumausa Bri
WU MHCYNMH3ABUCUMOTrO caxapHoro gnabeta. Moatomy
BAXXHOM YACTbIO JMHAMUYECKOTO HABMIOAEHNS LAHHOIO
3a60neBaHNA ABNAETCA NOCTOAHHDIA KOHTPOMb YPOBHSA
rnuKemmm.

KNUHWYECKNIA CNYYAIR
CUHAPOMA YXYBEP C GEHOTUMOM
AYTOCOMHO-PELIECCUBHOMN
NOMUKNCTO3HOIN BONE3HU MOYEK
Xumxak 4.P., Komaposa A.A.

HayuHbiii pykogodumernb:
K.M.H., doyeHm CapkucsH E.A.,
Makynosa A.N.

PHAMY um. H.W. NMnuporosa M3 PO
Kathenpa rocnuTanbHOW neguaTpuy UM. akagemmka
B.A. TabonuHa Nd
JleTckas ropofckas knuHuyeckas 6onbHuLa NO9
um. I'H. CnepaHckoro

CuHapom Xybep (COK) — peakoe (1:55000-200000)
reHeTUu4YecKn obycnoBneHHOE 3aboneBaHmne, OTHOCSLLE-
eca K rpynne uunuonatumn. CK accouumpoBaH ¢ MyTaum-
siMU 6onee uem B 40 reHax. B ocHoBe naToreHesa nexuT
ANCYHKLNSA NEPBUYHBIX PECHWYEK, BbICTYMAKWMX Ha
MOBEPXHOCTM 6oNblUMHCTBA AndepeHLMpPOBaHHbIX
KneTok. 370 onpefensieT MOAMOPraHHOCTb MNopaxe-
HUS Pa3NUUYHOM CTENEHM BbIpaXXEHHOCTU. M0 AaHHbIM
NNTepaTypbl, CPeAHUA BO3PACT MOCTAHOBKN AWNArHO3a
coctasnaet 33 mec. lMpu 3tom npusHakn COK npossns-
I0TCA YK€ B HEOHATANIbHOM Nepuoe B BIUAE MbILLEYHON
rMNOTOHMK, HEPErYNAPHOTO AbIXaHUsA C INM304MYECKU-
M/ NPUCTYNaMK TaxUMHO3 U/UAM anHO3 M aHOMalb-
HOrO [BWXeHWs rna3. Ha MarHMTHO-pe30HAHCHOW
TOMOrpadum ronoBHOro Mo3ra BK3yanusmpyertcs na-
TOTHOMOHUYHbIA AN COK CUMNTOM «KOPEHHOro 3y6a».
OH o06ycnoBneH runonnasuveir WAW annasmen 4epss
MO3)Xeuka U ManbgopmaLmuen CTBoNa. YUuTbiBan oTcyT-
CTBUE cneunduueckoil KNMHNYECKON KapTUHbI, OKOHYA-
TEeNbHbIA JMArHO3 MOXET 6biTb NOCTABAEH C MOMOLLbIO
reHeTUYecKoro UccnefoBaHus, Kak B NpefCcTaBNeHHOM
Hamun cnyyae.
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KnuHuuecknin cnyvair. leBouka nepebiX CYTOK XU3-
HW OT MepBblX CBOEBPEMEHHbIX OnepaTuBHbLIX POJOB B
38,6 Hea. bepemeHHOCTb nepeas: | u Il TpumecTpbl — 6e3
ocobeHHocTen, Il TpumecTp — Bnepsble BbisineH MBMP
(monuKkMcTo3 nouek, mbllweyHblin AMXM), a Takxe C3PMN
1CT., Kapauomeranua nnoga, aHruapamHuoH. Ha cpoke
33 Heaienb KOHCUIMYM Bpayen onpeaennn NporHos Ans
XM3HW 1 300POBbA ByayLLero pebeHKa, Kak Hebnaronpu-
STHBIA. [lpK poXXaeHWM macca coctasuna 2700 r., ANMHA
Tena — 47 cm, APGAR 4/6 6annoB. Takxe B poAuIbHOM
3ane 6bina 0TMeYEeHa BanbrycHas Koconanoctb. CocTo-
siHe pebeHKa C NepBbIX MUHYT XMU3HU BbIN0 KpanHe TA-
XENbIM: NONMOPraHHas HeaoCTaTOUHOCTb Ha ¢hoHe BIP
B COYETAHMM C rUNoOnnasnen Nerkux, HeperynspHbim
AblXaHWeM, a B nocnegyrouem n ByCTOPOHHUM MHeB-
MOTOpPAKCOM. 3anofo3peH cuHapom MotTepa (runonna-
3MA Nerkux, Manosojue, noyeyHas HegoOCTATOUHOCTD,
aHOMannN CTPOEHUS CKENeTa). C NepBbIX CYTOK XU3HN
AMypes3 OTCYTCTBOBA, NPW NOCTAHOBKE MOYEBOTO KaTe-
Tepa nonyyeH 1Mn Mmouun. Ha yeTBepTble CYTKM XM3HM Ha
(hoHe NporpeccMpyioLLero 0TeYHOro CUHAPOMA, COXpa-
HAOLWENCS aHypun, HEBO3MOXHOCTY NPOBEAEHNS Tepa-
MUK B NOMHOM 06beMe, a TaKXKe N3-3a PUCKa pa3BuTuUSA
aTanbHOW runeprugpataunm 6o110 NPUHATO pelleHne
0 CTapTe 3aMecTUTeNbHOW MouyeyHon Tepanuu. MeTon
Bbl6Opa — MEepPUTOHEeanbHbIN AMANU3 B KNACCUYECKOW
moaudukauum. Mpu npoBefeHN BUOXMMNYECKOTO aHa-
nu3a KpoBM OTMeYanocb yeenuyeHne KpeaTtuHuUHa Ao
398 MKMONb/N. Ha fiecaTble CYTKU XM3HWN COXPaHANach
oTpuuatenbHas AWHAMMUKA C HapacTaHuem nonvop-
raHHOW Hef0CTAaTOYHOCTU. IXorpadnueckne NprU3HaKm
MOMWKNCTO3a MNOYEK: MHOXECTBEHHble aH3XOreHHble
06pa3oBaHMA OKPYrnon OpMbl C POBHbIMU, YETKAMN
KOHTypamu gnameTpom 2-5 mm. feHeTUKOM 6bina peko-
MeHpoBaHa IHK-gnarHocTuka. B cBA3mM Co cTpemuTenb-
HbIM POCTOM nouek (no AaHHbIM KT Ha 15 CyTKU npaBas:
79x58 x51mMMm, nesasn: 93x62x50, Ha 19 CyTKM npasas:
102x58x52MM, neBas: 100x65x50 MM) U Macc-3thdek-
TOM Ha 6nn3nexaiime opraHbl N0 XMU3HEHHbIM NOKa3a-
HWAM 6blna NpoBeAeHa ABYCTOPOHHAN HedhpoypeTepIk-
TOMMA. TAXECTb COCTOAHMA B MOCMeonepaLuoHHOM
nepuoge 06ycnoBfeHa CUHAPOMOM NONMOPraHHOW
HepocTatouHocTn (IH, CCH, BPOXAEeHHAA MOYEUHON
Hef0CTaTOuHOCTb), JIT, BC — CMHAPOMOM U MH(EKL M-
OHHbIM TOKCUKO30M BCNEACTBNE TEUEHUS BPOXAEHHON
MHEBMOHUM Ha POHe runonnasun nerkux. HecmoTps Ha
NpoBOAMMOE NeyeHne, COCTOAHME NPOrpeccuBHO yxya-
WanNoch. Y pebeHka 0TMeYanucCh HapacTaHue runepkan-
HWUW, TUNOKCeMMK, Npu3HakoB JII, CMelaHHbIN alunaos,
a TaKXe ycyrybneHme remogMHaMMUYeCcKMX HapyLIeHUN.
Bpauamu 6bina 3adMKCMpOBaHA OCTAHOBKA CepaLua.
CmepTb Ha 36 CYTKM XXU3HU.

3aknoueHne. B gaHHOM KAMHWYECKOM Cllyyae Ha-
6nAaeTCcs  KANHUKO-MOpPGoNnoruyecknit  geHotun
OK, cxoaHbin ¢ APMBI. MonekynapHo-reHeTMyeckoe
nccnegoBaHne nokasano reTepo3snroTHy0 MyTauuio
AHI1, accouunpoBaHHyto ¢ OK. JaHHbIM AOK/IaZoM Mbl
XOTUM 06PaTUTb BHUMAHME Bpauen Ha TO, YTO Yy AeTen
C QHTMAPAMHNOHOM, NONMKNCTO30M NOYEK, Henpepbis-
HbIM YBENMYEHUEM UX pa3Mepa, a TakKe runonnasmeil
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Nerkux oKoHYaTenbHbli Anardo3 APMBI He MOXeT 6blTb
NOCTaBMEH UCKMIOUNTENbHO NO KAWHUKE U AAHHBIM WUH-
CTPYMEHTANbHbIX MCCNefoBaHWA. Bceraa Heobxoanmo
NpoBeAeHMe TeHeTUYECKOro aHanusa Ans WCcKoue-
HMA APYron CMHAPOMAnbHOW natonornn. OCO6eHHO 370
BaXXHO npu COX, Tak Kak onpegeneHune MmyTauuu no3po-
nfaeT NpeAnonoXnTb OpraHbl-MuLieHn (MOUKN, NeyeHb,
rnasa, ONopHO-ABUraTeNbHbIA annapar) B KaXJ0M KOH-
KPETHOM Cnyyae, onpefennuTb NPOrHO3 W AaNbHENLWYIO
TAKTUKY BefeHusa 3TUX naumeHtos. Tak myTtauua AHI1
accoLMMpoBaHa MOMMMO HEBPONOrNYECKOW CUMNTO-
MATWUKK C MOPAXEHMEM rna3 U noyek. BoBneYEHHOCTb
3pUTENbHOrO aHanM3aTopa MOXEeT ObiTb B BUAE TXe-
NON fereHepaunm ceTyaTku, rna3Hon Konobombl, guc-
Tpohun 3puTENbHOrO Hepea. PeHanbHas natonorus
MOXET NPOsABNATLCA He TONbKO peHoTunom, mopdono-
rmueckn n heHoTUNNYeCcKn cxoxmm ¢ APTBI, HO 1 Hed-
pPOHOMTM30M, a TaKXe KUCTO3HOW aucnnasmen. Kpome
TOro, OMMCAHbI ClyYan COYETAHNSA HECKOMbKUX Hacnen-
CTBEHHbIX NATONOMMMN y 0HOTO pebeHka. CnegoBaTenb-
HO, FTEHETNYECKNIA aHANM3 Heobxoaum ANS MoayYeHus
MONHON KapTUHbI O NaLMeHTe C NOMNKMUCTO3HOM Bones-
HbiO MOYEK, a TaKXe ANA NNAHNPOBAHUA AaNbHEMLWMX
6epeMeHHOCTeN B ITUX CeMbAX. CK MOXHO AMArHOCTU-
poBaTb, HaunHasA co Il TpumecTpa 6epemeHHOCTH. Mpu
3TOM CTOUT 06pawaTb NPMCTaNbHOE BHUMAHWE HA pa3-
Mepbl UEPBA MO3)XEeuUKa, 6ONbLON LMCTepHbI U IV xeny-
A0uka. OAHAKO Aaxke NpW OTCYTCTBMU CEMENHOMO aHaM-
He3a HeobxoaAuMoCTb 6onee rnyboKoro 06cneaoBaHmMA
BO3pacTaeT NpM YNbTPa3BYKOBOM BbISIBNEHUU XOTH Obl
OAHOrO0 13 CNeayowWwmx NpU3HakoB: NOANAAKTUANS, 3a-
TbINOYHOE 3HUedanouene, yBenmyeHne N U3MeHeHue
IXOFeHHOCTU MOYEK, HaNMUne B HUX KUCT, TaK KaK 3TU
NPOABMEHNA ACCOLNMPOBAHbI C MOBLIWEHHbIM PUCKOM
pa3sutusa OK.

NALUEHT C AEOULITOM
ALNN-KOA-AErMAPOrEHA3DI
CPEAHELEMOYEYHBIX YXUPHbIX KNCNOT.
KNUHWYECKMIA CNYYAI
Ky6biwesa A.E., lyceiiHoB A.M.

HayuHbie pykosodumenu:
doyeHm kaghedpbl hakynbmemckoli neduampuu,
K.M.H. Cudoposuu 0.B.,
acc. kagpedpbi Heaponozuu um. K.H. Tpembskoea,
3ae. [JHO YKb N° 1 um. C.P. Mupomeopuyesa CTMY
QucyH A.B.

CapatoBckun MY um. B.M. Pasymosckoro M3 PO
Katheapa thakynbTeTckon neanaTpun
Katheapa Hesponorum um. K.H. TpeTbsikoBa

AkTyanbHocTb: [eduumnt aunn-KoA-gernaporeHasbl
CpefHeLenoueUHblX XUPHbIX KUCMAOT — 3TO ayTOCOM-
HO-peLecCUBHOE 3a60eBaHNe, CBS3aHHOE C MyTaLUsaMu
reHa ACADM, kogupytouwero auun-KoA-gerugporeHasy
CpefHeLenoYeyHbIX XUPHbIX KUCNOT (MCAD), pacnosno-
)XEHHOTO Ha KOPOTKOM Mneuye xpomocombl 1. feduuut
MCAD yxyalaeT cHabxeHue sHeprueil nepucepnueckmx



TKaHEeN NOCPeACTBOM KeTOreHe3a v yBenmunBaeT 3aBU-
CUMOCTb OT FMIIOKO3bI U ee UCMOb30BaHMe. 3TO NPUBOAUT
K TMNOKETOTUUYECKON TMNOrNMKeMNUM, MeTabonnueckomy
alyao3y, NOPaXXeHMo NeveHn N LeHTPanbHOW HEPBHOIA
CUCTEMbI, KOTOPbIE NPOrPECCUPYIOT [0 KOMbl U CMEPTH,
Korga 3anacbl FMUKOreHa UCTOLLATCA.

Lenb: OnucaTb KAMHWYECKWIA CRydyail aeduumta
auun-KoA-nernaporeHasbl CpeiHELLeNOYEUHbBIX XNPHbIX
KUCNOT.

MaTepuanbl n metogbl: MauneHT A., 4 roga. AHamHe3
XU3HN: pebeHoK OT 3-N BepeMeHHOCTH, BTOPbIX Cpou-
HbIX POJOB MyTeM kecapeBa ceueHus, APGAR 8-9 6an-
nos. Macca Tena npu poxaeHun 3750 r, ANUHA 49 cm.
PaHHMi1 aHaMHe3 6e3 0COBEHHOCTEN, POC M Pa3BUBANCH
no Bo3pacTty. AHamHe3 3abonesanus: 12.11.2020 r. febtoT
WH(EKLMOHHOTO 3a60M1eBaHMs, NPOTEKABLLEro NO TUMy
reHepannu30BaHHON MH(EKLMN C HAPYLLEHNEM (DYHKLNK
XeNy[0YHO-KMUILEYHOro TpakTa, pecnupaTopHbIX opra-
HOB, HEPBHOW CUCTEMbI, HAXOAMNCS HA aMOynaTopHOM
neyeHuun. 16.11.2020r. rocnMTanu3npoBaH B CBA3M C pe3-
KNM yXY[LIEeHUeM COCTOSHIS B BUAE HapacTaHus obuie-
MO3r0BOM CUMNTOMATWKMW: PBOTA, HApYLIEHME CO3HAHUS,
cygoporu. Mpu nccnefoBaHMy NMKBOPA BbisiBNeHa 6en-
KOBO-KNeTouYHas accoumauma, Ha MarHUTHO-pe3oHaHC-
HOM TOMOrpacuy ronoBHOMO MO3ra — KapTUHA NEnKo-
JHUedanonatum € NPeMMyLeCTBEHHbIM MOPAXKEHNEM
NOAKOPKOBbIX AAep. YCTaHOBNEH AnarHos: NaHaHueda-
NIUT BUPYCHOW 3TUoNornu. HecMoTpsa Ha neyeHune — fie-
MakuH, KNoHa3enam, no AaHHbIM BU3yanusauum umeno
MeCTO rpyboe nopaxeHue BewecTBa ronoBHOr0 Mo3ra
C BOB/TIEUEHUEM CEporo n 6enoro BewecTsa, NOAKOPKO-
BbIX 71ep, HOXEK MO3ra C NoCNefyioLen 3aMecTuTenNb-
HOM ruapouedanueil, KNMHUYECK CONPOBOXAABLLEECS
BbIPAXEHHbIM CNACTUYECKUM TeTpanapesoMm, YTpaTol
BbICLIMX KOPKOBBIX (DYHKLUMIA, cygoporamu. B cBA3w
C TAXeCTblo COCTOAHMA NPOBefieHa TeNeKOoHCyMbTaluus
¢ QegepanbHbiM LEHTPOM . MOCKBbI, pEKOMEH0BAHO
poo6cnefoBaHne Ha TaHAEMHOM MacC-CMeKTPOMETpUH
(TMC) — BbISIBNEHO MOBbILIEHNE YPOBHA anaHuHa fpo
1004,35 MKMonb/n. YuuTbiBass gaHHble TMC, pebeHky
6bI10 NOKA3aHO MOMEKYNAPHO-TeHeTUYeCKoe wuccne-
[0BaHMe KPOBM HA BbiABNEHME YaCTbIX MyTaLMA MUTO-
XoHAapuanbHoi AHK, neiikoaHuedanonatuu, CMHAPOMa
Nn — myTauuu mutoxoHapuanbHon JHK He monyueHo.
[lns nonyyeHuUs BbICOKOKBANUMPULNPOBAHHON NOMOLLY
pebeHok B anpene 2021 roga 6bin HanpaeneH B efe-
PanbHbIA LEHTP T. MOCKBbI. C LeNnblo ANHAMUYECKOTO
KOHTPONSA NpoBeAeHa BUAe0-3neKTpo3HLedanorpagms
(BMae0-33r): UHAeKC npeacTaBneHHOCTH 3nuneTudop-
MHOW aKTMBHOCTY B 33T cHa cpeHuii 30-50%. Ha3Haue-
Ha MPOTMBOCYAOPOXHAA Tepanus B Buge KombuHauum
BaNbNpoeBOU KUCNOTbI C TONMPaMaToM. Npu NOBTOPHbIX
rocnmTanusaumax ¢ miong 2021 . no ceHTA6pb 2021 T. no
AAHHbIM BWAE0-33I MOHUTOPWUHIa — NONOXWUTENbHan
AVHAMUKA B BULLE YMEHBLIEHNA 1 NOCNedyoLel peayk-
LK1 3nMnenTMOPMHON aKTUBHOCTI. B Mexrocnutans-
HbI Nepuog y pebeHka Habnofanucb MeTabonmueckune
KpW3bl C NepUoANUYHOCTbIO 1 pas B 3-4 mecaua. MNpu mo-
NeKynspHO-reHeTUYeckom obcneposanum 20.12.2021 r.

BbifiBMIeHbl cnegyowme mytauun: ACADM chr1: 76226888
€.1027G>A p. Glu34Lys, ACADM chr1: 76198335 c.937C>T p.
Thra2Lle, GLA chrX: 100653420 ¢.937G>T p. Asp313Tyr. B
Aekabpe 2022 r. pebeHOK NOCTYNUN B A€TCKOe OTAene-
HWEe aHecTe3noNorMn-peaHnMalLlim ¢ BIEHNAMKU MeTa-
60n1MYecKoro Kpu3a. 3a 4eHb 1O NOCTYNNEHUA B CTALMO-
Hap pebeHOK 0TKa3ancs OT NULLM, CTan BAMbIM, CO C/IOB
martepu, HabnaanMcb Cyaoporn ¢ NOTePen CoO3HaHM.
HeBponornyeckmnii CTaTyc: BbipaXXeHHas CNacTUYHOCTb
C TYronofBWMXHOCTbIO B pyKax M HOTax, MOBbILIEHHbIN
MblLLEYHbIN TOHYC B ANCTANbHbIX OTAENAaX KOHEUHOCTEN.
Mpu NPOM3BONbHBIX ABKEHMAX YCUNUBAETCA Tpemop,
NosIBNATCA aTETOUHbIE ABUKXEHUSA B KNCTAX PYK. 06b-
€M aKTUBHbIX ABMXEHUNI CHUXEH B pyKax W Horax. Mbl-
LWEYHbIA TOHYC M3MEHEH MO cnacTuueckomy Tuny D=S.
MbllWweyHan cuna cHKeHa 10 3-4 6annoB. CyXoXunbHble
pednekcbl NoBbileHbl D=S. PechnekcoreHHble 30HbI pac-
wupeHbl. CNOHTAHHbIN cumnTOM babuHCKoro cnpasa.
MpoBefeHa Ae3WHTOKCUKALMOHHAA Tepanus, Ha (oHe
3TOr0 OTMEYAeTCs YyULeHNe COCTOSHUS.

Pe3ynbTaT: BbiiBNEeHHOE NOpa)eHue LeHTPanbHou
HEPBHOW CUCTEMbI, 3aJiePXKa NCUXUYECKOro N peyeBo-
ro pasBuTuA, NOATBEPXAEHHblIe MONeKYNAPHO-reHeTu-
YyecKkum uccneposanmem mytaumm s reHe ACADM npepo-
CTaBWUM BO3MOXHOCTb YCTAHOBUTb AMarHo3: lecmunt
aunn-KoA-geruaporeHasbl cpefHeLenoyeyHbIX XUPHbIX
KUCNOT. YUUTbIBAA [aHHbIN AWArHO3 HAa3HauYeHa JueTo-
Tepanus, npuem NeBOKapHUTUHA, Ha POHE NeyeHuns Ha-
6niogaeTca NONOXMTENbHAA AMHAMUKA: pebeHoK cTan
AKTUBHEE, CHU3UNACh YaCTOTa MeTaboIMYECKUX KPU3O0B.

3akntoueHne: TMpuBefeHHbIN KNMHWUYECKUA Cnyyant
AEeMOHCTPUPYeT TPYAHOCTM [AMArHOCTUKM 3abonesa-
HWIl U3 TPYNMNbl HapyWeHWA 06MeHa XMPHbIX KUCNOT.
BBefeHne paclmMpeHHOro HeoHaTanbHOrO CKPUHMHIA
NO3BONUT CBOEBPEMEHHO BbIABUTb €TeN C JaHHOW Na-
TOMOTMEN W HAUaTb NeuyeHue ele Ha JOKIMHUUECKON
CTaANM, C BO3MOXHOCTbIO NpeaynpexaeHns oCnoxHe-
HUIA 1 XM3HEYTPOXAIOLLMX COCTOSHUN.

CnuCcoK nuTepaTypbl:

1. Accoumaums MeamuUMHCKMX reHeTukoB. COw3 NeamaTpos
Poccun. O6uiepoccumckan 06UeCTBEHHAA OpraHu3alms co-
NeCTBNS Pa3BUTUIO HEeOHATONOrKu «Poccuickoe 0611eCTBO
HEOHATONoroB». KnnHnyeckne pekomeHiauny HapyleHus
MUTOXOHAPUANBHOTO B-OKMCNEHUA XUPHBIX KMCNoT — 2021,
-126 C.

2. KpacHononbckas K. [1. HacneacteBeHHble 60n1e3HM 0bme-
Ha BeulecTB: CnpaB. nocobue ans Bpaden. M.: POO «LleHTp
coumanbHoW agantauuu v peabunutauum neten «OoxaT» -
2005 - 364 c.

3. HenpomeTtabonuueckue 3abonesaHns y aeten n noapocT-
KOB: AMArHOCTIKA W nogxoabl K neyeHuto / C.B.Muxannosa,
E.f0. 3axapoBsa, A.C. MeTpyxuH. - 2-e 13a., nepepab. 1 aon. -
M.: NTutepatypa - 2017. - 368 C.

4 Merritt JL 2nd, Chang 1. Medium-Chain Acyl-Coenzyme A
Dehydrogenase Deficiency. 2000 Apr 20 [Updated 2019 Jun
27]. In: Adam MP, Ardinger HH, Pagon RA, et al., editors.
GeneReviews® [Internet]. Seattle (WA): University of
Washington, Seattle: 1993-2020. URL: https://www.ncbi.nlm.
nih.gov/books/NBK1424/

23



PEAKWNIA CNYYAI COYETAHNS BOME3HU
HAKONNEHWUSA IMUKOTEHA 1 LENNAKUN
YV PEBEHKA: NEPBOE HAB/MIOAEHUE B
POCCUIICKOI DEAEPALLN
Kopo6oga C.P., MonywkuHa M.A.

HayuHblli pykoeooumenb:
0.M.H., npogheccop Cypkoe A.H.

PHUMY nmenn H.W. NMuporosa M3 PO
Kathenpa thakynstetckon neguatpun Nd
HW negmatpum n oxpaHbl 300p0Bbs aeTen LIKE PAH

Manbumk ot 1-i 6epeMeHHOCTU, paHHee MOTOpHOe
1 ICMX0-PeyeBoe Pa3BuTHE MO BO3PACTY, NPOhUNaKTH-
yecKue NPUBMUBKN B COOTBETCTBUM C KaNeHOapem Bak-
UMHALMM, HACNEeACTBEHHOCTb He OTArOolLeHa.

B 4 mec yyacCTKOBbIM Bpayom-nefmaTpom 6bina aua-
FHOCTMPOBAHA yBenMueHHas neueHb (4o +2 cm n3-noa
Kpas npasow pebepHoi ayru).

B 9 mec 3acdhukcmpoBaHo nosbiweHne ACT 1o 77,1 ME/n,
ANT — 62,7 ME/n, WW® — 1025 Ea/n B CbIBOPOTKE KPO-
Bu. lpn nocnepyowem KOHTpone 6GUOXUMWUYECKOTO
aHanu3a KpoBM BbIpaXeHHOCTb LMTONN3A U XonecTasa
Hapactana (ANT go 3386 ME/n, ACT go 1289 ME/n, I'TT
262 ME/n), Bnepsble 6bina 3ahMKCUPOBAHA TUMNOTMKe-
Mus A0 2,95 mmonb/n. Monyyan renaTonpoTeKTOPHYH
Tepanui npenapaTom YpCofe30KCUXONeBON KUCAOTbI
(yaxn).

WckntoueHbl BUpycHble renatutbl B u C, ayTOMMMyH-
HOe nopaxeHue neyeHu, 6onesHb BunbcoHa, HegocTa-
TOYHOCTb anba-1-aHTUTPUNCUHA, MYKOBUCLNAO3S.

BrnepBble rocnuTan13npoBaH B efepanbHblii LEHTP
B BoO3pacTe 2-X neT. OeHOTUNMYECKME O0COBEHHOCTH:
«KYKOMbHOE NNLLOY, 3a[epXKa (DU3NUYECKOro pa3BuTUs
(SDS pocTta — 0,82, SDS maccbl — 0,36, UMT 17,0 kr/m2),
yBenuueHne B o6beMe XWUBOTA 3a CYeT renaTomera-
nun (+13-15cM M3-MOJ Kpas NpaBoil pebepHoi ayru),
anddy3Haa  MbllleyHas TrUnoToHus. JlabopaTopHO:
runornukemna 2,94 mmonb/n, uutonus (ANT 178 ME/n,
ACT 298 ME/n), runepammoHuemus (75 mkmonb/n). ®u-
6poanacTomeTpus neyeHn — F2-F3 no wkane METAVIR
(ymepeHHbIN-BbIpaXeHHbIi hubpo3). MposBeaeHo mone-
KYNApHO-reHeTnyeckoe nccnepgosaHue: B reHe PHKA2
BbifiBNieHa myTtauna ¢.3614C>T B reMu3nroTHOM COCTO-
SIHUKM, HA OCHOBAHMU 4yero BepuduuMpoBaHa 60ne3Hb
HakomnneHna rnukorexa (BHI) 1Xa2 Tuna. HazHaueH npu-
eM CbIporo KyKypy3Horo kpaxmana s gose 0,8 r/kr/cyT
1 MeTabonuueckas Tepanus, PEKOMeHA0BAHO CO6/0-
[leHNe HU3KOXNPOBOWN rMINKOreHOBOI ANETbI U ANUTENb-
Hblit npuem YAXK B ao3se 15 mr/kr/cyT.

3a nepnog HabnaeHns B TeUEHNE 4-X NeT 3NU30408
TUMOrNNKEMUN HEe OTMeuyanocb, OAHAKO COXpaHanacb
LUTONMTUYECKAA aKTUBHOCTb A0 2-4 HOPM, 3aepXKa B
uU3nuecKkom pasBuTun.

B Bo3pacTe 5 neT NoABUNMCL Xanobbl Ha YacTbli
HecthopMUPOBAHHBIN CTYN, B CBA3W C YeM BbIMONHeH
CKPUHWHT BOCMANUTENbHbIX 3a60M1€BaHNI KULWIEYHIKA,
Llennakun: B KPOBU BbISIBNIEH BbICOKWIA TUTP aHTUTeN K
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TKaHeBOW TpaHcrnyTamuHase: IgA >240 Ea/mn (Hopma go
10 Ea/mn), 1gG no 40 Ea/mn (Hopma Ao 10 Ea/mn); aHTu-
Ten K rnanaguHy — IgA 44 Eg/mn (Hopma go 30 Ea/mn),
IgG 39 Ea/mn (Hopma 0 25 Ea/mn). Mo aaHHbIM 330¢haro-
ractpoayoaeHoetoHockonuu (AMEC) — npusHaKm ynno-
LEHNS BOPCUHYATOrO CN0s 12-NepCTHOM U HaYyanbHOro
oTAena Toulen Kuiwok. Mo fgaHHbIM Mopdhonoruyeckoro
NCCnenoBaHuUs BbisiBNIeHa aTPO(UA KNLWIEUHbBIX BOPCUH.
MpoBefeHo reHetuueckoe wuccnegosanus (HLA-Tunu-
POBAHME) — MaLWeHT rOMO3UroTeH Mo reHam npeapac-
NONOXEHHOCTU K Luenuakum DQ2/DQ8. Takum o6pasom,
BepudnLMPOBaHa LIeNNaKkis, peKOMEHJ0BaHO CTPOroe
cobntofieHne 6e3rnioTeHOBOW AWETbl, Ha (DOHe uero
CTYN HOPMAnnU30Bancs yepes 4 mec.

Mpu rocnuTanu3auun B Bo3pacTe 6 NeT coxpaHanacb
LUTONUTUYECKan aKTUBHOCTb U xonecTtas. lpu npose-
JAeHUKU KOHTponbHOW 3MAEC oTMeuanacb NOMOXUTENb-
Has AUHaMuKa.

Mpu HabnoaeHMN NaumeHTa B BO3pacTe 7 u 8 neT co-
XpaHanca UMToNnu3 n xonecras (ANT 170 ME/n, ACT 250
ME/n, ITT 58 ME/n), runornukeMun 0TMEUEHO He 6bino,
npu Y3 BbISIBNIEHO YyBENMUYEHME XKENUHOTO Ny3bIps, 6u-
nnapHblil cnamx. losa YAXK 6bina yenuueHa ao 500 mr/
CYT, HA3HAUYEeHA XenyeroHHas Tepanus.

JlaHHbIA KANHWUYECKNIA CNyyald NpeacTaBnaeT coboi
peAuainliee coyeTaHWe HacneACTBEHHOrO HapyLleHus
yrneBogHOro obmeHa (BHI) v uenuakum. Mo gaHHLIM MU-
POBOM NUTEpPATypbl, ONMCAHO NMWb [BA aHANOMMYHbIX
cnyyas: B Typuuu n Ucnanmm B 1990-X rr. YHUKaNbHOCTb
HabMOEHNS COCTOUT €eLLe U B TOM, YTO 3TO NepBbliA Na-
LMEHT Ha TeppuTopun PO.

BHI — oblee HasBaHMe rpynnbl HACcNeACTBEHHbIX
HapyWeHUNn yrneBoaHoro obmMeHa, a UMeHHO MeTabo-
NN3Ma rIMKoreHa. NeHeTUYeCKn AeTepMUHMPOBAHHbIE
nedekTbl hepmMeHTOB, YUYACTBYIOWMNX B CUHTE3E U pac-
nage rnuKoreHa MpPUBOAAT K ero U36bITOUHOMY HAKO-
MAEHNIO B PA3/INYHbIX OPraHax M TKaHAX, B OCHOBHOM
B MeueHn u/unm mbiwuax. NatoreHeTnueckas Tepanus
OCHOBbIBAETCA HA NOXM3HEHHOM CO6NIOAEHUM CneLna-
NN3NPOBAHHON JMETbI 1 pexuma nuTaHus. Mpu ycnosuu
afeKBaTHOM AMETOTePanui BO3MOXHO MWUHUMMU3MPO-
BaTb MeTabonmueckne HapyleHus, CBA3aHHble C Teye-
HMem 60Ne3HN, a TAKXKE CHU3MTb PUCK PA3BUTMSA OTCPO-
UEHHbIX OCIOXHEHU.

LUennakus — MMMYHOONOCPELOBAHHOE CUCTEMHOE
3a60/eBaHue, BO3HMKaKOLLEee BCeACTBME BO3AENCTBIS
FNOTEHA UM COOTBETCTBYIOWMX NPONAMUHOB Y F€HEeTU-
UeCKM NpeapacnonoXeHHbIX Niofen. XapakTepnusyercs
BbIpaboTKOM CneuuduUuecKnx aHTUTenN C pa3BuTUeM MM-
MYHOBOCMANNTENbHOTO NPOLIeCCa B CAIM3NCTON 060/104-
Ke TOHKOM KULIKM 1 Hannuuem KOMBMHaL MM rMioTeH-3a-
BUCUMBIX KIMHWUYECKUX NPOSBAEHWA. EAMHCTBEHHbIM
MEeTOA0M fleueHuns nbon opmbl Lennakum n npodu-
NAKTUKN ee OCNOXHEHMI B HACTOsLLEE BPEMS ABNAETCS
cTporasi NoXu3HeHHan 6e3rnioTeHoBas AneTa.

Takum 06pa3om, C yueTOM coueTaHus y pebeHka
ABYX TAXENbIX NaTONOrMiA OCHOBHOW 3ajadyent Bpaua
aBnaetca GopMMpPoOBaHME Y NaLMEHTa 1 ero poauTenei
BbICOKOW MpPUBEPXEHHOCTU NEUEHNIo, BKKUAoLLEM



WHOMBUAYANbHYIO CTPOTY0 KOMOWMHWUPOBAHHYI AWETY
C UCKNIOUYEHNEeM MHOTUX MPOAYKTOB, @ UMEHHO cofep-
KaLMX caxaposy, hpyKTOo3y, ranakTo3y W rMiTeH, pery-
NAPHbINA NPUEM Cbiporo KyKypy3Horo kpaxmana u YOAXK.
OT NpUBEPXKEHHOCTW Tepanuu 3aBUCUT NPOrHO3 3a60-
neBaHus.

KNUHWYECKWNIA CVYAI
NEPUOANYECKOI BONME3HN Y PEBEHKA
C KONXULIMHOPE3UCTEHTHOCTbIO
KoHHoBa C.M., OcTtaHuHa A.M.

HayuHblii pykoeooumerb:
0.M.H., npocheccop ly6poeckas M.U.

PHUMY um. HWU. Mnporosa M3 PO
Kathenpa rocnuTanbHOW neanaTpun M. akaemuka
B.A. TabonuHa M@

[leTckas ropofckas knuHudeckas 6onbHuLa N9
nm. IH. CnepaHckoro

Mepuogmnueckas 6onesHb (cemelHas cpeau3eMHO-
MOpCKas NUXOPajKa, apMaHCKas 60ne3Hb) ABNAeTCs
ayTOCOMHO-peLecCcMBHbIM 3ab0/1eBaHNeM, Bbi3BaHHbIM
MmyTauuen B reHe MEFV, KOTOpbili B HOpMe KoaupyeT
6enoK NUPKH, YYacCTBYIOLWMN B Perynsuun npoLeccoB
BOoCnaneHus. MyTauus nNpuBOAMT K runepcekpeunu
WHTEPNEeNKUHOB 1 HEKOHTPONUPYEMOM CTUMYAALMN
BOCNanuTenbHoro npotecca. Mytauua M694V B romosu-
FOTHOM COCTOSIHUU ABNAETCA Hambonee YacTon U NaTo-
FeHHOM MyTauMen C OUeHb BbICOKOW NEHETPAHTHOCTbIO
(10 99%), Ans Hee xapakTepHa paHHAS MaHudecTaLua
nepuoaunyeckoin 6onesHu, TAKENoe TeueHne, pa3BuTne
apTpUTOB, CNIEHOMEranun n BO3MOXHOMN Pe3UCTEHTHO-
CTU K KONIXULMHY.

3aboneBaHne XxapaxkTepusyeTcs Nepuojnyeckn no-
BTOPAOWMMUCA NPUCTYNAMU  NPOJOMKUTENIbHOCTbIO
24-72 4 nNMXOpPafKM W NEepUTOHMTA, NeNKoLMTO30M
C npeobnapaHuem HeuTpodunos, nosbiweHuem CO3,
CPB 1 hubpuHoreHa.

OCHOBA fleYeHMs — KONXMLWNH, OH OKa3blBAEeT BbIpa-
XeHHOe aHanbresumpyollee 1 NPOTUBOBOCNANUTENbHOE
[elCTBNe, CHIKAS MUrPaLMIO NelKOLUTOB B oYar BOC-
naneHns v nNpeaoTBpawas AerpaHynauno HenTpodu-
noB. TaK e CHMXaeT 06pa3oBaHNe aMUNIOUZHbIX Pu-
6punn, NnpensTCTBYeT Pa3BUTUIO aM1I0Ma03a.

NaumeHT L., 17 neT 11 mecaues (24.11.1998r.), Tagxu-
KMUCTaH.

N3 aHamMHe3a M3BECTHO, UTO A0 5 neT pebeHoK poc
1 pa3BMBANCA No BO3pacTy. B 5 neT noABUAMCH Xanobol
Ha 601K B XUBOTE, TOWHOTA, PBOTA, B CBA3U C YeM 6bin
3ano4o3peH anneHauunNT U BbIMOMHEHA anneHg3KTo-
MUA. C 6 NeT 601K CTanu CONPOBOXAATLCA TIMXOPALKON
A0 thebpunbHbIX Lndp, 6019MK B CyCTaBax, NOBbILEH-
HbIMW noka3zatenamum CO3, aHeMuen, NenKoLUTO30M.
¢ 10-neTHero Bo3pacrta NPUCTYMbl CTANN eXEMECAUHbI-
Mu. B ceHTa6pe 2011 roga NnpoBeAeHO MOMeKyNsapHo-re-
HeTUYeckoe uCcnefoBaHue, rae BbifABMEHA MyTauus
M694V B roMO3MroTHOM COCTOAHUW. [lnarHocTupoBaHa
nepuognueckas 60ne3Hb, cMelaHHan opma. bbin Ha-

3HAUYeH KONMXUUWH B Ao3e 1 Mr/cyT — 6e3 NonoxuTenb-
HOW AMHaMuKN, ¢ aBrycTa 2012r (no 2016r) B gose — 2 mr/
cyT. Ha choHe yBenuuyeHms A03bl KONXULMHA NPUCTYMbI
cTanu 6ecnokoutb pexe. B anpene 2013r npu RRS
c 6uoncuen — amnunona B CIM3UCTON NPSMON KNLWIKN He
O0BHaApPYXEH.

20.10.2016 nocTynun B YHUBEPCUTETCKYID [LETCKYI0
KnuHuueckyo 6onbHuuy Mepsoro MIMY um. U.M. Ce-
UEHOBA C OCTPbIM NPUCTYNoM abaoMuHanbHOW 6onu,
TOWHOTbI, CUMNTOMaMK UHTOKCUKaumu. ¢ 07.11.2016 ca-
MOUYBCTBME MasibuMKa YyXyAWWNocb, OTMeYanocb Ha-
pacTaHue CMMNTOMOB WHTOKCMKALMK, TOWHOTA, 601K B
UBOTE, UTO BbINO PACLEHEHO KaK OCTPbIA NaHKpeaTwuT,
neyeHne nonyyan B BUAE aHaNbreTUKOB U MHTUBUTOPOB
NPOTOHHOW Nomnbl 6e3 3dhhekTa, B CBA3M C UeM nepe-
BeaéH B AFKb N29 um. IH. CnepaHckoro B oTaeneHme
racTpo3HTEPONoruun.

Mpu NOCTYNNEHUUN: COCTOSIHNE CPEAHEN TMecTu. t°
36.6 C, Al — 112/67 mm pT.cT., UCC 98 B MuH, U1 20 B
MUWH. XXano6bl Ha 60NE3HEHHOCTb B XMBOTE 6e3 UETKOM
nokanusauuun. NMpu nNanbnauyum XUBOT C BblPaXeHHOK
MblLIEYHON 3aLMUTON, yMEPEHHO G6ONE3HEHHDIN BO BCEX
otaenax. leyeHb HE3HAUWTENbHO BbICTYMAET U3-MOA
Kpas pebepHoii ayru 0,5-1,0 cm.

B obuwem aHanuse KpoBM OTMEYAETCA NENKOLUTO3
18,8 TbiC/MKN. B 6UOXMMUUECKOM aHANU3e KPOBU: aMu-
nasa 56 en/n, B obuwem adanuse mounm ammunasa 254
en/n, uto ABNAETCA HOPMOW M He COOTBETCTBYET Ana-
FHO3Y OCTPbI MAHKpPeaTuT.

Ha Y31 OBl HeofHOPOAHAsA 3XOr€HHOCTb MoAXeny-
JIOYHOW Xenes3bl.

MauneHT NPOACMKUA NOMyyaTb TEPANMIO KOMXMLNU-
HOM 2mr/cyT, a Takxe HMBC, B TeueHue CyTOK NpUCTyn
KynupoBancs, pebeHoK 6bin nepeBefeH 06paTHO B YHU-
BEPCUTETCKYIO AETCKYIO KNTMHNYECKYI0 6ONbHULLY.

Mepnoguueckas 6onesHb sBASETCA peakonl nato-
flornen, HO CTOMT MOMHMUTb, UTO MALMEHT C KAUHUKOM
AaHHOTO 3360/M1eBaHNs MOXeT BCTPEeTUTbCA Bpauy mno-
BCEMECTHO. [103TOMY OY€Hb BaXXHO FPaMOTHO NMPOBECTY
AndhepeHunanbHylo AUArHOCTUKY, BOBPeMs 3amnofjo-
3puTb CCJT U KaK MOXHO paHblle HAa3HAUUTb Tepanuio,
Be/lb 3TO HaNPAMYIO BANAET HA UCX04 3a60neBaHus.

Takum 06pa3om, NALWEHTbI C TAXKENbIM TEYEHUeM
nepuoanyeckon 60ne3HN LOMKHbI NoAyYaTb Tepanuio
KONXWLUUHOM, JaXe Mpu pPe3nCTeHTHOCTU K Hemy, Mo-
CKOMbKY KONIXULUMH NpeaoTBpallaer pa3Butue ammnio-
ugo3a — Taxeneunwero ocnoxHenusa CCM. Ctout oTme-
TUTb, UTO TaKMe NaLueHTbl HYXJATCA B PACCMOTPEHUM
anbTePHATUBHOW Tepanum ANs CHKEHNS YacToTbl U TA-
KeCTU NPUCTYNOB Nepuoanyeckon 6onesHn npenapa-
Tamu, KoTopble MHrM6MpytoT WU/1-1: aHaKMHpA, PUNOHa-
LenT, KAaHAKNHYMao.

25



KNUHWYECKUIA C/TYUAI CMTAEYHOMN
BONE3HU Y AEBOYKUN C NEPNOANYECKOWN
BOMNE3HbIO
OctaHuHa A.M., KoHHOBa C.M.

HayuHbiii pykoeodumenb:
0.m.H., npogpeccop fly6posckas M.U.

PHAMY um. HW. Tuporosa M3 PO
Kathenpa rocnuTanbHoOW NneanaTpun UM. akaJemmnka
B.A. TabonuHa Nd
[leTckas ropofckas knuHuyeckas 60nbHuLa N0 9
um. I'H. CnepaHckoro

Mepuopgunueckas 6onesHb (cemeiHas cpean3emHo-
MOpCKas NMXopafKka) — ayTOCOMHO-PeLecCMBHOe 3a-
6oneBaHne, XapakTepusyweecs peLnanBupyWMMA
NPUCTYNammn NUXopaaKu n 6onen B XUBOTe, CBA3AHHDIX
C cepo3uTamu (mepuTOHWUTAMK, NNeBPUTAMK, Nepu-
KapauTamu). OfHUM W3 YACTbIX OCMOXHEHUA AAHHOMO
3aboneBaHnA ABNAETCA CnaeyHad 6onesHb. Cnanku
NOABNSITCA KaK pe3ynbTaT NOBTOPHbIX acenTUYeCKMxX
NepUTOHUTOB U/MNKN OMEepPaTUBHbIX BMewaTenbcTs (He-
peaKo Heob6OCHOBAHHbIX). MepuToHeasnbHble Crnanku
BbI3bIBAKT KULWEYHYIO HENPOXOAUMOCTb, TPE6YoWYH0
3KCTPEHHOr0 ONEPATMBHOrO BMeLWaTeNbCTBa.

MauymeHTKa 3., 13 net 11 mecaueB, N0 HaLWOHANbHO-
CTM — apMAHKa, NpoxueaeT B EpesaHe. 13 aHaMHe3a
U3BECTHO, UTO [10 5 NeT pa3BuTMe pebEHKA NPoXoanno
6e3 0C06eHHOCTEl.

B Bo3pacTe 5 net (2013 r) Bnepsble NOABUANCL NPU-
cTynoo6bpasHbie 601U B NPaBOW MOAB3[OWHON 06-
nacTu, KoTopble 6bIMM pacueHeHbl Kak anneHauuuT, B
CBA3M C yeMm 6bina NPoOBeAEHa anneHA3IKToOMNUS. B 3T0 xe
Bpems 6bina 06CnefoBaHa, BbICTaBNEH AMArHO3 nepu-
oAnueckas 60ne3Hb, Ha3HAuUeH KONXULMH B Ao3e 1 mr/
cyT. Ha choHe npoBoAnMoOil Tepanuu 60NM B XNUBOTE He
6ecnokounu, pocna u passnBanacb no BO3pacty.

B okT6pe 2022 r. feBOYKA C POAUTENSIMM HAXOANNACD
B MOCKBe y POACTBEHHUMKOB. 24.10.2022 1. (13 n1., 11 M.) no-
SIBUNUCb OCTPble 60NK B XUBOTE, MHOrOKpaTHas pBoTa.
PoguTenu Bbi3Banu neanaTpa, KOTOPbIA OLEHNUN COCTO-
fIHMe pebEHKA KaK OCTPYI0 KMLEUHYI0 MHAEKLNIO 1 Ha-
3HAUMN CUMNTOMATUYECKYIO Tepanuio 6e3 BbipaXeHHO-
ro achdhekTa: ppoTa coxpaHanach, ¢ 31.10.2022 ctyna He
6b1N10. B CBA3N C MHOTOKPATHOW HEYKPOTUMOW PBOTOM,
60onsMK B XMBOTe, OTCYTCTBMUEM CTyna 6puragon CMM
6blna 3KCTpeHHO rocnuTanusupoBaHa 02.11.22r. B AFKB
N29 um. 'H. CnepaHckoro.

Mpu 0CMOTpE XNUBOT He yBeNnUeH, B3ayT. Mpu nanb-
naLum: HanpsHKeHHbIN BO BCeX OTAeNax, 60ne3HeHHbIN,
0COOEHHO B HWWKHMX OTAENax XUBOTA, B OCHOBHOM,
B NOAB3JOWHON o6nacT. CUMNTOMbI pa3gpaxeHus
OPIOWMHDI: OTpULATeNbHblIe. OCTabHbIe CUCTEMbI Opra-
HOB — 6€3 0C06eHHOCTeN.

B o6uiem aHanu3e KPOBM — NOBbILIEHWE NEHKOLMTOB
C HeNTPO(UIbHLIM CABUIOM BNEBO, B HUOXMMUYECKOM
aHanm3se — nosbiwexune CPB (go 141,5 mr/n).

Mo Y3 opraHoB 6GpIOLIHOK NONOCTM HabnwAaaoT-
CAl NPU3HaKN KULWEYHON HEMPOXOAUMOCTM: MOBbILIEH-
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HOe ra30oHanoNHeHWe neTenb KWWEYHMKA, BU3yanu-
3npyemble (hparMeHTbl KULWEUHUKA HEepaBHOMEPHO
ANNATUPOBAHbI, BbIPAXKEHHOE «MAATHUKOO6PA3HOE»
ABWXeHNe XUMyCa, CTEHKA KUWEUYHNKA CTPYKTYPHO He
n3meHeHa. Mo 0630pHON peHTreHorpamme 6GpHOLWHON
NonocTM OnpeaensioTCd MHOXECTBEHHblE TOPU30H-
TanbHble YPoBHN (uawmn Knonbepa) — Npu3HaK Kuwey-
HO HEMpPOXOANMOCTM.

04.11.22r. npoBefeHa nanapockonua ¢ aare3nonusu-
COM MO MOBOAY KMLEYHOW HenpoxoaumocTi. Mpu pe-
BU3UW KWLLEYHUKA BU3YaNnnU3UpPOBaHbl MHOXECTBEHHbIe
wrpaHrn (BMA Cnaek), TAHYWMECH OT KUIIKKA K KOPHIO
OPbKENKN, UTO ABUNOCH MPUYMHON HEMPOXOAMMOCTU.

B cTaumoHape Hauana npoBOANTLCS Tepanus Kynpe-
HUAOM No 2 T. 1 p./cyT. Ans NpouNakTUKK NosiBNEHNs
HOBbIX CMaekK, KOTOPYH GbIN0 PEKOMEHA0BAHO NPOLON-
XWUTb aMBynaToOPHO Nocne BbINUCKN. TaKKe peKOMeH0-
BaHa KOPPeKLMs [03bl KONXULMHA.

Takum 06pa3om, onepaTMBHOE BMELIATENbCTBO Y Ma-
LMEHTOB C NepUOANYECKON GONE3HbID HEXENATeNbHO,
yuuTbIBasA, UTO CrMaeyHas 60NMe3Hb — 4YacToe OCNOX-
HeHne CeMeiliHON CpeM3eMHOMOPCKON NUXOPaAKM. 3a
NCKMIOYEHUEM 3KCTPEHHBIX XMPYPruyecKnx naTtonoruni
Nyylie MCMonb30BaTh TepaneBTUUECKNIA NOAXOA K ne-
UEHN0 3a60neBaHNA BHYTPEHHNUX OPraHoB, B 0CO6GEH-
HOCTW, BPOLIHOW NONOCTM.

Takxe AoKa3aHo, UTO NMPUEM KONMXMLWHA ABNSAETCS
nNpoduNakTUKOW OCNOXHEHUA Nepuoanyeckon bones-
HU. B CBSA3M C 3TUM (haKTOM, PEKOMEHA0BAHO MPUHU-
MaTb AlaHHbIN NpenapaTt B KOPPEKTHOW [103e NOCTOAHHO
nauyeHTam C CEMelHON Cpeiu3eMHOMOPCKOW Nuxopaj-
KOiA.

MpeacTaBfeHHbI  KAWHWUYECKUIA CNyyaln [eMOoH-
CTpupyeT 6ecCUMNTOMHOE TeueHWe CrnaeyHon 6ones-
HU B TeueHne 8 neT nocne onepauuy anneHgIKToOMum,
BbINOMHEHHON Y [1€BOUKU, BEPOSATHO, C NepBbiM NpU-
CTYNOM NEpuoaKnYecKo 6ONEe3HM, PacLeHEHHbIM Kak
anneHauunT. Mposouupyowmm GakTopom pasBuUTUA
KWLWEYHON HEenpPOXOAMMOCTI MOF CTaTb CKAuOK pocTa
y IeBOYKM-NOAPOCTKA, KOTOPbIN NPUBEN K U3MEHEHMIO
PacnonoXeHus neTenb KMIWEUYHMKA OTHOCUTENbHO cna-
€K M Pa3BUTWIO CTPAHTYNALMOHHON HEMPOXOAMMOCTN.



BPOX/AEHHbIIN MEKOHNEBbIN
NEPUTOHUT B COYETAHUU
C MHO)XECTBEHHbIMWU MOPOKAMU
PA3BUTUSA
Kapa6aHosa J1.H.

HayuHblii pykoeooumerb:
K.M.H., doyenm Llampoea E.A.

MY um. H.I. Orapesa
MeanUMHCKNA UHCTUTYT
Kathepa HOpManbHOM 1 NATONOMMYECKON
cduznonorum
[leTckas pecnybnnkaHckasa KnuHudeckas 6onbHMLA
pecnybnunkn Mopaosus, CapaHck

JINarHoCTMUYECKNI NMOUCK MPUUYMHBI MHOXECTBEHHbIX
NaToNOriiA Yy HOBOPOX/EHHbIX UHOTAA 3aX0ANT B TYMUK
N MOXeT 6biTb 06bACHEH TONbKO FeHeTUYEeCKUMMU aHo-
MafMAMM, HO, KaK NOKa3an HIKEeONMCaHHbIA CNyyal, He
BCErga MOXHO BbISIBUTb CBfA3b NaTONOrMYecKux spne-
HUM Y MaLWeHTa, CBA3aB UX OJHON NULIb FeHEeTUUECKOl
naTtonoruen.

KnuHuuecknii cnyyai. 7.10.2022 8 OPUTH [leTckon pe-
CNY6NMKAHCKON KNUHWUECKON BOMbHULbI Pecnybnuku
MopaoBus nocTynun pebeHoK U3 NepuHaTANbHOrO LeH-
Tpa AN CPOUHON OMepaLum No MOBOAY BPOXAEHHOTO
NnepuToHUTA.

N3 aHamHe3a: pebeHOK OT TpeTen GepemeHHOCTH,
poAbl 3 Ha cpoke rectauumn 35 Hegenb. bepemeHHOCTb
npoTekana Ha pOHe 06OCTPEHUS XPOHWYECKOro nue-
noHecputa B 1 TpUMECTpe, aHTMBMOTUKOTEPANUM MO-
Hypanom. CKpuHuHrosblie Y3W B 11 2 TpumecTpe v gon-
nneporpacdus Ha 31 Hefene NaToNorMmM He BbifBMAK. Ha
CpOKe 6epeMeHHOCTU 35 Hefenb MaTb 3auKcupoBana
CHWXEHWe [ABUTaTeNbHON aKTUBHOCTM NioAa, obpatu-
Nacb B XXEHCKYI0 KOHCynbTauuto. Mo pesynbratam fon-
nneporpacumn 06HaApYKeHbl NPU3HAKN HAPYLLEHUS NO-
[OBO-MNALEHTAPHOrO KPOBOTOKA, HANMUUUA XULKOCTM
B OPIOWHON W NneBpanbHblX NOMoCcTax nnoga. 6.10.22
6epemeHHas HanpasfeHa Ha rocnuTanusauuio B MbY3
PM MPUKB, rae B 3KCTpeHHOM nopsajKe nNpoBefeHo po-
JopaspelieHne nyTem onepaunm KecapeBa CeYeHwus.
B xoge onepauum 06HAPYXEHO Hanuume 06BUTWA ny-
MOBUHbI BOKPYr weun. OKONONNOAHbIe BOAbl 3eneHble
C HenpuATHbIM 3anaxom. OueHKa no wkane Anrap &4/7
6annos. MNpu caHauum BepXHUX AbIXaTeNbHbIX NyTen
MONMyYeHO MYTHO-3eneHoe cojepxumoe. [posefeHa
MHTYy6aUNA Tpaxeun, HayaTta annapatHaa WUBJI. dHaoTpa-
XeanbHo 6010CHO BBefeH «Kypocypd» B fo3e 200 mr/
Kr. YCTaQHOB/NEH XeNYLOUHbIA 30H[, NONYUYEHO MYyTHO-3€-
NeHoe cofepxumoe B 60Mblwom KonuuecTBe. OcmoTp
JeTcKoro xupypra: AChnuKcus Npu poXAEeHUN YMepeH-
Has. PICH. OZH 3 cT. BHYyTpMYyTPOOHbIN MEKOHUEBBIN Ne-
puToHUT (BCneacTBuMe BHYTPUYTPO6HON nepdopaLumn
KULIEUHWKA), reHepann3oBaHHas topma. MpousseaeH
Pa3rpy30uYHblidl NanapoLeHTes.

Mpu nocTynneHun: coctosiHue Tsxenoe. Habnwoaa-
€TCca aKkpoumaHos. Cumntom «6enoro nNATHa» 3-4 cek.
Peakums Ha OCMOTP B BMAE YCUMEHUS ABUTrATeNbHON

aKTMBHOCTW. Audy3Haa MbllieyHas runoToHus, nosa
BbIHY)X/[EHHAasA. Pecdhnekcbl HOBOPOXAEHHOTO C PYK He
BbI3bIBAKTCA. MbllleYyHas KOHTPAKTypa B /NOKTEBbIX
cycTaBax. OTEUHOCTb MAFKMX TKAHeW No Tuny cknepe-
Mbl. [TOAKOXHAS XMUPOBAA KNeTYaTKa BblpaxeHa €nabo.
MsArkme TKaHM NacTo3Hble. AyCKYNbTAaTUBHO AbIXaHue OT
annaparta NpoBOAMTCA MO BCEM NIErOYHbIM NOAAM, paB-
HOMEPHO 0CNABMEHHO, KPENUTALMSA W BNAXKHbLIE XPUMbI.
ToHbI cepAila NPUrayLeHbl, puT™M NpaBunbHbIK, YCC 155
B MUH. Al 76/40 MM.pPT.CT. XXUBOT yBenuUeH B pasme-
pax, WapoBuaHou opmbl. NMepeaHas 6pLOLIHAA CTEHKA
nacTo3Has, NepucTanbTuka He BbicnywuBaetcs. Ctyna
1 MOYENCNYCKAHMA He 6bIno.

[laHHbIe MHCTPYMEHTaNbHbLIX UCCNEeA0BAHNIA NpU No-
cTynneHuu 8 OPUTH.

Y31 opraHoB 6pIOLWHON NOAOCTM W MOYEK: NETAN KU-
LWeYHNKA paclumpeHbl Ao 18 MM, cBO6OAHASA HEOAHOPOA-
Has XMUAKOCTb B 6OMbLIOM KONUYECTBE BO BCEX OTAENAX.
lenatomeranus, paclimpeHme CO6CTBEHHbIX BEH Neue-
HU. Nneno3kTasus 06enx noyex.

0630pHan peHTreHorpadus opraHoB rpyaHON KneT-
K1 B NPAAMON MPOEKLMM: NHTEPCTULMANbHBIE N3MEHEHUS
C NepuBackyNspHON UHGMNLTPaLnen. MHOXeCTBEHHbIe
paecdopmauum pebep. PeHTreHorpacdus BepxHen KoHeu-
HOCTW: HEOLHOPOAHOCTb 30HbI NPEMAPATOPHOro 06bI-
3BECTBNIEHMSA NYUEBOM U NOKTEBOW KOCTM, aKTMBALMM
30H OKOCTEHEHMS, HECOOTBETCTBYIOLLEr0 BO3PACTY.

HenpocoHorpadus n gonnneporpadus cocynos ro-
NOBHOrO MO03ra: Y3-npu3Haki BPOXAEHHON aHOManuu
pa3BUTUSA FONIOBHOMO MO3ra B BMJE KMCTO3HOro obpa-
30BaHWsI 3afIHEN UepenHon AMKM, TUNONNasuu yepss
MO3)eUKa, YMEePEeHHON AunaTaLum XenyaoukoBon cu-
CTEMbI, YMEPEHHOT0 NOBbIWEHNSI 3XOT€HHOCTW B Nepu-
BEHTPUKYNAPHbLIX 06M1aCTAX, €AUHUUYHBIX KaNbLWHATOB
3pUTeNbHbIX BYrpoB, HApYLIEHUA WHTPAKPAHUANbHOIO
KpPOBOTOKa.

Pe6eHOK KOHCYNbTUPOBAH Y3KMMUK Creumanuctamu:
HEBPOJIOrOM, KapANONOrom, TPaBMaToIOroM, yposiorom,
ractposHTeponorom. O6HapyxeHbl cnegytowme opmbl
natonoruu: Atpesus oTBepcTuil MaxaHam wu Jlywku:
1.BpoxaeHHas aHOManua pa3BUTUS TOMOBHOTO MO3-
ra: aHomanusa [eHau-Yokepa. LlepebpanbHas unwemus
Il cTeneHun. 2.Bpox[aeHHbIN NOPOK Cepaua: nepumem-
6paHO3HbIN Ae(eKT MEeX)KenyaouykoBON NeperopoaKkm
(5,0-5,5 Mm no LAK). OyHKLMOHNPOBaHME heTanbHbIX
KOMMYHMKaLMA: OTKPbITbIA apTepuanbHbini NpoToK (2,0
MM o LLAK); oTKpbIToe 0BanbHOe OKHO (3,5 MM no LAK).
TpaH3MTOpPHAA NeroyHas runepTeH3ns HOBOPOXAEH-
HOro. BTopnuHas KapAauonatus CMeLaHHOro reHesa
(nocTrunokcmueckan, metabonuueckas, aHeMUyecKas).
HepocTaTtouHoCTb KpoBoobpalieHus Il A OK Il no Ross.
3.HeonyweHne fAnUYKa OAQHOCTOPOHHee. KpUNTOPXU3M
cnpasa. [IBYCTOPOHHAA NUenoskTasusa. 4.KoOHTpakTypsbl
NOKTEBbIX CYCTaBOB. KOHTpaKTypbl MACTHO-(anaHro-
BbIX CYCTaBOB 06enx kucten. Axongponnasus. MHoxe-
CTBeHHble aechopmaLumn pebep.

MpoBefeHHOE NleueHne: XMpypruyeckoe — nanapo-
LeHTe3, IPEHNPOBaHME BPIOWHON NONOCTY, BbiBEAEHNE
uneoctombl. MeanKameHTO3HOe feyeHne — MO CTaH-
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aapTtam. [1IBykpaTHO Npou3BejeHa nocneonepaumoHHas
nnasmo 1 remoTpaHcysuns, B nocnefyoLlem — TpaHc-
y3us 3pUTPOLUTHON NelkopeayLMpOBaHHON B3BeCH
no MHAUBMAYANbHOMY Noa6opy B CBA3M C pa3BUTUEM
CUHAPOMOM MafibabCcopoLNM N AHEMUN CMELLAHHOTO re-
He3a B BO3pacT 3-X MecALEeB.

[InHamunka cocTosiHUA — MonoXutenbHad. Ha 14-e
CYTKW nocne onepauun nepesegex 8 OMNA go roga. B
BO3pacTe 4 mecaueB COCTOAHME pebeHKa cTabunbHoe,
BbINMCAH U3 CTauMoHapa.

O6cyxeHne. YunTbiBas coueTaHue BCeX NaTonorum
pebeHka 6bina BblABUHYTA TEOPMS TEHOMHOIO 3abone-
BaHus. B nonb3y Mo3anuHoi opmbl CMHAPOMA IBAPA-
Ca CBMAETeNbCTBOBANM: AMCNNA3MSA HOCA B BUAE «NTU-
ubero npocunay, fedopmaumsa pebep, CKpeleHHbie
nanblibl KUCTEW, NOKTEBOE NPUBELEHME KNCTEN U MHO-
)KECTBEHHbIE BbllleNepeyuncneHHble MOPOKN Pa3BuUTUS
BHYTPEHHMX OpraHoB. Ho nocne nonyuyeHus otpuua-
TeNbHbIX Pe3yNbTaToB NOMHOM0 FEHOMHOrO0 CEKBEHUPO-
BaHWA AMarHo3bl aHomManum [leHamn-Yokepa u cHapoma
3aBapaca 6binn CHATHI. YuuTbiBas, Hanuuue y cubea
«NTUYbEro NpogunN», KOHTPAKTYpPbl CYCTABOB U TUNNY-
HOFO HAaNOXEeHNS NanbLeB, MOXHO MPeANONOXMUTb, UTO
B PaCCMOTPEHHOM CNy4Yae UMeTCS onpefeneHHble Ha-
CNeACTBEHHbIE AHOMANNUK, B YACTHOCTU, MPU3HAKK ANC-
Nnasum coOefUHNUTENbHON TKAHW, He pacWUdPOBaHHbIe
npu aHanuse fiHK. B T0 Xe Bpems psAj BbifABEHHbIX Ae-
thekToB MOr chopMNUPOBaATHCS PEHOTUNMUECKU, KaK pe-
3ynbTaT UHQEKLMOHHOTO 1 TOKCMYECKOro BO3LENCTBUA
(0o6ocTpeHne nuenoHetpuTa y matepn B 1 TpUMeCTpe,
aHTUONOTUKOTEPANUS), @ TAKKE BCNEACTBUE BHYTPUY-
TPO6HOM rUnokcuu. MMNokcua cnoco6CTBOBaNa Bbi6PO-
CYy KaTexonamMHOB W LeHTpann3auum KpoBoobpalle-
HUS, UTO NPUBENO K UIEMUN KULIEYHUKA, HAPYLIEHNIO
NepucTanbTUKU U 3aBOPOTY KULWIKKM, C Pa3BUTMEM NO-
cnefyioWero Hekpo3a u nepgopaunmn ee CTeHKU ¢ 06-
paszoBaHuMem nepuToHMTa. [llocne peLeHTpanu3auum
KpoBOO6paLLEeHMs NPOM3OWA0 CHUXEHNE nepdy3un
roN0BHOrO MO3ra, cepaLa 1 Nérknx. Yckopexue npowec-
COB IMMKONK33a, aKTMBALMA NPOTE0NMN3a, rMnepnakraTe-
MUS, MPUBENN K OTEKY MO3ra, fe3MHTerpaumn KneTok,
MCXOLOM KOTOPbIX SIBUAACh aTpodus y4yacTKOB MO3ra
1 06pa3oBaHMe KMCTbl. [MNepkaTexonammHemms, runo-
FAVKEMUS, YXYALEHWE PEONOrMyYecKnx CBOMCTB KPOBU
CTaNN NMPUUUHOWN CHUXEHUS COKPATUTENbHOW PYHKLMM
MUOKapa, HapyleHWs NpOBOAMMOCTU, NErOYHOM ru-
nepTeH3mMn, NePCMCTUPOBaHUSA heTanbHbIX KOMMYHUKA-
umi. NMporpeccupytolias runokcusa Bbi3gana paccnabne-
HUE aHANbHOTO COMHKTEPA W «racMUHI-AbIXaHUEeY, UTo
MPWBENO K acnupaLm MeKoHMS 1 pa3BUTUIO JucTpecca
B pe3ynbraTe BTOPMUYHOrO Aeduuuta cypdakTaHTa.

3aknoueHne. MeKOHUEBbI MEPUTOHKUT caM Mo cebe
ABNAETCA PeAKoW, HO OueHb TAXENOW NaTONOruei.
JlaHHbIN KAMHUYECKNI CMYYaln OKA3ancs YHUKanbHbIM
B CU/Y COUYETAHUS BPOXXAEHHOrO NePUTOHUTA C MHOXe-
CTBEHHbIMW MOPOKAMM Pa3BUTUS KAaK FeHeTUYecKoro,
TaK U PeHOTUNMYECKOro MPOUCXOXKAEHNS. 3a 3[40pO-
Bbe 3TOr0 Masbllla CPAXanucb B MOMHOM CMbIC/e 3TOr0
cnoBa 6puragpl Bpauel PasfMUHbIX CMeLnanbHOCTEN.

28

PebeHOK BbhKWA. B HacToslee Bpems emy npeactout
3-i1 3Tan XWpYpruvyeckoro neyeHns — BOCCTAHOBAe-
HMe ecTEeCTBEHHOrO Naccaxa KuweyHuka. lanbHenwee
npucTanbHoe HabMIAEHNE MOMOXET CBOEBPEMEHHO
KOMNEHCMPOBaTb UMetoLwmecs y Hero fedekTbl 1 Npea-
yNpeanTb pa3BUTME OCIOXHEHWN.

KNUHWYECKMIA CNTYYAIR YCNELLHON
KOPPEKLIUW OBLLErO APTEPUA/IbHOIO
CTBO/IA, COYETAIOLUErOCS C AEDEKTOM
MEXOKENYA0UYKOBOW NEPEFTOPOAKN
N OTKPbITbIM OBA/IbHbIM OKHOM Y
PEBEHKA 5 NET
AsepbsiHoB T.10., BnacoBa A.A.

HayuyHbili pykosodumernb:
K.M.H., doyenm JlapuHa /1.E.

PHAMY um. H.1. Tiuporosa M3 PO
Katbenpa nponeaesTuky feTckux 6onesHen NMd

AKTYanbHOCTb. 06N apTepuanbHblii CTBON (0AC) —
OTHOCMTENbHO PEAKO BCTPEUAOLWMIACS BPOXAEHHON NO-
pok cepaua (BMC) — o1 1% Ao 1,7% cnyuyaes B CTPYKType
BPOX/AEHHbIX MATONOrnin cepaua. Mo AaHHbIM ayToNCui
yactoTa Bbiwe — oT 2,1 8o 3,9%, UTo CBMAeTeNnbCTBYyeT
0 HeI0CTAaTOYHOW BbISIBNSAEMOCTW M MOATBEPXAAET He-
6naronpusTHOE TeUeHne NOpokKa.

XapakTepuctukon OAC siBnsieTcs, Kak npaBuno, 6bl-
CTPOe U 3/10KQUECTBEHHOE pPa3BUTUE NErOYHOW ru-
neptensuu (NN u cuHapoma 3ii3eHMeHrepa C HU3KUMU
aHcamm JOCTUYb B3pOCNOro Bo3pacTta 6e3 onepauum.
B peructpe B3pocnbix 60nbHbIX ¢ Euro Heart Survey
13 1877 HabnaeHnid ¢ pa3nuuHbiMu BIMC npueoanTcs
TONMbKO 4 (0,21%) cnyuas HeonepuposaHHoro OAC.

BONbWWHCTBO B3POC/bIX MALWEHTOB C KOppeKLMel
OAC B feTCKOM BO3pacTe WK C COXpaHeHnem Hebosb-
WOro OCTaTOYHOro fedekTa Mocne XMpypruyeckoro
BMellaTenbcTBa 6eccumnToMHbl (BbiABNAGTCA HOpMA-
nu3aunsa LaBNeHus B Manom Kpyry KpoBoOb6paleHus
1 nonHbIn perpecc ).

Llenb. BbIAICHUTb Kakne AencTBMa Bpaya NOMOryT u3s-
6exaTb Pa3BMTUA XN3HEYTPOXAKLWMX COCTOAHUN NpK
couetaHum BIMC.

KnuHnuecknin cnyyai. MNauyuenTka /1., 5 net. Mpu po-
XAeHun macca tena — 3900 r, AnnMHa — 52 cMm, oueHKa
no wkane APGAR — 7/8 6anno.. Ha 1-e cyTKn BbiC/yWaH
CUCTONNYECKNIA WyM Haf obnacTblo cepala. B Bo3pacte
3-x cyToK pebeHok nepesefeH B AIFKB N213 um. Guna-
TOBa NS A006cneaoBaHua ¢ amardosom: BIMNC, KOHDB-
lOrauMoHHas XenTyxa, uepebpanbHas uwemns, puck
Mo BHYTPUYTPOO6HOMY MHULMPOBAHUI. Ha BOCbMble
CYTKM XWU3HU NPOBefeHa PaanKanbHas KOPPeKLmMa no-
poka cepaua C popmnpoBaHMEM BbIXOAA M3 NpPaBoro
XEeNyAaouka C MoOMOLLblo 6ecKnanaHHOro KOHAyuTa B yC-
NOBUAX UCKYCCTBEHHOTO KpoBoobpauieHna (UK), runo-
TepMun n kapguonneruun. BoinucaHa Ha 11 cyTku 6e3 oc-
NOXHEHW. B 3 roga 4 Mmec BbINOMHEHO CTEHTMPOBaHKe
paHee YCTAHOB/IEHHOIr0 KOHAyMTa BBMAY HapacTaHuA



CTeHo3a. B 5 net 10 mec npu ocmoTpe pebeHka obpa-
LAoT Ha ce6 BHUMAHME NNLIb CUCTONUYUECKUIA WYM 4/6
B TOUKe ayCKymnbTaLyuu KnanaHa neroynoi aprepum (J1A)
W pybel nocne CpefuHHOK CTepHOTOMMK. MMaLuMeHTKa
noCcTynuia Ha MNMaHOBY onepaunto B 26 Kapanmoxu-
pypruyeckoe otgeneHne MANKB ¢ nokasatenem SP02:
97%, no 3xoKl NUKOBbLIA FPpaUeHT Ha CTEHTE B KOHAYU-
Te MX/NA=70 mm Hg, cpen =38 mm Hg. Mocne onepaLuu
no ycTaHoske RVOT (npaBoenyaoukoBOro BbIBOAHOMO
TPAKTa) U YWMUBaAHWMIO AedeKTa MeXKenynoukoBon ne-
peropoaku — SP02: 99%, NUKOBbIA rpaaneHT Ha RVOT/
KOHAYUT =22 MM Hg, cucTonuueckun wym 2-3/6 B Touke
ayckynbrauum knanaHa Jf1A.

O6cyxaeHmne. CBOEBPEMEHHOCTb AMArHOCTUKKN B CO-
UeTaHMN C OTHOCUTENbHON PEAKOCTbIO HO30MOMUM U TS-
KECTbI0 COCTOSAAHWA YKA3blBAOT HAa XOPOLWMWIA YPOBEHb
0CBEAOMIEHHOCTM Bpayeli 1 Hannuue npuemnemblx pe-
KoMeHaL i no 3a601eBaHuIo.

3ak/nioyeHue. CBoeBpeMeHHOe BbisiBNeHNe (BHeLWHWI
OCMOTP ¥ ayCKynbTaLus feTeil HEOHATONOroM) 1 Tepa-
nus BMNC (XMpypruueckoe u MeAMKaMEHTO3HOE feue-
HWEe) NOMOTyYT N36exaTb PA3BUTMA XKU3HEYTPOXAKLNX
OCMOXHEHNH.

KNWHWYECKNIA CNYYAI BPOXKAEHHOW
LIMTOMEFA/IOBUPYCHOIN UHDEKLIA
Y HEJOHOLIEHHOIO PEBEHKA
C IKCTPEMANbHO HN3KOI MACCOM TENA.
OTAANEHHDIE PE3YNIbTATbI HABMIOAEHNSA
Kapacesa O.A.

HayuHbili pykoeodumens:
K.M.H., doyeHm benkoea T.H.

OMCKMI rocyjapCTBEHHbIN MeANLMHCKUIA
yHVBepcuTetT M3 PO
Katheapa rocnutanbHou neguatpuum ¢ kypcom AN0
06nacTHas KnuHKYeckas 6onbHMLa, OMCK
MepuHaTanbHbIA LEeHTP, OMC

BBepeHue. BpoxaeHHas LMTOMEranoBupycHas WH-
ekuns (LMBW) sBnseTCs AOBOMABLHO WWPOKO pacnpo-
CTPAHEHHbIM, HEPEAKO WHBANUAM3MPYIOWMM 3abone-
BaHMEM HOBOPOXAEHHbIX. LMTOMeranoBupyc MoOXer
MopaxaTb pa3finuHble OpraHbl, B TOM UMCNE MOXET Bbl-
3bIBaTb TAXKENbIN IHTEPOKONUT Y HOBOPOXAEHHbIX U Ae-
Teli NepBbIX MECALEB XU3HW. B Xoe AnarHOCTUYECKOro
noucka nposogunach gnddeperHunanbHas gMarHocTu-
Ka C XMPYypruuecKoil NnaTonormei KUWeyHmKa.

KnuHuyeckmnin cnyyvaid. MauuenT /1. poauncs B obnact-
HOM nepuHaTanbHOM LeHTpe ropoaa Omcka B 2018 roay.
OT nepBon 6epeMeHHOCTN Ha (DOHe NnaLeHTapHoOW He-
JAOCTAaTOUYHOCTU, HAPYLIEHNSI FeMOAVHAMUKN | b cTeneHy,
npex/eBpeMeHHOro U3NUTUs OKOMONNOAHbBIX BOJ, ABY-
KpaTHOro 06BUTWS NYMOBWHbI BOKPYT lieu nnopa. Po-
JAUNCSA HE[lOHOLEHHbIN pebeHoOK CO CPOKOM recTauun 27
Hepenb, Maccon 805,0 r, AnnHOW Tena 30 CM, C OLLEHKON Mo
wkane Anrap 4-5-5 6annos. Begywue cmHApoMmbl nocne
POXJEHNS: pecnupaTopPHbIN AUCTPECC-CUHAPOM HOBOPO-

XIAEHHbIX, CMHAPOM yrHeTeHuns LIHC, nogo3peHue Ha Te-
ueHue BHYTPUYTPO6GHOM UHMEKL M. 3a Bpems npebbiBa-
HWA B CTaLMOHape HeoLHOKpaTHO nepesoauncs B OPUT
B CBA3U C TAXKECTbI COCTOAHNA 3@ CUET MHTOKCMKALMOH-
HOro0 CUHAPOMA, UHTECTUHANbHOrO CUHAPOMA, Cepaey-
HOW, AblXaTeNbHON, MEUEHOUYHON HEeA0CTATOUHOCTU. [ing
MCKNIOUEHNA BHYTPUYTPOOHBIX MHDEKLMA NPOBOAUANCD
npsiMble 1 Hempsimble MeTOAbl AUArHOCTWUKMW, COrnacHo
KMMHUYECKNM pPEeKOMeHAauMsaM Poccrninckoro obuecTsa
HeoHaTonoroB u Poccuilckoi accouumauuu cneyuanu-
CTOB NepuHaTanbHOW MeIMLIMHbI «BpoXaeHHasn uuTome-
ranoBmpycHas nHdekuma», 2016 r., 2022 r. UmmyHodep-
MeHTHbIN aHanus (MMA) c onpeaenennem IgG kK LUMBU Ha
BTOPbIe CYTKM NOKa3an NnonoxuTenbHbl pesynbtart. MLUP
AMarHocThka Mo KpoBM, MOYe NOATBEpAuna Hanuuume
[HK LIMB. lMpoBeaeHo Bupyconoruyeckoe obcneaoBa-
Hue: KpoBb EBV/CMV/HHV6-cKpuUH-MOHUTOP — FL V.6 OT
24.01.19: IHK CMV Konun/mn — He aHanuaupyeTcs, IgCMV
Konui 105/knetok — 2,32. AHK CMV konui 10°/kneTok —
207. MoaTBepXXAeHNeM UHMEKLMN Y MaTePK CYXKA no-
NOXnTENbHbIN pe3ynbtat MDA anarHoCcTuKKM Kposu: IgM
K LUMB — 0,271, IgG — 17,5.

B nocTkoHUeNnTyanbHOM Bo3pacTe 35 Heaenb B CBA3M
C HapacTawWnM UHTECTUHANbHBIM CUHAPOMOM, KNNHU-
KOW 3HTEpOKONUTa NpoBefeHO OnepaTUBHOE neueHne
C BbIBEIeHWEM TPAHCBEP30CTOMbI, B X0 KOTOPOro 6bin
06HapyXeH CTeHO3 nonepeyHo-06040UHON KULIKK. M0
pe3synsTatam MMLUP ANarHoCTUKN pe3eLynpoBaHHON KKLLI-
ku nonyueH JHK LIMB (MonoxuTenbHbin pesynbTaT), B
CBA3M C UeM 6biN NpoBedeH Kypc HeouuToTekTa 1 MA/KK
Kaxable 48 uacoB n LlumeBeHa 6 mr/kr/cyT. Bupyconoru-
yeckoe 06CcnefoBaHNne BbIABUNO NONOXUTENbHYIO ANHA-
MUKY: KpoBb EBV/CMV/HHV6-cKpuH-MoHUTOP — FL V.6 OT
11.02.19: HK CMV Konui/mn — He aHanusnpyetcs, IgCMV
Konuit 10°/knetok — 1,7. AHK CMV Konuit 10°/kneTok — 51.

Pe6eHKy BbICTaBMeH KNUHWYECKUA [MarHO3 OCHOB-
Hou: OcTpas BpoxaeHHasa LUMBW, maHudecTHas dopma
(remaTuT C CMHAPOMOM X0NecTasa, IHTEPOKONUT, rena-
TONMEHANbHbIA CUHAPOM). OCNIOXHEHWEe OCHOBHOTO: LIM-
BW-accoummpoBaHHoe nopaxeHue KuweyHuka. CteHo3
nonepeyHo-060404YHON KULIKW. [porpeccupytowas ya-
CTUYHAA KMLIEYHAs HEMPOXOAUMOCTb. PaHHAA CnaeyHas
KuweyHasa HenpoxoaumocTtb. Konoctoma. ConyTcTByio-
Wmii: BpoHXonerouyHas AMCNNasna, CPefHel TAXeCTH,
HernonHasa pemuccus. PeTUHONATMS HEAOHOLEHHBbIX.
OcTeoneHuss HeOHOLWEHHbIX. MepuHaTanbHoe NoCTru-
nokcuyeckoe nopaxexue UHC, HapyweHne MOTOPHOIO
pa3BuTus.

B Bo3pacTe 4 mecsLeB NpoBefeHa penanapoTomus B
CBA3M C NPU3HAKAMM KULIEYHOW HenpoxoaumocTu. Mpo-
LOMKeHO neyeHne LUMBU: HeountoTekT 1Mn/Kr/48 yacos
N°16, LlumeBeH (I'aHu,MKHOBMp) 6 mr/kr/cyT N225. Mo pe-
3yNbTaTaM KOHCepPBATUBHOIO U ONEPaTUBHOIO NevyeHuns
O0TMeYanacb NOMOXWUTENbHaa AMHaMKUKa 3aboneBaHus,
Mpy BMPYCONOTMYECKOM MCCNefOBaHNM Habnohanoch
ymeHblueHne [IHK CMV konun 10°/knetok LUIMB 10 MeHee
10 Konum.

B Bo3pacTe 1 roga pebeHOK NOCTYNUA B XMpypruye-
cKkoe oTgenenue bY300 «O[Kb» r. OmcKa ang 3akpbitus
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TpaHcsep3ocToMbl. Mpu nccnegosanum kposu MUP me-
TOJJOM BHOBb MOMyY€H NONOXNUTENbHbIA pe3ynbTaT AHK
LIMBW. Pe6eHok koHcynbTMpoBaH B GrAQY BO «Poccmid-
CKWUN HAUMOHANbHbIN UCCNeaoBaTeNbCKNIA YHIBEPCUTET
umeHn H.W.NMuporosa» M3 P®. MpoBefeH NOBTOPHbIN
Kypc neuexus Lumeser (FaHumknosup) 35 mr/2 pasa
B cyTKM N°12, 3aTem 18 mr/2 pa3a B cyTku N29. Mocne
neyeHuns LULMBW npoBefeHa xupypruueckas Koppekumsa.
Mpn NOBTOPHOM MCCIEA0BAHNMN KPOBU pebeHKa B BO3-
pacte 1roga 3 mecsues MLUP Tectom Ha UMBIW nonyyeH
OTpuULaTeNbHbIA pe3ynbTaT. BbiNncaH C AWArHO30oM:
BpoxpernHasa LUMBW, nepcuctupylowne teueHune, peak-
TMBaLMA. 3aKpbiTUe TPAHCBEP30CTOMbI.

B HacTosWNIA MOMEHT NaumMeHTy 4 roga. MpofomkeHo
ANCNAHCepHOe HabnaeHne y NynbMOHONOrA B CBA3M
€ hopmmpoBaHmem 6pPOHXONEroYHON ANCNNIA3MN. C yue-
Ta Yy UH(EKLMOHMCTA NO BPOXAEHHON LUTOMEranoBu-
PYCHOW UHMeKLMK CHAT. Y ohTanbmMonora ¢ AncnaHcep-
HOro yyeTa No pPeTMHOMATUWN HeLOHOWEHHbIX CHAT. Mo
(U3MyecKkomMy pasBUTUI MACCO-POCTOBbIE KPUTEpUN
cooTBeTCTBYET 10 MEpUEHTUI, HepPBHO-MCUXMYECKOoe
pa3BuTMe pebeHKa COOTBETCTBYET BO3PaACTY.

3aknioueHune. [lpoBefeHHas CBOeBpemMeHHad [awua-
rHoctuka LULMBW n agekBaTHO nogobpaHHas Tepanus
y rny6oKo HelOHOLWEHHOro pebeHka npueena K nono-
KUTENbHbIM pe3ynbTaTaM fiedeHns U B AaNbHerWnm K
xopowiemy ncxoay. laHHbIA KNUHUYECKUIA CyYaid NoKa-
3blBAET BAXHOCTb MyNbTUAMCLUNAUHAPHOIO Moaxona
C y4yaCTUEM HEOHATONOr0B, NefMaTpoB, NHAEKLMNOHU-
CTOB W XUPYpProB.

KNUHWYECKNIA CNVYAI MPUMEHEHUSA
TAPFETHOIN TEPANNN Y NALMEHTKMN,
5O/IbHON MYKOBMNCLUA030M
C FTEHOTUMOM CFTR F5S08DEL/CFTR
2143DEL T, HOCUTE/IEM BURKHOLDERIA
CEPACIA KOMM/EKCA
Moponbckas A.A.

HayuHbie pyxosodumenu:
K.M.H., doyeHm CapkucsH E.A.,
accucmeHm, epay-nynbmoH0/102 30HeHko O.[.

PHAMY um. HW. Tnporosa M3 PO
Kathenpa rocnuTanbHOW negnaTpun UM. akagemmnka
B.A. TabonuHa N®
Poccuinckasn getckaa knuHuyeckas 6onbHuua PHUMY
um. HW. NMuporosa M3 PO

MyKOBWCLM03 — MOHOTEHHOE, HEYKNOHHO Nporpec-
cupyloulee 3abonesaHue, XxapakTepusyioweecs nopa-
XKEHWEM BCEX 3K30KPUHHDBIX )Xenes, KNMHUYeCKN valle
npoTekatwlee C MOPaXeHWeM [bIXaTeNbHOW CUCTeMbI
W XenyAoYHO-KMILEYHOro TpakTa. [aToreHe3s 3abo-
NeBaHUs CBA3aH C HapyleHWem (YHKLUOHNPOBAHMS
6enka MyKOBMCLMAO3HOrO TPAHCMEMOPAHHOro pery-
natopa (Cystic Fibrosis Transmembrane conductance
Regulator — CFTR), KOTOpblii KOOPAUHUPYeT paboTy
XNOPHbBIX KAHANOB B MeM6paHe KNeTku. [laHHbIe KaHanbl
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OTBEYAKT 32 HOPMaNbHYIO PaboTy INUTENNUSA B NETKUX,
KULLEeYHNKe, NOMAXENyN0UHOW Xenese U Apyrux opra-
HaxX 3K30KPUHHON CeKpeLun, ux AucyHKLMS NpUuBoaUT
K HapyLweHWo 3BaKyaLumn CeKpeTa, U Kak cneacrTemne K
3acTol0, @ 3aTeM KO BTOPUYHbIM U3MEHEHUAM 3TUX Op-
raHoOB, BK/IOYAIOLLUX B C€6S BOCNaneHne v aanbHenwme
CKnepoTuyeckue nameHeHus. 2012 ron o3HameHoBascA
rno6anbHbIM NPOPLIBOM B NE€YEHUI NALNEHTOB C MYKO-
BMCLMA030M, MOCKONbKY UMEHHO B 3TOT rof NOsABUICS
nepBbln NpenapaT TapreTHOW Tepanuu, NO3BONALNNA
BOCCTAHABNMBATb PYHKLMIO M3MeHeHHOro 6enka CFTR.
Ha cerogHsWHMA OeHb CywecTBYeT 4 BapuaHTa Tap-
reTHoix npenapatoB — Kalydeco, Orkambi, Symdeko
u Trikafta.

OfHAM M3 CaMblX TPO3HbIX BApMAHTOB TeUeHUA 3a-
60neBaHNUs CO CTOPOHbI AbIXAaTeNbHbIX NyTel sABNsAeTCs
npuMcoeAnHeHne a3po6bHON TrPaMOTPULLATENBHON MU-
Kpodnopbl — kKomnnekca Burkholderia cepacia (Bcc),
KOTOPbIN NO CBOEW NPUPOAE YCTOWYNB K GONbIINHCTBY
aHTN6aKTepuanbHbIX MpenapaToB. Bcc npMBoauT K pas-
BUTWIO Cepacia-CHAPOMA — HEKPOTU3NPYIOWEN MHeB-
MOHWU C BakTepuemmnen, KoTopas B 6ONbIINHCTBE CNy-
UaeB OKAaHUNBAETCS CKOPbIM N1eTafbHbIM UCXOLOM.

Huxe npeactaBneH KNMHUYECKUA Clydali NOnoXu-
TENbHOrO OTBETA Ha TApPreTHYK Tepanuio Npenaparom
Trikafta y nauueHTkn c reHotunom CFTR F508del/CFTR
2143del T, HocuTenem Bcc.

KnuHuueckun cnyvaid. lesouka M, 13 neT Habnoaa-
eTca B POCCUIICKON AETCKOM KNMHMYeCKon 60MbHuLe
(PIIKB) € 2021 rofa € KAMHUYECKOIA KapTUHOU TSXenoro
TeueHMs MykoBucLuao3a. B Hosbpe 2021 roga yHKums
BHelWHero AbixaHus coctasnana O®OB1=33% (0,69 n),
OXEN=57% (1,42 n), 4TO CBUAETENbCTBOBAMO O TAXENbIX
BEHTUNALMOHHbIX HapyLeHuax, Sp02 92-95%.

Mpu nnaHoBow rocnutanusauuu B uone 2022 ot-
Meuanocb nporpeccupyloliee TeyeHue 3aboneBaHus.
MaLneHTKa MOCTYyNuANa C Xanobamum Ha OAbIWKY Npu
He6oNblWoW (U3NUECKOW Harpyske, Kawenb C 06UMb-
HbIM THOWHbIM OTAensembiM. Mpu ocMOTpe POCT 147 cM,
BeC 31,5 Kr, ayCKyNbTaTUBHO BbICNYLINBANNCL PA3HOKA-
nubepHble Xpunbl ¢ 06enx CTOPOH, CHMXeHne Sp02 oo
90%. MpoBeaeHne nccnefoBaHnsa (YHKUUM BHELWHEro
ObIXaHWA He MpPeAcTaBnANOCb BO3MOXHbIM M3-3a TA-
KECTWU COCTOAHMA NaLMUEHTKN. bbino AMArHoCTNpPOBaHO
ouepeaHoe 060CTpeHWe OGPOHXONErOYHOro npolecca
C ABNEHMAMM AbIXaTeNbHOW HeJOCTaTOYHOCTHN 2 CcTene-
Hu. MaumeHTKe 6blna NpPOBEAEHA KOMMNEKCHas Tepa-
N1, @ TaKXKe Ha3HaueH npenapat TapreTHOM Tepanun —
Trikafta (3nekcakadtop + Te3akadTop + MBaKadTop,
neakadrop).

Cnepytowas nnaHoBas rocnutanuM3auus B Hosi6pe
2022 roaa nokasana, Uto Ha )OHe YeTblipexmMecsuHou
Tepanuu npenapatom Trikafta B cocTossHUM nauueHTKm
Habnganacb NONOXMUTENbHAA LUHAMUKA — YAyylIun-
N0Cb 06Lee COCTOSAHME, KalleNb CTaN pefKUM, Kynupo-
Bafacb OAbIWKA, YIUNa NOTPEOHOCTb B JONONHUTENbHON
KWCNOPOAHON nofaepxke, caTypauus B Nokoe CoCTaB-
nana 98-99%, noxkasarenb O®B1 BbIpoC 40 68% (1,54 n),
OXEN [0 90% (2,38 n), a TakKe OTMEUEHA 3HauMTeNbHas



npubaeka B Macce Tena +7 Kr. MaumeHTKa npogomxaeT
HabnogaTbcsa nevawmmn spava PAKB.

MyKOBWCLMAO03 ABNSETCA CaMblM YacTbiM Hacnea-
CTBEHHbIM 3a60neBaHMeM B MUpe, Bnarogaps ycnexam
COBPEMEHHOW HAyKW Aaxe Taxenble hopMbl 3TOTO 3a-
6oneBaHns MOTYT NOAAABATLCA IEUEHMIO, O YUeM CBUJE-
TeNbCTBYET AAHHDINA KNMHUYECKUA CyYail.

KNUHWYECKNIA CIYYAIN CUHAPOMA
NEAJA Y HOBOPOXXAEHHOIO C TEYMEHNEM
KOPOHABUPYCHOW MHOEKLN
(coviD-19)

Mopgonbckas A.A.

HayuHbie pykosodumenu:
K.M.H., doyeHm CapkucsiH E.A.,
demckuli xupype Leey, /1.B., omdeneHue xupypauu
07151 HOBOPOXXOEHHbIX U HeOOHOWeHHbIX demeli

PHUMY um. H.1. NMuporosa M3 PO
Katheapa rocnuTanbHOW NneanaTpun UM. akagemuka
B.A. TabonuHa N®
[letckas ropofckas knuHudeckas 6onbHuLa N9
nm. I'H. CnepaHckoro

Cunapom Neaaa (C) — 370 NOPoOK pas3BuTHA CpeaHeit
KWILKKM, CBA3AHHDbINA C HapyLeHneM noBopoTa 1 uKca-
LM BpbKEKK. Knaccuuecknm nposiBneHnem apnseTca
TPUaZA CUMMTOMOB: BbICOKOE CTOSIHWE Kynona cnenom
kuwkn (CK), runepdukcaumna [BeHAALATUNEPCTHON
kuwku (ANK) 3m6puoHanbHbiMU TAxamu flenaa, uay-
wmmm ot kynona CK k [MNK, a Takxe 3aBOPOT CpeaHen
KNLIKN.

C/1 xapaKTepu3yeTcs TeM, UTo cnenas KuLika, He Ao-
CTUIHYB CBOEr0 06bIUHOTO MECTOMONOXeHMs, pacnona-
raeTcs B 3NUracTpanbHoi 06nacTu UK B NPaBoOM Bepx-
HeM KBajpaHTe XuMBOTa. KnuHuueckue nposeneHus Ch
MOTYT BapblpPoOBaTh OT NOAOCTPON HEMOMHOMN BbICOKOIA
KWLWIEUYHON HENPOXOAMMOCTH, KOraa 0TMEUatoTcs 3nn3o-
Abl 60Nen B XNBOTE, NepUoanUecKme «KHeobbACHUMbIE»
PBOTbI, 3aJi€PXXKa CTyNna Uau anapes, nnoxas npubaska
B Macce; 10 OCTPOW CTpaHrynaLum, Tpebytollen npose-
JEeHUs IKCTPEHHbIX MEPOMPUATUA.

KnuHnuecknin cnydaid. MauneHt H., 26.01.2022 roga
POXAEHMS, HA 8-€ CYTKM XU3HWN 3KCTPEHHO MOCTYyNnun B
cTauuoHap [eTcKol ropoAcKon KAMHWYECKOW 60NbHM-
ubl (ArKB) N°9 um. IH. CnepaHckoro.

13 aHamHe3a XuU3HN: 6epemeHHOCTb 2 (nepBas pas-
pewnnacb CpoYHbiMKW pofamu B 2017 rogy, pebeHok
3[10pOB), ManbumK OT MaTepu 31 rofa, KoTopas cTpaja-
eT CHAPOMOM Xunbbepa, MoUeKaMeHHOW 60Ne3HbIo,
a TaKXxe MMeeT Takie MaToNoriu, Kak 3po3ua Leilku
MATKU 1 GUCYHKLMA AMYHKKOB. MNepes pogamn oTme-
uanacb NMxopaaka. Pe6eHOK AOHOLWEHHbIN, Macca Tena
npu poxpeHun coctaBnana 3230 r, AnuHa Tena 51 cm,
oLeHKa no wkane Anrap 8/8.

N3 aHamHe3a 3aboneBaHus: 30.01.2022 roga y pe-
6eHKa 6bina ABYKPaTHas PBOTA COAEPXKUMbIM 3€M1€HOM0
LLBETQ, MaNTbynK CTaN OTKA3blBATHCA OT efbl, NOSBUIACH

BANOCTb M €1a6oCTb. 30.01 pebeHOK 6biN roCNUTaNn3n-
poBaH B [leTCKY0 MHMEKLNOHHYIO KNMHUYECKYI 60/b-
Huuy N6, rae Haxogunca no 02.02.2022 roga. B teueHun
3TOr0 BpEMEHU NaLMeHTy 6biN0 NpoBeAeHO 06CnefoBa-
HWe, B X0Ae KOToporo 6bia yctaHoBneH COVID-19, maTb
TaKXe meeT nonoxuTtenbHbin MLP-TecT. MomMumo 3Toro,
pebeHKy 6bina NpoBefeHa 0630pHas peHTreHorpadus
opraHos 6piowHon nonoctu (OBM) ¢ KOHTpacToM, rae
6bin BbiIBNEH HE3aBEepLIEHHbIN MOBOPOT KULIEYHMKA.
C uenbto 6onee yrnybneHHoro o6cnenoBaHua u neve-
HWUSA B YCNOBUAX, NO3BONAIOWMX OKa3aTb 3IKCTPEHHYIO
XMPYPruyeckyto nomoLlb NauueHTam C KOpPOHABUpYC-
Hou mHGekuuen COVID-19, pebeHOK 6bin nepeBefieH B
AFKB N29 um. IH. CnepaHckoro.

Mpw noctynnexun 03.02.2022 roga, Macca 2870 r (no-
TepsA Ha MOMEHT nocTynnenna — 450 r (14%)). CoctosHue
pebeHKa TAXenoe, KOXHble NOKPOBbI 6efHble, Nono-
XeHMe Tena naccusHoe. MNpu nccnefoBaHnn COCTOAHNA
OPraHoOB XeNy[oYHO-KUIEYHOrO TPaKTa ObiN 3aMeyeH
6neHbIn A3blK C 6enbiM HAaNeToM, OTCYTCTBUE CTYNa, A
Takxe 6bl1 YCTAaHOBNEH HA30racTPanbHbIN 30HA, N0 KO-
TOPOMY NOCTYNano 3aCTONHOE XeNyaouHoe COAEPXU-
moe o6bemom 30 M.

PebeHKy 6binn npoBefeHo obcnepoBanue. Mo pe-
3ynbTaTam nabopaTtopHOro UCCeoBaHusA y nauueHTa
BbiSIB/IeHa rMnonpoTenHemus 55 r/n (66-87 r/n), runo-
anbbymmHemus 22 r/n (30-54 r/n), KOMNEHCMPOBaH-
Hblil pecnupaTtopHbiin auupos (pHY, p02d, pCO21),
OCTanbHble HMOXUMUYECKME NOKa3aTenu, AaHHble ne-
pudepuyeckoil KpOBM M MapKepbl BOCMANeHUs B npe-
Aenax BO3pacTHou Hopmbl. AHK 6akTepuii, rpnokos
1 TORCH-uHbekuUmin He BbiSIBNEHO. B xofe ynbTpassy-
KoBoro uccneposaHusa OBl onpefensanca cnupanesuni-
HbIil XO[, ME3EHTEPMANbHbIX COCYA0B, @ TAKXE BU3yanu-
3MpOBaNNUCb NPU3HaKM mManbpoTauum KuweyHuka. o
LaHHbIM 0630pHOI peHTreHorpacun OBl 6bIn0 06Ha-
pYXeHo, UTO ra3oHamnonHeHne netenb KUWEYHUKa AB-
NANOCb HEPaBHOMEPHbIM, Fa3 onpeaensancs B Buje cnu-
BalOLWMXCA «NATEH» NPOCBETNIEHNA Manoro u cpeaHero
pa3mepa, CpeAHel MHTEHCUBHOCTU B CPEAHNX U HUXKHNX
OTAenax Xusota. B pe3synbTate KNUHWUKO-WHCTPYMEH-
TanbHOro o6cnefoBaHus pebeHky 6bin BbICTaBNEH An-
arHo3 — KuweyHas HenpoxogumocTb (cuHapom fleasa),
a TaKkxe yCTaHOBNEHO CONYTCTBYloLEee 3aboneBaHne —
KopoHaBupycHass WH(eKLns, Bbi3BaHHAs BUPYCOM
COVID-19. MpuHATO pelleHne 06 onepaTuBHOM eUEHUMN.

Onepauusa BKkNoyana B ce6s BEPXHIOW MOMNEPEUHYHD
nanapaTommio, peBn3unio 6PIOLLIHON NONOCTK € Mocneay-
IOLLMM YCTPAHEHMEM 32BOPOTA KUK U aAre03nonm3u-
com (Kynon cnenoii KMWKN 1 4acTb TOLLENA KULWKN 6binn
(hnKCMpOoBaHbl CnailkamMn K 3ab6pHOWUHHON YacTyu fBe-
HaALATMNEPCTHON KniwKw). Mocne onepauun pe6eHok 5
CYTOK HAXOAWNCA Ha IHTEPANbHOM Nay3e C NOMHbIM Na-
peHTepanbHbIM MUTAHUEM, MOCNE YEro 6biN NOCTENEHHO
nepeBefieH Ha 3HTepaNbHYI Harpysky 6€31aKTO3HOU
CMeCbio Ha OCHOBe rMaponmu3aTa 6enka. MauneHT Bbinu-
CaH Ha 14-e cyTKK nocne onepauuu.

ManbpoTaumus KUWEYHMKA Y HOBOPOXAEHHOrO Tpe-
OyeT HEOTNOXHOIo XWPYpruyeckoro BMELATENbCTBa,
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0CO6EHHO MpWU HANWuMKU 3aBOPOTA, MO3TOMY pPaHHASA
AMArHOCTMKA MMeeT pellaiollee 3HayeHue [ns BOC-
CTAQHOBMEHUSA NMPOXOAUMOCTM KWUWKMN U ee KPOBOCHA6-
KEHUSA, NPeyNpexaeHna paga THKENbIX OCNOXHEHUN,
TaKMX KaK HEKPO3, CUHAPOM KOPOTKOW KUMLIKN, XU3Hey-
rPOXatoLero CoCTOAHNS. [JaHHbIA KNMHUYECKNIA Cyyail
AEMOHCTPUPYET YHUKANbHbIA OMNbIT NIeYeHMs NauneHTa
C PeaKon XUpPYpruyeckomn natonornen Ha hoHe TeueHus
HOBOI KOPOHABUPYCHOM MHAEKLK, @ TaKXKe oTpaxaeT
yCnewHbln pe3ynsTaT NPoBeAeHNs KOMNIEKCHOTO Noj-
XOAa B [MArHOCTIKE XMPYPruYeckon NaTonorum xeny-
AOYHO-KMLIEYHOTO TPakTa Y HOBOPOXAEHHbIX C nocne-
AYIOWMM 3KCTPEHHbIM ONEPaTUBHbIM BMELIATENbCTBOM
B YCNOBMAX WH(EKLMOHHOTO Kopnyca nepenpodunu-
poBaHHOro Ansa paboTbl ¢ COVID-19 cTaunoHapa.

CNIYYAIA C BONE3HDbIO
BU/IbCOHA-KOHOBA/IOBA
YV MANBYNKA 11 NET
Anennukosa E.[., BacioTeHko [1.A.

HayuHblli pykoeooumenb:
K.M.H., doyeHm Camoxeanoea B.B.

Bonrorpagckuu rMy M3 PO
Kadeapa netckux 6onesHen N

BeegeHue: bone3Hb BunbcoHa-KoHoBanosa — pej-
KOe HacNneAcTBeHHOe ayTOCOMHO-PELECUBHOE Myfib-
TUCMCTEMHOE 3aboneBaHne NpoTeKaeT noj Mackoi re-
naTuta HeBbiiCHeHHOW 3Tuonoruu (TH3). Bo3HuMKaeT B
ycnoBuax mytauun B reHe ATP7B, koaupyioliem 6enok
medb TpacHnopTupytowen ATO-a3bl neyeHu. Mpossng-
€TCA pa3NNYHbIMN HEBPONOTUUYECKUMM, NEUEHOUHbIMK,
NCUXNATPUUECKUMI, KOCTHO-MbILIEYHbIMW HapyLIeHUA-
MW BCNEACTBUE Ype3MEPHOro OT/IOXEHMS Mean B opra-
HaX U TKaHAX. OTHOCUTCA K YNCNY TPYAHO AMArHOCTUPY-
eMbIX 3a60/1eBaHNI B CBA3W C ANUTENbHbIM NAaTEHTHbIM
TeyeHnem, 1 60NbIWUM NOAUMOPHN3IMOM KITMHUYECKON
CMMNTOMaTUKK. B nocnegHee Bpems npobnema akTya-
NuU3MpoBanacb B CBA3U C pacliMpeHnemM BO3MOXHOCTeN
AVArHOCTUKKM U mnosBneHnem 3¢@eKTUBHbIX MeTO[0B
neyeHus.

KnuHuueckmin cnydvain: Y manbumka 11 net otmeva-
MINCb Xanobbl: COHNMBOCTb, CNA6OCTb, BbICTPan YTOM-
nsaemocTb. Mpu o6cnefoBaHWM BbiABAEHO 1 AcAT
18E/n n AnAT 254E/n B ceHTa6pe 2019r. BbifBneHa
dnwTelH-bapp BMpycHas MHdeKuns. HasHaueHbl re-
naTonpoTekTopbl (renTpan, 3ceHumane), rMKo3a, Lu-
KnoepoH, n3onpuHo3mMH. Ho CMMNTOHbI OCTaBanuCb
npexHumun, a ypoBeHb TpaHcMuna3 Hapactan. Torga
nposenu AHK-gmnarHocTtuky. B deBpane 2020 06Ha-
pyxeHa reHHas myTauua H1069Q B retepo3nroTHOM
COCTOAAHWUN B reHe ATP7B. PebeHOK Haxoaunca Ha ne-
yeHuu ¢ guario3om bBK, abgommHanbHasa opma. Bbi-
MUCaH C peKomMeHAaLnen npuema KynpexHuna 125 mr 2
p/n, ypcothanbka. Ha hoHe Npuema KynpuHUNa Bo3Hu-
Kana cbinb B BUAE KPYMHbIX 6aswwek, 3ya. Matb pewnna
OTMEHUTb KYMPEeHUN N Hayana CHoBa NPUHUMATb C He-
60nblUNX A03MPOBOK foBeAs [0 375 Mr. [Tofo6HoOM pe-
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akumu 6onblie He 0OTMEYanoch. B none fosa Kynpexu-
na ysenuyeHa fo 500 mr, nupugoKcuHa rugpoxnopua
10 Mr/cyT, enyeroHHble npenapaTbl Kypcom. Pe6eHok
6bl1 NpOONEPWPOBAH NO MOBOAY MAXOBOW TPbhKM, B
oKTA6pe 2021 roaa ManbymK NepeHec OCTPYH pecnu-
paTopHyto uHdekuuto. Ha 3Tom hoHe ypoBeHb TpaHca-
MWUHA3 COXpaHANCA cTabunbHbiM . Bce pekomeHgauum,
BK/IOYan [LueTonornyeckne, cobniogeHbl B MOMHOM
obbeme.

[laHHble NAabOPATOPHbLIX U WHCTPYMEHTANbHbIX WUC-
cnefloBaHuii: B aHBape: MPT 6ploWIHON NOMAOCTM W NO-
yeKk — yBenuueHue n Aud@ysHble U3MeHeHMA ne-
ueHu, NpWU3HaKK Aau3meTabonuueckol HedponaTuu,
Y31 noyek — nupamuaku o6BefeHbl rMNep3IXoreHHbIM
o6ofkom. MnaHoBas rocnutanusauua B aerycte 2022,
AKTUBHOCTM npouecca B NneyeHn He otmeyanocb. Oc-
MOTP: COCTOSIHME CPeAHEN TAXKECTU, KOXHble MOKPOBbI
6neaHble, remMmMoparnyecknii CUHAPOM He BblpaXKeH.
Nepudepuyeckne numdoysnbl He yBeNnnUeHsbl. flerkue:
[blXaHne Be3UKynapHoe, XpunoB HeT. ToHbl cepaua oT-
ueTnMBble PUTMUYHBIE. MYNbC PUTMUYHDBIA, 65 YA /MUH,
Al 111/56 MM.pT.CT.

AHanusbl npu Bbinucke: Mpynna kposu AB(IV), pes-
yCc-hakTop NONOXUTENbHbIN.

O6wWKin aHaNN3 KPOBU: NerKoumUTbl — 6,4x10°/n, 3pu-
TpounTbl — 5,05x 102/, remorno6uH — 143 r/n, Tpom60-
uuTbl — 186 x10°/n, nMOLUTbl — 48,4%, MOHOLUTbI —
10,3%, HeuTtpodmnbl — 37,4%, 303nHOGMNbI — 3,3%,
6azodunbl — 0,6%; CO3 — 7 Mmm/u.

061K aHaNU3 Moum: Kon-Bo 60,0 MA, yaenbHbIN BeC
1020, Hac.kenT, caxap — oTp., 6enoK — oTp., ypobunuH —
OTp., aLleTOH — OTp., pH 5,5,.MoueBon ocagok 6e3 nato-
noruu.

Konpockonua: Kan — Kopuy., 0ohopm., AeTPpUT 5+, a/r
1 NpoCTelillne He 0BHAPYXKEHDI.

b/x kposu: LW® 325 en/n, ACT 24,1 en/n, ANT 24,3
en/n, ITT19,9 ea/n, NAr 369 ea/n, 6unupy6uH obu,. 8,27
MKM/N, KpeaTUHKUH 70,3 MKM/N, MOueBMHa 4,5 mm/n, CPB
0,53 mr/n, meab 5,9 MKM/N, XonuH3CTepasa 9664 en/n.

Koarynorpamma: npotpom6uH 84,0%, MHO 0,99, Tpo-
6rnHoBoe Bpems 18,2 cek, AYTB 33,6 cek, A-aumep 0,131
MKF/M.

CyTouHasa moua Ha Cu: 347 mkr/cyT, hocchaTthbl 25,7 Mm/
CyT, ypaTbl 3,57 Mm/cyT, okcanatbl 0,19 MM/cyT.

MPT 1 Y31 OBN: 1 pa3mepoB npaBo aonu, anddys-
Hble U3MEHEHMA NeYeHr, neperné 1 yBennyeHne CTeHKN
KENYHOro ny3bips. PaclwmpeHne n ynnoTHeHNe CTEHKM
xonenoxa. PeaKTMBHble W3MEHEHMA MOAXeNyA0UYHON
xenesbl. KUCTbI U KanbLMHAT NEBO MOYKW.

MPT ronosHoro mosra: ymepeHHoe HepaBHOMepHoe
paclwupeHme  cybapaxHoOMAAnbHOrO  MPOCTPAHCTBA,
eAVHUYHbIA ouar B 6enoM BellecTBe NpPaBoi NOGHON
A0NN, COCYANCTOro0 XapakTepa, y4acTOK MeNKoKMCTo3-
HOU NMepecTpolikM 3nndu3a.

Henpsamas (ubposnacToMeTpma neyeHn: 3nacTuy-
HOCTb 4,4 KMa — 310 FO cTagma gmbpo3a no METAVIR.

KoHcynbTauus ohTanbmonora: rnasHoe Ho 6e3 oco-



6eHHOCTel. B HMKHEOHOKOBbLIX OTAeNaX POroBuLibl KOH-
LLEHTpUYECKNe OTIOXKEHMS NMMTMeHTa — Konblia Kanse-
pa-dneiiwepa, MMONUA CNabon cTenexu.

KoHcynbTauua Hesponora: KoMneHCUpoBaHHOe CO-
cTosHue LUHC.

3aknioueHune: TeueHne 6naronpuaTHOe Npu CBOEBpe-
MEHHOM NeYEeHNN N AUATHOCTUKMN, NCXOA 3ab0neBaHus:
ynyuleHue, BbinucaH. KNUHMYECKMIA Cnyyan npeacTas-
nAeT UHTepec € TOUKU 3peHUs HeobX0JMMOCTM CBOEB-
pemMeHHOW AMarHoCcTUKM BBK, Koppekuun Ao3bl nato-
reHeTNYeCcKoW Tepanun C LeNbio CHUXKEHUA Pa3BUTUA
NOpaXeHWil.

KNNHWYECKWIA C/TYYAI BONME3HU FOLLE
1TUNA
Anennukosa E.[l., BacioTeHko [1.A.

HayuyHbili pykosodumernb:
K.M.H., douyeHm kachedpbl demckux 6one3Hel
neduampuyeckozo chakynsmema Camoxeanosa B.B.

Bonrorpagckuin TMY M3 PO
Kathenpa netckux 6onesnen Nd

BeepneHue. bone3sHb [owWwe —ayTOCOMHO-peLeccBHOe
3aboneBaHue, BO3HMKAKLWME BCNeACTBME HeaocTaTKa
(hepmeHTa rnwkouepebpo3maasbl, He06XoaMMOro ans
paclienneHmns XnpoBou cybcTaHLumn rniokoLepebposun-
A4, uTo BEAET K HAKOMMEeHN0 B TM30COMax Makpodaros,
MONYUYMBLUNX HA3BaHUe «KeToK [owex. [TaH3THUYecKoe
3aboneBaHune, OMHAKOBO 4acTO BCTpevaeTcs cpeau
NUL, KaK XXEeHCKOro, Tak 1 Myxckoro nona. Ha 40.000-
60.000 HaceneHus — 1 cnyvai 3aboneBaHms, UTo Co-
cTaBnseT meHee 10.000 60bHbIX BO BCEM MUpe

KnuHuueckun cnyyai: NauueHT A. 15 neT, U3 aHamMHe-
33 XM3HM pebeHOoK OT 1 6epeMeHHOCT NPOTeKaBLLIEen Ha
(oHe nuenoHedpuTa, aHTMBAKTEpPUANbHOUW Tepanuu,
xenesofedUUNTHOW aHemuu, KonbnuTa. Pombl cpou-
Hble, camocToATenbHble. Macca npu poxaeHun 4050 r.,
ANnuHa Tena — 54 cm. OueHka no wkane Anrap — 8/9.

N3 aHamHe3a 3abonesaHus: B heBpane 2015 r pogu-
Tenu BnepBble OTMETUNN Yy pebeHKa yBENNYEHME B Pas-
mMepe XWBOTA, OTMEUYEHO NOBbILEHNE TeMNepaTypbl, HO-
COBble KPOBOTEUEHMUA, MHOTOKpaTHasA PBOTA C Xenublo
C NOBEeMEHNEeM NeTexnanbHOM CbiM Ha Nuue, XULKUNA
cTyn. 06cnefoBaH No MeCTy XuTenbctsa: MNpu nocty-
NJeHUM BbIABNIEHA renatoccnneHomeranus (neueHn +4,
ceneseHka +5, NNOTHOM KOHCMCTEHLUN) N TpOM6OLM-
Tonenua (190-77 Tbic.). MpoBeaeHa NYHKLUMUA KOCTHOMO
MO3ra — O6HapyxeHbl KneTku lowe. PekoMeHA0BAHO
06cnenoBaHMa B Apyroil 60onbHMULE ANS onpeaeneHus
TaKTUKK BBeAeHus pebeHka. focnutann3uposaH B 2015
rogy B okTa6pe. OTMEUanuch Xanobbl Ha 60N B XUBO-
Te, 6€3 BUAUMON NPUYMHBI, KDATKOBPEMEHHbIE, YBENU-
ueHne B 06beMe pa3MepoB XMBOTA, 611eJHOCTb KOXHbIX
MOKPOBOB, U3MEHEHMNE B KNNHUYECKOM aHanunse Kposwu,
ronoBHble 60K B TeueHMe rofa, Ha (OHEe Harpysku
W CMeHbl NOroAa, NoKanu3npyWwmecs B N06HO-TeMEH-
HOW o6nacTu, [aBAWEro xapakTepa, CONPOBOXAAl-
L1ecs BANOCTbIO, CNABOCTbIO, TPYAHOCTbIO 3acbinaHus,

6053Hb TEMHOTbl U OJMHOUECTBA, HEYCUAUYNBOCTb, He-
NOBKOCTb.

Mpu oCMOTpeE: COCTOAHMUE CPEAHEN TAKECTH, COCTOA-
HUe MOHMXEHHOTO NUTAHUA, KOXHble MOKPOBbl — MUr-
MEeHTaLMs B 06NnacTh KoneHen u NOKTEN, MHOXECTBEH-
Hble 3KXMMO3bl, MOCTTPABMATMYECKME py6Lbl Ha ronoBe
U TYnoBulle, nepuopouUTanbHbIil LIMAHO3, KOCTHas
cucTtema — BANas 0CaHKA, MbllWeYHad CUCTEMA — Mbl-
LWEYHbIN TOHYC YMEPEHHO CHUXEH, OpraHbl NulleBape-
HWUS — anneTUT CHUXEH, A3bIK 0B6MT0XEH CepbIM HaNeToMm,
XMBOT YBENMYEH B 06bEME 3a CUET renaTocnieHomera-
nuu. Npu o6cneposanumn: OAK: HB — 125 r/n, Tpoméouu-
Tbl — 123 Tbicsu. BAK: ACT — 52 Efl/n, hepputnn — 293,
XC — 2,97 mmonb/n. Y31 opraHoB 6pIOLIHOA NONOCTH:
npusHaku Angdy3HOro napeHXuMaTo3HOro npouec-
Ca B MeYeHu 1 ceneseHke, renatocnyieHomeranus, ge-
opmauusa XKenuHoro ny3bips, BTOPUUHbIE U3MEHEHUSA
NoJXXenyaouHom xenesbl. PeHTreHorpadns 6efpeHHbIX
KOCTEM C 3aXBaTOM KONEHHbIX CYyCTaBOB: PaCLIMPEHbI
POCTKOBbIE 30Hbl MeTadn30B KOCTEW, onpeaenserTcs B
meTau3ax HebonbliMe 30HbI Pa3pexeHHWe KOCTHOM
TKaHW. Ha3HaueHO thepmMeHTO3aMecTUTebHAA Tepanus
no MecTy XUTenbCTBa: Benarnouepasa anbta (Bnpus)
B fo3e 800 E[l nonyyaet neyeHune c aHBapaA 2016 1. B 2019
rogy Koppekuus neueHus: OepmeHTO3aMecTUTENbHAA
Tepanua No MecCTy xuTenbcTea: Benarnwouepasa anb-
ta (Bnpus) B no3e 1400 E/l. YepegosaHue [03 1200 Ef]
1 1600 EA. 13 HOA6ps 2022 roga NauMeHT rocnuTanmnsu-
poBaH no nporpamme OMC 415 KOHTPONbHOIO 06CNefo0-
BaHWA U KOppekuumn Tepanuu. NpoBeLeHOo KOMMNIEKCHOe
o6cnenosanmne: OAK: HB — 172 r/n, Tpom6oumuTbl — 237
Tbic. BAK: BuTamuH B12 — 181, dhepputuH 80, JINBH —
0,84, XC — 3,43. Y31 opraHoB 6pIoLIHON NONOCTY — NpU-
3HAKM BTOPMUHBIX U3MEHEHWI NOAXKENYAOoUHOW xene-
3bl. DMOPO3INACTOMETPUA — MUHUMANbHbIE U3MEHEHNSA
napeHxumbl neyeHn. PeHTreHorpadusa KocTenm KucTen
OTCTAeT OT KafeHgapHoro Ha 6 Mecsues. Ha ¢oHe
thepmMeHTO3aMeCcTUTeNbHOW Tepanuu 4OCTUTHYTbI Lenu
neyeHus 6onesHn lowe. OCTaBNeHa NPeXHsA A03a B
NOAJEPXNUBAIOLIEM pexXume U cocTaBnseT 29 EA/Kr Ha
BBefieHMe.

3akntoueHne: PaHHAR aMarHocTMka 6onesHu lowe y
[eTeil M CBOEBPEMEHHO HauaTas (hepMeHTO3amMecTu-
TenbHas Tepanus M03BOMAET KynupoBaTb OCHOBHble
KMMHNYECKMe MpOosBMeHMs 3a60MeBaHNUs W YNyulWnTb
KaueCTBO XU3HN NALNEHTOB.
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KNUHWYECKUI CITYUAR
rMNOMUENUHE3NPYIOLEMHENPONATUN
3 TUNA (CUHAPOM AEXXEPUHA-COTTA)
V PEBEHKA PAHHEIO BO3PACTA
banyesa B.B.

HayuHblli pykoeooumenb:
K.M.H., doyenm lapuHa C.B.

HalnoHanbHbI nccneaoBaTenbCckiii MopaoBCKmm
rOCyAapCTBEHHbIN yHMUBepcuTeT um. H. M. Orapesa,
CapaHck
MeANLNHCKUA UHCTUTYT
Katbenpa neguatpum

HacneacTBeHHble MOTOPHO-CEHCOPHbIe HeBponaTum
(HMCH) — reHeTuuecku reTeporeHHas rpynmna MOHOreH-
HblX 3a60/1€BaHNIN, B OCHOBE KOTOPbIX NEXMUT NepBuy-
Hblli aedheKT B CTPYKType nepudepuyeckux HepBoB,
pasnuyalrLlmxca no TNy HacnefoBaHuUA, KNMHUYeCKo-
My nonumopdusmy, oCO6€HHOCTAM 371eKTPOHENPOMU-
orpadmuecknx napameTpoB U 06bEAMHEHHbIX OAHWUM
Ha3BaHWem BBMAY CXOACTBA OCHOBHbIX KAUHUYECKUX
nposiBfeHun 3aboneBaHus. B 06LENPUHATON Knaccu-
tukauun DyckP.). n LambertE.H. (1968), BbiaensoT cemb
Tmnos HMCH. KnuHuueckne nposBNeHWUA WXPa3HOO-
6pa3Hbl, K OCHOBHbIM OTHOCMTCA : CNAboCTb 1 aTpodus
MbIWIL, B OMCTaNbHbIX OTAENAX HWUXHUX KOHEUHOCTew,
CHWXeHWe YyBCTBUTENIbHOCTYW 3aTparuBaloLlee Bce CeH-
COpHble MOLanbHOCTUN, NOCTENEHHOE Hayano n MmeaneH-
HOe nporpeccupoBaHue.

HMCH cocTaBnatoT fo 80% BCeX HacCneACTBEHHbIX
HeBponaTuil. YacToTa BCTpedaemocTy oT 1:10 000 go 1:
2500 HaceneHus B pa3nuyHblx nonynauuax.0kono 20%
Cnyyaes 06ycnoBneHbl myTauusmu de novo, npu 3Tom
89% umeloT OTLOBCKOE npoucxoxpaeHue, 11% — ma-
TepuHckoe. B 3asucumoctu ot tuna HMCH naToreHes
MOXeT 6bITb 06YCNOBNEH rMNepnpoaykuuen benka mu-
enuHa PMP22, nn6o ancyHkumnen HeilpohunameHToB
LMTOCKEeNeTa aKCOHOB. fleueHme AaHHbIX HeBponaTui
TONbKO NannnaTuBHoe.

Hamu 6bin npoBefieH aHanu3 MegMLMHCKON AOKY-
MeHTaLuUn pebeHka C runomMmeNMHesnpyoWwen Hempo-
natuen 3 Tuna (cungpom Jlexepura-Cotra). Pe6eHok ot
2 6epeMeHHOCTU, MpoTeKaBlel Ha (oHe nnaueHTap-
HbIX HapYWeHWNI, MHOTOBOAMNS, YTrpO3bl MPeXaeBpeMeH-
HbIX POAOB Ha 36 Hefene. Pe6eHOK OT 1 6epemMeHHOCTH
300poB. Pogbl 2-e, Ha cpoke 40-41 Hepensa Ha hoHe
AUCTpecca nnoga B poAax, MpexAeBPeMEHHOro pas-
pbiBa MNOAHbIX 060M0YEK, NyTeM KecapeBa CEUEHUS.
Macca Tena npu poxaenun 3500r. OueHka no wkane An-
rap 7/86. CoctosHMe NpuU POXAEHUN CpeHEl CTeneHn
TAXECTU 3@ CYEeT NPU3HAKOB LepebpanbHON WemMum,
OTMEeYanoCb CHuxeHue catypauuu go 88-89%, runo-
pecnekcus, CHKEHNE MbILLEYHOr0 TOHYycA. bbin rocnu-
TanW3MpoBaH B [leTCKy PecnybnmuKaHCKY KnnHuye-
CKyt 6onbHMLY T. CapaHcka, rae nposen 10 AHel 1 6bin
BbIMUCAH C AWArHO30M: MHPeKuua cneundnyHasa gns
MepMHATaNbHOrO NMEpuofa, HEYTOUHEHHAS: BPOXAEH-
HbliA PUHUT, oManuT, BbI3JOPOBNEHME. BbiNuCaH ¢ Be-
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com 3716 T., HAXOAWUNCA HA FPYLHOM BCKapM/IUBAHUMW.

B BO3pacTe 28 AHEN NoCNe KOHTAKTa C GONbHbIMU
pofacTeeHHMKkom (OP3 y nanbl) MoABUNUCH MPU3HAKM
puHuTa, 3aTeM BANOCTb CTana HapacTaTb, NosBuUIachb
oAblliKa. B cBA3N C yXyAlleHnem COCTOAHUA, Bbi3BANM
6puragy CKopol MeauLMHCKOM MOMOLLW, JOCTaBNEHbI
B [IPKB. o TAXecTn COCTOAHMA rocnuTanu3nupoBaH B
PUTH. CocTosiHMe pebeHKa pacLeHUBanoch, Kak conop,
no wkane Mmasro 9 6annos. NMonoxeHne pebeHka pas-
ruéatenbHoe. Bec 3600 r (+100 r K Macce Npu poxaeHuu,
-116 T K Macce OT BbINUCKM). NP1 0CMOTPE NPUOTKPbIBAN
rnasa, B3rnsj MyTHbIW, MKCUPOBAH B OJHOM MOMOXe-
HUKM. Ha 6oneBble pasgpaxuTenn pearnposan cnabbim
60M1e3HeHHbIM nnavem. Pedpnekcbl HOBOPOXAEHHOIO He
BbI3bIBA/NCb, MbILIEUHbIA TOHYC 6bIN CHWKEH.KOXHbIE
MOKPOBbI 61eIHO-CEPOro LBeTa, CyobuMKTEPUUHbIE, OT-
Meyancs LMaHO3 HOCOrybHOro TPeyrofibHuKa, Typrop
W 3NaCTUYHOCTb ObIAIN CHUKEHbI. B CBA3M C TAXECTbIO
COCTOAHMA, pebeHOK 6bin NepeseaeH Ha UB/ v npogon-
Xan fbixaHue yepe3 annapat WUBJ/T B TeueHUn nepsbixX
3 CYTOK. bbin BbICTaBMEH AMArHO3 coueTaHHbli: 1. Le-
pebpanbHas uwemus lll cTeneHn, CUHAPOM YrHETeHUs
2. BHeb6onbHMYHAsA NEBOCTOPOHHAS, BepxHeaoneBas
MHEeBMOHUSA. ATeNeKTa3 BepXHeil 10N NPABOro NErkoro.
OCnoXHeHus: abiIxaTenbHaa HefoCTaTouHOCTb Il cTene-
Hu (kynuposaHa). ConyTcTBytOwWMA: HeliponHdekuun?
MAPC: 0TKpbITOE 0BanbHOe 0KHO. Ha hoHe NpoBOAKUMON
Tepanuu coCTOSHUE YNyYLLMNOCh, IKCTYBUPOBaAH, nepe-
BefleH B OTAENEHUI NaTONOrN HOBOPOXAEHHbIX AeTen.
O6palLano Ha cebs BHUMAHME pe3Koe CHIKEHME ABUra-
TeNbHOW aKTUBHOCTU B KOHEUHOCTAX, 6OMblLIe B HOrax,
BblpaXXeHHas MblleYyHasd r’MnoToHus.

B OMH/ pebeHky NpoBOAMNOCL KOMMMEKCHOE 06-
CnefoBaHue, N0 pe3ynbTatam KOTOPOro 6bino BbisiBNe-
HO: 3neKTpoHenpomuorpadus uronbyatTas — AaAHHbIX
33 NepBUYHO-MbILIEYHYIO NATONOMNI0 HET, 0TMeYannch
KOCBEHHble MPU3HAKU 3aMHTEpeCcoBaHHOCTK nepede-
PUYECKOr0 3BEHA HEPBHOW CMCTEMbI, MPU NPOBEAEHNI
3NeKTpoHelipoMuorpacmm CTUMyNALUOHHON, M-0TBe-
TOB NPUTOAHbIX ANA aHaNn3a NonyynTb He yaanoch. Mo
MPT ronoBHOro mo3sra u WenHOro oOTAeNa N03BOHOYHU-
Ka: AQHHbIX 32 MHTPAKAPHMUANbHbIA 06EM U AaHOMANNIO
pa3BMTUA TOMOBHOIO MO3ra BbIIBIEHO He 6bino, Mue-
NNHM3ALMSA TKAHWU rON0BHOIO MO3ra YM3N0N0rnyYeckas.
Mpwm HCT: npu3Hakm acummeTpum 60KOBbIX XeNnya0uKoB
C Nnerxkow aunartaumen npasoro, Y3-nokasartenu mo3ro-
BOr0 KPOBOTOKA B Mpefenax BO3PacTHOM HOPMbl. B 1
mec 1 10 fHen y pebeHKa 6binu BbisiBNEHbI ISM K HOBO
KOPOHaBUPYCHON WH(EKLNM, B CBA3WN C YeM BO3HUKNO
NpeanonoxeHne O KOBMAACCOLMUPOBAHHON MOMUHEN-
ponaTtuu, No NOBOAY Yero 6binu NPOBeAEHbl TPAHCPY-
311 UMMYHOFN06YNIHA B 03e 1r/Kr 6e3 CyLecTBEHHO0
3tpekTa. Ha 19 fAeHb HaXOXAeHMS B CTaLMOHape pe-
6eHOK BHOBb 6bin nepesefeH B OPUTH, nuTy6UpoBaH,
B CBA3M C HApaCTaHMeM [bIXaTeNbHOW HeAoCTaTOu-
HOCTU N TAXECTbIO COCTOAHMA. Ha NpoTsXeHun Bcero
BpemMeHu,pepniekC COCaHMa OTCYTCTBOBAM, MUTaHWe
OblI0  OCYWECTBNEHO 30HAOBbLIM CMNOCOOOM, KAMHU-
Ka MbILEYHON TMNOTOHWUM U apednekcun HapacTana,



npu 6ecnokoncTBe OTMeuyancs runepruapos. B ceaAsm
C yem, pebeHOK CTanmnofo3puTeneH No HacnenCTBeH-
HbIM HEPBHO-MblEYHbIM 3a60N€BAHMAM C [e60TOM B
paHHEM AeTCKOM BO3pacTe. bbin cobpaH KOHCUAUYM, HA
KOTOPOM 6blI0 NPUHATO PeLleHne O NPOBeAEHUN Mofe-
KYNAPHO-TEHETMYECKOr0 aHann3a Ha Hafnyme 3K30Ha
7 reHoB SMN1/SMN2 gns noATBepXAeHUA/UCKIOUEHNA
anarHosa CMA 5q, Ha 6one3Hb Momne n MMC. (No pe-
3ynbratam aHannsos CMA-otpuu,., MMC, 6one3Hb Mowe
u MNomne-oTpul., KaNnUNIApHas KpoBb Ha ucCCnegoBa-
Hue TMC—OTpmuaTeanbM.) B3AT aHannu3 Ha NONHOEe 3K-
30MHOE CeKBEHWPOBaHMWe reHa, KOTOpPbI Nokasan, uTo
MeeT MeCTo reTepo3nroTHbIN BapUaHT HYKNeoTUAHON
nocnegosartefnibHOCTU B reHe MPZ, npusogsalme K Ha-
PYLIEHUIO CUHTE3a NOMHOMEPA3HOro 6€e/Ka, UTO MOXET
COOTBETCTBOBATbL 60ne3HM [lexepnHa-CoTTa-B romosn-
rOTHOM BapuaHTe unu 6onesHu lWapko-Mapun-TyTTa — B
reTepo3MroTHOM BapuaHTe. MOCKONbKY AaHHble eHo-
MEH He BbifIBNEH Y poauTenen u 6pata, To fJaHHble Ba-
PMaHT cnefyeT pacueHnBaTth No ctatycy de novo u pac-
LIEHUBATb KaK NaTOrEHHbIMN.

Ha npoTs)eHum BCero BpemeHu, pebeHoK Haxoauncs
B PA3/IMYHbIX COCTOSHUAX C NEPUOANUYECKUMU YXYLLIEHN-
SIMU 1 YNYYLIEHUAMK B COMATUYECKOM CTaTyce. B HeBpo-
noruyeckom cratyce 6bino 6e3 n3meHeHun. B 2 mecaua
11 fHeit pebeHKy 6bina yCTAHOB/EHA TPAXeoCcToMa C Le-
NbI0 NANNMATUBHON NOMOLLN. [IbiXaHNe OCYIWeCcTBAANOCH
annapatom UBJ1. B 6 mecaueBpebeHKy 6bina npoBeaeHa
nannuaTWBHaA onepauus No YCTaHOBKE racTPOCTOMbI.
Mama 6bina obyuyeHa yxofy 3a pebeHkom, 6bin1 Nprob-
peTeH mopTaTuBHbIA annapat WBN PuritanBennett 560
Ventilator n HanucaH oTKa3 OT JanbHenLero Haxoxae-
HUSA B CTaLMoHape. Pe6eHOK 6bin BbINKUCaH B CTabUNbHO
TAXENOM COCTOSHWUM, NO 3ab0neBaHWo, C AMArHO30M:
HacneACTBEHHAA TUNOMUENVHU3NPYIOLWAS HeBpona-
Tna 3 Tuna (cuHapom flexepuHa-CoTTa) C yMEpeHHbIM
BANbIM TeTpanape3om, GyNbOGAPHbIMK HAPYWEHUSMK,
TAXENOW AbIXaTeNbHOW HEAOCTAaTOUHOCTbIO, TABUNbHON
apTepuanbHoli runepTeH3nen, BereTaTuBHON ANCHYHK-
LmMei, 3aepXKOl MOTOPHOTO pa3BuTua. MocnencTems
nepuHaTanbHOro MOPaXeHUs LEHTPanbHOW HEepBHON
CUCTEMbI TUMOKCUYECKU-UIIEMUYECKOTro reHe3a. CuH-
ApoM 106pOKAYeCTBEHHOW BHYTPUUYEPENHON runep-
TeH3un, cybkomneHcauus. OCNOXHEHWE OCHOBHOMO
[lbixaTenbHas HefoCTaTOYHOCTb 3 cTeneHu. Hocutenb
TpaxeocToMbl. HocuTenb ractpocTombl. KOHTpakTypbl
NIOKTEBbIX U TONEHOCTONMHbIX CYCTABOB.

B Bo3pacte 1 rog 1 mecsu, pebeHOK AOCTaBfieH B
CTauuMoHap 6purafon CKOPoMm MefULMHCKOW MOMOLLY,
C )anobamm, co CI0OB Mambl, Ha BANOCTb, CUHIOWHOCTb
W OTCYTCTBUE CepAaLebueHmns. PebeHOK peaHMMUPOBaH
B MallMHE CKOpOM NOoMOWM. 33 CYTKM HAXOMAEHWUs B
APUT npown3owna AByKpaTHas OCTAHOBKA CepfeyHon
LeATeNbHOCTN, peaHMMaUMOHHbIE MeponpuAaTUA He
CMacnu naumeHTa. bbina KOHCTaTMpoOBaHa Guonorunye-
CKas cMepTb.

JlaHHbIN KNUHWUYECKUA CNyYal UHTepeceH GbICTPbIM
NPOrpeccupoBaHNeM KIMHWYECKUX MPOSBNEHUA CUH-
apoma [lexepuHa-Cotta. 0 fAaHHbIM nMTepaTypsl

A0 NOAPOCTKOBOr0 BO3pacTa MblleYHas rUNOTOHMSA
n apednekcus y AeTeli NporpeccupyeT MeffieHHO, a
nocne CTpemuTeNnbHO ycyrybnsaetca. B nwobom cnyyae
MPOrHO3 ANA TaKUX NALNEHTOB He 6NaronpuATHbIN, ne-
UeHue He pa3paboTaHo.

KNUHWYECKMIA CNYYAIR TEYEHUSA
COVID-19 HA ®OHE HACNECTBEHHOM
TPOMBODUNUU Y MOAPOCTKA 12 NIET

CacuH A.H., Markos K.K.

HayuHbiii pykogodumernb:
K.M.H., 0oyeHm /ledeHes b.b.

Bonrorpanckuin TMY M3 PO
Kathenpa netckux 6onesHen
[leTckas knuHuueckaa 6onbHuua N° 8, Bonrorpag

AkTyanbHOCTb. COVID-19 — onacHoe, anuaemmyeckoe
MHeKUNoHHoe 3aboneBaHne, Bbi3BaHHOE UHAMLMPO-
BaHMEM KNEeTOK opraHusma SARS-CoV-2, obnapawoliee
BbICOKOW CTEMeHbl0 KOHTArno3HOCTU. BbicOKa BeposT-
HOCTb HapyWeHUN YHKLNIA CUCTEM OPraHOB — OCTPOIA
AbIXaTeNbHOW HEAOCTATOUHOCTM, TPOMH006PA30BaAHNIO,
OCTPOro pecnupaTtopHOro AUCTPeCcc-CUHAPOMA, NoMu-
OPraHHbIX MOPAXEHMIA U APYTUX TAXKENbIX OCNIOXKHEHUN.
Mpu COVID-19 npoucxoanT aKTMBaLMA CUCTeMbl remoc-
Ta3a, BHYTPUCOCYAUCTOrO CBEPTbIBAHUA KPOBU U TPOM-
6006pa30BaHMA B COCYLAX MENIKOT0 Kanubpa MuU3HeHHO
BA)XKHbIX OpraHoB. HacnepcrtBeHHas Tpombodunus y
naumMeHTa NOLTBEPXJEHA reHeTUYecKum wuccneposa-
HMeM — BbiIBNEHO HOCUTENbCTBO FeTepPO3UroTHON My-
Tauum B reHe PAI-1. 3-3a HacnenCTBEHHOMO gedhuunTa
aHTUTpOoM6UHa Il puckn Tpomb03a BO3PaCTaloT, Tak Kak
He 6noKupyeTCsa LeNCcTBME HEKOTOPbIX (DAaKTOPOB CBEp-
TbiBaHUA KpoBu (TpombuHa, hakTopa PoseHTtansa, Kpu-
cTmaca u CtioapTa-Mpayapa).

KnuHuuecknin cnyvai. NMauueHT M., 3abonen ocTpo
11.09.2021, ¢ 12.09.2021 — runeptepmus go 39,4°C, Ha-
CMOpK, 13.09.2021 npucoeanHUnca Kawenb. Y pebeHka
B 6 neT BepudMUMPOBAH HACNeACTBEHHbIN Aednunt
aHTMTpombmHa Il no nuHuK oTua. 22.09.2021 — xanobbi
Ha 60/ B NeBON ATOfMULLE U HOre, U3MEHEeHNe NoXoJ-
KU, OTE@UHOCTb NEeBOI HUXHEN KOHEUHOCTW. [0 AaHHbIM
Y30l cocynoB HWXHUX KOHeYHocTen oT 23.09.2021 —
TPOM603 HUXKHE MONON BEHbI U BEH NIEBO HUKHEN KO-
HeuHocTu. 23.09.2021 nepesegex B OPUT, roe nposoau-
nacb aHTUKOArynaHTHaA Tepanua renapuHom 28 000 EA
B/B uepe3 nHdysomar, 25 000 EA (24.09.2021), 20 000
Ell (29.09-14.10.2021). BbicTaBneH guarHo3: KopoHasu-
pycHas MHMeKuMUa, BUPYC uaeHTuduLnpoBaH (Ma3ok
MUP n3 HocornoTkm ot 16.09.2021 — PHK SARS-CoV-2
06HapyxeHa). BHe6ONbHNYHAA NPABOCTPOHHAS NOMU-
CermeHTapHas HwxkHegonesas nHesmoHus, H 1 cre-
neHun, cpeaHen TsxecTu. Jeduunt aHTUTpombuHa Il
OKK/MIO3NOHHbIA TPOM603 TNYyOOKUX BEH NEBOM HIX-
Hell KOHeUHoCTU. € 15.10.2021 nepeBeAeH Ha Tepanuto
HU3KOMONEKYNApHbIM renapuHom (HMI) (3Hokcanapuu
6000 ME 2 p/n n/k), 3amecTuTenbHas Tepannsa — KOH-
LeHTpaT aHTMTpomGMHa Il 500-1000 ME B/B CTpyii-
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HO, eXefHeBHble TpaHCY3NM CBEXE3AMOPOXEHHON
nnasmol 15-20 ma/kr/cyT B/B. 29.10.2021 661N NpOBEAeH
KOHCUIMYM ¢ konneramu n3 PHUMY um. H.W. NMuporosa.
Mpu oCcMOTpe 06bEMHAS ACMMMETPUS NIeBOM HUKHEN
KOHEUYHOCTW 3aCTOWHO-CUHIOWHOW OKPACKK, Tennas Ha
owynb. KpoBoobpalieHne B KOHEUYHOCTAX KOMMEHCU-
poBaHo. MNpu KT-hneborpacdum BbICTABNEH AMATHO3:
HeOKK/03MOHHbIN TPOMGO3 HUKHEW MONOW BEHbI, OK-
KNIO3NOHHbIN TPOM603 neBol 06lleid NoAB3AOLHON
BeHbl. focnutanusnposaH B Mopo3sosckyto [ANKb ropoga
MockBbl B remaTonornyeckoe otaenexue ¢ 10.11.2021 no
20.11.2021. NMoao6paHa 3ddekTBHaA go3a HMT (dbpar-
MMUH 6000 ME 2 p/a n/k ¢ 10-16.11.2021, ganee no 7500 ME
2 p/a n/k ¢ 16-20.11.2021), KOHLEHTPATa aHTUTPOMBUHA
[11 2000 ME B/B cTpyitHo (11.11.2021, 14.11.2021, 16.11.2021)
1 NoKasaHa aHTWUKOArynaTHas Tepanus B ambynatop-
HOM pexume He MeHee 6 MecsLEeB.

Mockonbky naumeHtos ¢ COVID-19 nmeetcsa cocrtos-
HWe runepkoarynaLum, npsimble napeHTepanbHble aHTU-
KOarynsaHTbl NoKa3aHbl BCeM AeTAM C hakTopamu, npes-
pacnonarawwumn K TpoM6006pa3oBaHnio, C NEpPBOro
JlHA 3aboneBaHus.

KNUHWYECKWIA CYYAI BPOXXAEHHOIO
FMNEPUHCYIMHN3MA
Msarkos K.K., CacuH A.H.

HayuHbiii pykosodumernb:
K.M.H., 0ouyeHm JledeHes b.b.

Bonrorpagckuin TMY M3 PO
Kathenpa aetckux 6onesHen
[leTckas knuHuyeckaa 6onbHuua N° 8, Bonrorpag

AKTyanbHOCTb.  BpPOXJAEHHbIN  TUNEPUHCYNNHU3M
(BI'MM) — 370 HacneacTBeHHOE 3a60NneBaHune, xapakTepu-
3yloweecs HeaflekBaTHOW rumnepcekpeLmen MHCYNMHA
B-KneTkamu nogxenyaouHon xenesbl, YTO NPUBOAUT K
pa3BuTUIO runornmkemun. BIA BcTpeuaeTcs B cpegHem
€ vactoton 1:30000, 1:50000 XMBbIX HOBOPOXAEHHDIX.
Boissnsemoctb BI'M B Poccuu cylectseHHO yBennuu-
BaeTcA. 3a nmocnegHme 7 net 6bi10 3apermcTpupoBaHo
245 naumeHToB. Bo3pacT maHudecTauuu runornmke-
mMuyeckoro cuHapoma npu Br'il B 61,4% npuxoantca Ha
nepByto Hefento XU3HW. HecMOTpA Ha CBOK pPeAKOCTb,
Bl — oanH 13 OCHOBHbIX NPUYNH NEPCUCTUPYIOLLMUX TN~
MOrNMKEeMMIA y 1IeTeli NepBOro rofa Xu3Hu.

KnuHuuecknit cnyuvair. [leBouka oT 1-il GepemeH-
HOCTKM, NpoTeKaBlien Ha doHe OPBU, XA, 1-x camo-
CTOATeNbHbIX POAOB B 34-35 Hepenb. [1pu poXAeHUM
macca Tena 2,63 kr, poct 51 cm no AMTFAP 7-8 6annos.
€ 3-X CYTOK COCTOSIHME C OTPULATENbHON AMHAMUKON 33
CYeT HeBPONOrNYECKOW CUMNTOMATUKLA B BUAE YrHeTe-
HUS, BANOCTMW, MeTaboNMUYeCKMX HapyLWeHUn, runornu-
Kemuu 1o 0,6 MMONb/N. MMMOrMNKEMUA KYNMPOBaHa Ha
(hoHe UHQY3MN rNIOKO3bI A0 6,5 Mr/Kr/MUH. N0 AaHHbIM
o6cnefosaHuii: HbAlc — 3,02%, C-nentug — 6,2 Hr/mn,
KOpTM30n (7.00) — 29,8 Hmonb/n, Ha (hoHe runornuke-
MU — 116,7 HMONb/N. TI0 AAHHBIM MONEKYNAPHOreHe-
TUYECKOro WCCefOoBaHMA BbiiBieHa reTepo3nroTHas
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myTauma W1338X B rene ABCCS8, yto cBupetenbcTeyet
B Nonb3y hoKanbHOW HOPMbl BPOXAEHHOTO TMMNEPUH-
CYNMHU3MA; NpuU npoBefeHun npobbl C ronogaHuem
ANArHOCTMPOBAHbI TUMOKETOTUYECKUE TUNOTNNKEeMUN.
PebeHKy BbICTaBNeH AUArHO3 BPOXAEHHbIN TMNepUH-
CynunHU3M, PokanbHas opma, hapmakopesncTeHTHOe
TeueHue. Ha c¢oHe Tepanuu pacTBOPOM TNHOKO3bl CO
CKOPOCTbIO A0 6,5 Mr/Kr/mMuH, okTpeaTng — 8 Mkr/kr/cyT
B 4 npuema n/k oTMeyaeTcs NoNoXUTeNbHasA ANHAMMUKA
3a CYeT KYNUpoBaHUsA runorankemuin. Ha BBeaeHmne an-
a30KCMAaa BbifiBieHa Pe3nCTeHTHOCTb. B TeueHun BTO-
pOro Mecsla f03a OKTpeaTuaa nosbilieHa Ao 17,0 MKkr/
Kr/cyT, uHQY3NOHHAA Tepanusa pPacTBOPOM [MHOKO3bI
n3 pacueTa 4,2 mr/kr/MmuH. Ha hoHe Tepanun ypoBeHb
rnukemun 2,2-4,7 mmonb/n. Ans onpepeneHns TakTUKK
onepaTuBHOro nevyenus u nposeaeHus M3T, pebEHOK
HanpasneH B [laHuto. B 6onbHuLe OQMHCKOrO yHMBEp-
cuTeTa nposegeHa NIT ¢ 18-OJ0DA (ouar HakonneHus
130TONa B XBOCTE MOAXENYAOUHOW Xenesbl C MaKCu-
ManbHbIM UHAEKcoM 1,34). MpoBeaeHa gucTanbHas pe-
3ekuua MXK. B nocneonepaunoHHom nepuoge ¢ 3-x cy-
TOK OTMeYaloTcs NOBTOPHbIE TMMepUHCYNMHeMnyeckmne
runorankemnu 4o 2,1 Mmonb/n. NMpoBeaeHa NoBTopHas
onepauus ¢ 80% pe3sekuuen MK. Ha 5-e cyTkn oTmeua-
NNCb NOBTOPHbIE TUNOTIUKEMUN, HA3HAYEH NAHTPEOTU
no 60 Mr n/K Kaxable 28 fHell NOXU3HEHHO, KOHTpO/b
rMUKEMUN Tepes KaXAblM KOpMJIeHWeM, WHTepBabl
MeXay npuemamu nuwmM He 6onee 3-4 yacos. B ncxo-
Ae Ha (oHe Tepanun NaHTPEOTUAOM COXPAHAKTCA He
yacTble TUNOrNMKeMUU. Ha JaHHbI MOMEHT pebeHKy 4
roga, B 06bEKTWBHOM CTaTyCce OTMEYaeTCs 3afepKka
peuyeBOro pa3BuTus, Cxofsalleecs Kocornasue.

3aknoueHne. HecmoTps Ha To, uTO OnepaTUBHOE
fleyeHne B PacCMOTPEHHOM KNMHWUUYECKOM CAlyyae npo-
BOAWMOCb NO CTaHAAPTU3MPOBAHHOMY MPOTOKONY, NO-
cne cyb6TOTanbHOW NaHKPEaTIKTOMUM U NOXU3HEHHOI
noTpe6HOCTU B NAHTPeoTHae Y NaLMEHTA COXPAHATCA
NepcucTUpytoLLMe runornuKeMnn, N MeeTcs 0CNoXHe-
HUe B BUJE 3alePXKKN HEPBHO-NCUXMUYECKOTrO Pa3BUTUA.
CTOMT OTMeTUTb, UTO UCXo[ 3aboneBaHUA 3aBUCUT OT
VHAUBWAYANbHbIX 0COBEHHOCTEN OpraHKu3Ma naLneHTa.

KNUHWYECKOE HABMIOAEHUE MALIMEHTA
C HEAPO3HAOKPUHHON KNETOYHOM
FUNEPNNA3WUEA MNAAEHLIEB
Cepreesa B.I., Cycnos N.A.

HayuHbiii pykosodumernb:
0.M.H. O8csiHHUKo08 [.10.

POCCUNCKNIA YHUBEPCUTET APYXK6bl HAPOAOB
Kacbeapa neanatpum

BeegeHne: Helpo3HOOKPUHHASA KNeTOUHas runep-
nnasua mnageHues (HIKMM) — 3To uHTepcTMLnanbHoe
3a60n1eBaHne Nerkux Heu3BeCcTHOW 3TUONOTWNKU, MAHU-
(hecTupylowee Ha NEPBOM TOAY XU3HU, XapaKTepu-
3yloleeca CUHAPOMOM MEPCUCTMPYIOLLEr0 TaxWUMHO3
mnageHues. [lnarHos ycTaHaB/MBALTCA MO pe3ynbratam
OLEHKN MO KNMHUYECKOW LWKane AmarHocTuku HIKIM



N pe3ynbTaTaM KomnbloTepHoi Tomorpadum (KT) opra-
HOB rpyaHon Knetku (OrK). MaumenTbl ¢ HIKIM moryT
HYXAaTbCA B NPOBELEHNMN ANUTENbHOW AOMALIHEN KNC-
nopogotepanuu (AAK) n runepkanopuinHoM nuTaHUu.
Kak cBoeBpeMeHHas AMWArHOCTMKA 3aboneBaHus, Tak
W BbiIBNEHMe NoKa3aHui Ana HasHaueHus OAK naum-
eHTam ¢ HIKI'M, aBnsi0TCA CNOXHbIMKU 3aa4amMu npak-
TUYECKON NeAnaTPUm, KOTOPbIM MOCBALLEHbI ULb eAU-
HUYHbIE NY6NMKALMN B OTEYEeCTBEHHOMN N 3apybexHon
nuteparype.

KnnHuueckoe HabnoaeHune: Manbuuk A., 1 roa 1 mec.,
nocTynun B MHGekunoHHoe otaenenne UKD N26 [13M
C )Kanobamu Ha y4yaleHHOe AblXxaHue, OAbIWKY W BTA-
XEHUE YCTYNUUBbLIX MECT FPYAHON KNeTKn. PebeHok oT
1-1 No cueTy 6epeMeHHOCTH, 1-X CPOUHbIX CAMOCTOS-
TeNbHbIX POAOB, poaunca ¢ secom 2600 . B 6 mecsaues
nepeHec oCTpbli 6POHXNONNT (CTALMOHAPHOE NeyeHne
B YCNOBUAX OPUT), nocne yero B TeueHue 4 mecaues
y pebeHKa COXPaHANNUCh Xanobbl HA YacToOe AbIXaHue,
BTSXKEHMS YCTYNUMBbLIX MECT TPYAHON KNETKU, 3aJepX-
K1 npn6aBoK Macchl Tena. Peb6eHOK nonyyan HeCKonbKo
KYPCOB aHTMBAKTepManbHOW Tepanimu 6e3 KNMHUYeCKo-
ro agpexTa. YKasaHHble CUMNTOMbI YCUANIMUCD HA (hOHE
PecnMpaToOpPHOM NHQEKLNK, B CBA3M C YeM pebeHOK 6bin
rocnUTanM3npoBaH C MpeABapUTeNibHbIM [UArHO30M:
«OPBW, ocTpbin 06CTPYKTUBHbLIA OPOHXMT, AbIXaTeNb-
Haa HegocTaTtouHocTb ([IH) | ctenenu». CocToaHmne npu
NOCTYNNeHUM 6bIN0 pPacLeHeHO Kak CpefHeil CTeneHu
TAXKECTU B CBA3N C HANMUMEM CUHAPOMA AbIXaTeNbHON
HeL0CTaTOYHOCTU. NTPU OCMOTPE YaCcTOTa AblXaTeNbHbIX
aBmxeHunin (YAA) coctasnana 60 AbixaTenbHbIX ABUNKE-
HWIA B MUHYTY, MO AAHHbIM YPECKOXHOW NyNbCOKCUMe-
Tpuu catypauus kucnopoga (Sp02) coctaensna 93%.
Mpn ayckynbTauum BbICAYWMBANACH KpenuTauus Mo
nepenHei NOBEPXHOCTM rPyAHON KNeTku. ins nposene-
HUA auddepeHuManbHol ANAarHoOCTUKN C BHEBOMbHINY-
HOW NHEBMOHWEN 6biNa BbiNMONHEHa 0630pHas peHTre-
Horpacms OTK B npsAmoit n 6OKOBOM MPOEKUMAX, Npu
KOTOPOW 6biN0 BbIABMIEHO YCUNEHME NEeroUYHOr0 PUCYH-
Ka, 04Yaro-uH(MUILTPATUBHbIE W3MEHEHWUS BbISBMEHDI
He 6bln. B CBA3M C HANUUMEM CUHLPOMA NEPCUCTUPY-
loLero TaxunHo3 NPoBefieHa OLEeHKA N0 KAUHUYECKON
wkane HIKIM — 9 u3 10 6annos. s NOATBEPXAEHUA
AmarHo3a 6bina nposegeHa KT OFK 6e3 koHTpacTu-
pOBaHUs, No pe3ynbTaTaM KOTOPOW B CpeaHeil aone
MpaBoro Nerkoro, S7 NeBOro Nerkoro onpeaensnucb
YUYaCTKM YNIOTHEHUS MO TWNY «MATOBOro crekna. Mo
pe3ynbTaTam OLEeHKM Mo KNMHUYECKON LKane AuarHo-
cTUKM HIKIM 1 KT OTK 6b1n1 yCTaHOBMEH AUarHo3: «Hei-
PO3HAOKPMHHAA KNETOYHAA runepnnasns MnajeHues
(6e3 mopdonoruueckoit Bepudukauum)». Ana onpe-
JeneHns noTpebHOCTM B Ha3HaueHumn AJK 6bina npo-
BeJeHa MPONOHINPOBAHHAA NynbcoKcumeTpus. loka-
3aHueM ana HasHaveHus 40K sBnsetca AnnTenbHOCTb
CHUXeHUA ypoBHA Sp02<93% B TeueHue 5% u bonee o1
BpeMeHN M3MepeHus. ANUTENbHOCTb CHKEHUS YPOBHSA
Sp02<93% y pebeHka cocTaBuna 3,5 %, B CBA3N C uem
nokasaHum Ana HasHaveHus AAK He 6bino. B ycnoBusx
CTauMoHapa pebeHOoK noayyan CUMNTOMATUYECKYIO Te-
panuio, B NepBble 2 fHA rocnuTann3auuu NnpoBoannach

KucnopogoTepanus ¢ MOTOKOM Kuciopoda 2 N/MuH.
C YNYULEHNEM COCTOAHUA PeBEHOK ObiN BbIMMCAH MOA
HabnogeHne nefmatpa no MecTy XUTenbcTsa. Yepes
nonTopa MecaAua Ha (oHe pecnupaTopHON UHEKLUK
COCTOSIHME pebeHKa pe3Ko YXyAWWUNoChb: YBenmumunach
YA, oTMeyanacb OAbIWKA C BTAXEHMEM YCTYNUMBbIX
MeCT FpyHON KNeTKu. Pe6eHOK 6bin MOBTOPHO rocnu-
TanusnposaH B INKBN26 A3M ¢ cumntomamm [IH Il cT.
Momumo 3T0ro, 3a 2 MecaLa pebeHoK npubasun B Bece
100 r, B CBSA3K C Yem Obina NOBTOPHO NpPOBeAeHa Npo-
NOHTMPOBAHHAA MYNbCOKCUMETPUA, MO pe3ynbTaTam
KOTOPOW ANUTENBHOCTb CHMXEeHUA Sp02 Hike 92% co-
cTaBnsana 4,5 % ot BpemeHn HabnwogeHus. YumTbiBas
HU3KNe NpubaBKK B Bece, NOBTOPHYIO rOCNUTANU3aLMI0
c cumnTomamm fiH 1 pesynbtaTami NPoONOHrMPOBaHHOM
nynbCOKCUMETPUM pebeHKy 6bina HasHaueHa AAK. Mo-
cne Hayana nposefgenuns AAK 6bi10 OTMeUEHO peskoe
yBenuueHne npubaBok Maccbl Tena. PebeHok nonyyan
[OK B TeyeHne 5 mecaLes B KPYrnoCyTOUHOM pexume,
3aTem ele 8 MecALeB TONbKO BO BpeMs CHa U Kpyrno-
CYTOUHO B OCTPbIN NEPMoS PeCnupaTopHbIX MHDEKLUHA.
3a Bpemsa nposegenus 0K n no HacTosee Bpems ro-
cnuTanu3auun He 6bino. Ceituac peberky 3 roga, Y4l
B NMOKOe coXpaHsAeTcsa B npepenax 25-35 AbixatenbHbliX
OBWXEHWUIA B MUHYTY, NpU 3NKU304aX pPecnupaTopHon
VHMEKLMM BbICNYLINBAGTCA KpenuTauma no nepegHei
MOBEPXHOCTU FPYAHON KNETKN.

3akntoueHne: KnuHuueckoe HabnwjgeHne [eMOH-
CTPUPYET COXHOCTU B AMArHOCTMKE U Bblbope on-
TUMANIbHOW TAKTUKU NEYeHWs W BeAeHus NaLueHToB
¢ H3KIM. [ina peweHuns Bonpoca 0 HasHauyeHun AOK
cnepyet o6palaTb BHUMAHNE He TOMbKO HA pe3ynbra-
Tbl NPONOHIMPOBAHHOMN NYNbCOKCUMETPWM, HO U NPOBO-
[OUTb aHANN3 QHTPOMOMETPUYECKUX U KITMHUKO-aHAMHe-
CTUYECKNX AaHHbIX.

KNUHWYECKNIA CNTYYAIR MEPBUYHOIO
FNEPNAPATUPEO3A OBYC/TOB/IEHHOIO
AJIEHOMOVA MAPALVTOBUAHON XENE3bI
®dapaunuesa K.A.

HayuHbiii pykogodumernb:
K.M.H., 0oyeHm Caesenbesa E.B.

OpeHbyprckuin TMY M3 PO
Katbeapa thakynbTeTckon neanaTpun

AKTYyanbHOCTb.  TlepBMUHBIA  rumepnapaTMpeos
(MFNT) — 3HauMmoe 3HAOKPUHHOE 3aboneBaHune, KOTo-
poe pa3BWBAETCA B pe3ynbTaTe NepBMUYHON NATONOTUN
NapawmMTOBUAHbIX XKenes, XxapaKTepusyeTcs M36bITou-
HOW CeKkpeLuen napaTMpeouaHOro ropMoHa M NposB-
nalLeecs HapylleHnem obmeHa Kanbuma n docdopa,
Mopa)KeHNeM KOCTHOM CUCTEMbI /MW BHYTPEHHUX Op-
raHoB. MonnopraHHble HApyLWeHNA Pa3NMYHON CTEMEHN
BbIPQXEHHOCTU MOFYT MPUBOAMTb K CYLLECTBEHHOMY
CHWKEHWIO KAuecTBa XWU3HM, UHBANMAM3ALMUM NALNEH-
TOB, MOBLIWEHHOMY PUCKY MpPeXaeBpPeMeHHON CMepTH.
Hanbonee uacto npuumuon MIMT saBnaetca ageHoma
OKOMOLWMNTOBUAHON ene3bl. Llenblo [emMoHCTpauuu
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JAHHOTO K/IMHWUYECKOro Cnyyas ABNSAETCA aHanus akTy-
anbHOCTM 1JAaHHOW NATONOrMK B NPaKTUKe Bpaya-neana-
Tpa. B cuny HegocTaToMHOW OCBEJOMNEHHOCTI NPaKTU-
ueckux Bpauen, anartoctuka NIMT 3aTpyaHeHa, B CBA3N
C YeM CrmeumnannucTbl YacTo CTANKUBAKTCA C YXKe 3any-
LeHHbIMKU hOpMamMn AAaHHOT0 3a60eBaHNsA 1 Neyar ero
nocneacTeus.

KnuHuuecknii cnyyai. NMauneHTtka A. 17 neT, U3 aHam-
He3a 3ab0neBaHNs U3BECTHO, YTo 3 rofa Ha3aj AeBOoUKY
CTanu 6ecnokouTb 601 B NPaBOM rONEHM, He CBA3aH-
Hble ¢ TpaBMoi. B 2020 rofy o6paTunucb K TpaBMaTo-
nory-opToneay no MecTy XUTEeNbCTBA, 6bin BbINOAHEH
PEHTreH 60nblie6epLOBON KOCTWU, FAe 6bl 06HapYXeH
B CcpeaHen TpeTn anadnm3a npaBon 60nblie6bepLoBoil
KOCTM YUYaCTOK MaToONOrnyecKol nepecTponk KOCTHOW
TKaHW BbICOTOM 7cM. HaJKoCTHMUA 6blna WCTOHYEHa,
KOCTb pasgyTa 4o 2,8 CM U Ha JAHHOM y4yacTKe nuilleHa
KOCTHOr0 pUCyHKa. Ha 0CHOBaHWM 3TOr0 6biN NOCTaB-
neH anarHo3: KocTHas KucTa npaBoi 60Mblue6epLoBoi
KOCTU. PeKOMeHA0BaHO AanbHenllee HabnogeHune y
TpaBmartonora-optonefa. B ausape 2022 roja B CBA3U
C ycuneHuem 601K B MpaBon rofeHU poauTenu ¢ fe-
BOUKOW CaMOCTOATENbHO 06paTUANCL B MPUEMHOe OT-
aeneHve LleHTpa AeTCKOM XMpypruu, rae nesouka 6bina
rocnuTanu3npoBaHa.26.01.2022 6bina nposedeHa one-
pauma — 3ckoxneauus (KOCTHas NNacTMKa KUCTbl cpef-
Hen TpeTn NpaBoi 6oNblue6epLOBON KOCTU 3amelleHa
FOMOKOCTbI0). B AMHaMuKe noAsBunucb 60nn B ApYrux
KocTax. Ha KT Ta3o6eapeHHbIX U NPaBOro KOSIEHHOro
CyCTaBa BbISIBNEHO MHOXECTBEHHOE OCTEONUTUYECKoe
nopaxeHue KOCTeN CKeneta — NPOKCUMANbHOrO 0TAeNa
meTasnudusa npason 6eAPeHHON KOCTH, LeeK U rono-
BOK 06enx 6eApeHHbIX KOCTE U NeBOil naTtepanbHOW
Maccbl KpecTua. bbina pekomeHAoBaHa KOHCYyNbTauns
JHOKPUHONOrA.

B ceHTA6pe 2022 . pofuTeny C AEBOYKON 06PATUANCD
K 3HAO0KPUHONOTY, 6bIN0 NPOBEAEHO 06CNef0BaHNME: NO-
BbiweHnune NTI — 1271 nr/mn (peq).15,0—65,0), CHUXKeHne
tochopa — 0,65 mmonb/n (pech.0,81-1,45), nosbilieHne
KanbLua MOHN3MPOBaHHOrO — 1,97 mmonb/n (ped.1.16-
1,32), nosbiwenue W® — 271 Ef/n (45-87 Efl/n), noka-
3atenu TTI — 3,04 MK ME/mn n T4 cB. — 12,8 nmonb/n B
HopMme.

Y31 LXK oT 13.09.2022 — 3a NeBoii Joneil napawmTo-
BUTOAHOM Xene3bl onpeaensercs oBanbHOe CONMAHOE
06pa3oBaHMe CMELIaHHON 3XOreHHOCTH (6onblue ru-
MO3XOreHHOe), KOHTYPbl POBHbIE U YETKME, pa3Mmepamu
36,4x17,7x18,7 mMm. 3akntoveHune: AgeHoma [LLK. bbina
peKoMeH[0BaHa rocnuTanu3aums B 3HLOKpPUHONOINYe-
cKkoe otaeneHune OAKB.

lfocnutanusnposaxa 21.09.2022 snepsblie B 3HAOKPU-
Honorunyeckoe otaeneHune OQKB c uenbto o6cnegoBaHma
N onpefeneHns TaKTUKKU neyeHus. Mpu nocTynneHun
OTMEeYasINCh Xanobbl Ha 60NN B KOCTAX, YTOMIAEMOCTb,
cnabocTb. COCTOSAHME CpeaHeil cTeneHn TaxecTu. Mono-
XEHMe aKTUBHOE, CO3HaHMe dcHoe. Mpu ocmoTpe 6bina
BbISIBNEHA rMNOTPOGMA MbILIL, HUXHUX KOHEUHOCTEN.

JHAOKPUHONOTMYECKUA CcTaTyc: Bo3pacTt 17 net 7
mecal,. Macca 60 kr. PocT 170 cm. Afl 132/86 mm pT CT.

38

Mynbc 99 ya B MuH. Du3nyeckoe passuTue Ha 19 nert.
SDS pocTa: +1 SD, UMT=20,8kr\m2 — Hopma. Mnowaab
noBepxHocTun Tena 1,13 M2 LWuTtoBmaHan xenesa 0 cTe-
NeHN yBeNUUYEHUS, INACTUUYHAS. HapyweHne dyHKumuu:
HeT. MapaluToBMaHbIE Xefe3bl: KNMHUYEeCKUX NPU3Ha-
KOB HapyweHns GyHKUnK HeT. Cyfopor B aHAMHE3e HeT.
Hapy»Hble NonoBble OpraHbl CPOPMMPOBANNCH MO KEH-
CKOMy Tuny, npasunbHo. N®: Ax3Pb4Ma4Me3. Monosoe
pa3suTue: V no TaHHepy. HagnouyeYHnKku: KNNHUYECKnx
NPWU3HAKOB HApYLIEeHNS (DYHKLMN HET.

MpoBefeHo 06cneaoBaHme:

06U (KMMHNYECKMI) aHANN3 KPOBM U 06N aHa-
NN3 Moun — 6e3 NaToNnoruu.

BMOXMMUYECKNI A aHANN3 KPOBM: MOBbIWEH YPOBEHb
Kanbuus — 2.70 mmonb/n. (Hopma 2.2—12.6), runepxone-
cTepuHemua — 5.5 MMofb/n (Hopma 3.9 —5.2), noBblLeH
06uKMiA 6UNMpy6UH — 22.7 mKMonb/n. (Hopma 1.7-21.0),
NoBbIWEH NoKa3aTenb Weno4yHon ocdaTasbl — 475.7
ME/n (Hopma 0.0-258.0).

FopMOHanbHbIN Npodunb: MapatropmoH 929.1 nrimn
(Hopma 15-65). KanbuuToHuH 1.74 nr\mn (Hopma 0-6.4).

3KT: 3akntouenue: 30C BneBo. CHYCOBbIA pUTM 8675
B MUH. HenonHaa 6nokana npaBoi HOXKM Nyuka luca.
JKI-npum3HaKu Harpysku Ha 06a xenygouka.

Y3 WUTOBUAHON Xene3bl U NapalUTOBULHbIX Xe-
nes: LMToBMAHAA Kene3a pacnonoXeHa B TUMUYHOM
mecTe. 06umun 06vEM foneit 11.5 cm3. KOHTYpbI: UeTKue,
poBHble. CTpyKTypa: ogHopoaHas. KpOBOTOK: He yCuneH.
IXOreHHOCTb He U3MeHeHa. 3aknouerune: 3X0O — KapTu-
Ha WMUTOBUAHOM Xene3bl 6e3 natonoruu. Mapawmro-
BUAHAA Xene3a CnpaBa He BU3yanusnpyeTcs. 3a nesoi
Jonei onpeaenseTcs runo3xoreHHoe OAHOPOAHOE 06-
pa3oBaHue, 17.5x16x36.6 MM, C YCUNEHHbIM KPOBOTO-
KOM BHyTpu. 3aknioueHne: O6bEMHOe 06pa3oBaHue
NapalmMTOBUAHON Xene3sbl. PernoHapHble nuMgoy3nbl
He M3MeHeHbl. o pe3ynbTaTam NpoBefeHHoro obcne-
J0BaHMA 6blN YCTAHOBMEH KNMHUYECKUN AnarHo3s: Nep-
BUYHbIN rMnepnapaTnpeos. AjeHoOMa NapaluToBUAHOK
Xenesbl.

PekomeHpgoBaHo: rocnutanu3aumsa B ®rbY «HMUL,
3HAOKPUHOMNOTNW» ansa yaaneHus afeHoOMbl napalm-
TOBUAHOW Xenesbl.

3aknoueHne. oaxoa K AMarHOCTUKE U NEUEHWNIO AaH-
HOro 3aboneBaHusi AOMKEH OGbITb MeXANCLUNANHAP-
HbIM, @ HACTOPOXEHHOCTb Bpaueli NepBUYHOIO 3BEHA HA
npeaMeT [aHHOW NaToNornu NOCNocobCTBYET paHHeEMY
BbISIBNIEHWIO 11 NPOBEAEHUI0 3 eKTUBHON Tepaniu.



KNUHWYECKWNIA CNYYAIR:
«MACTOLIUTO3 YV AEBOYKU 10 NNET»
MamepoBa A.C.kbi3bl, Dageesa [1.B., buxept U.W.

HayuHblli pykoeooumerb:
K.M.H., doyeHm WeaHoeckas T.H.

PHUMY um. HW. Mnuporosa M3 PO
Kathenpa akywepctsa u ruHekonoruu Nd
Poccunckasa aetckas KnmHuyeckas 6onbHuua PHAMY
um. H.W. Muporoea M3 PO

MacToumTo3 — 3TO peakoe reTeporeHHoe 3abone-
BaHne(1 Ha 10000 Hacenewus), xapakrtepusyiolieecs
paspactaHuem u nponudepaumen mMactouuTos (Tyu-
HbIX KNeTok). B 80% cnyyaeB B 0CHOBE 60ONE3HU NEXUT
BO3HMKHOBEHME COMATUUECKUX MyTauun B reHe c-KIT,
YUaCTBYIOLWMUIN B PErYNALNM aKTUBALMUM TYUHBIX KNETOK.
Yauwe scero (90% C/lyuaeBs) TOUEUYHAA MyTaLMA BO3HU-
KaeT B 3k30He 17 reHa c-KIT, HO TakXe BCTpeyaeTca my-
Tauuu B 3k30Hax V560G, D816F, D816H. Hanuune gaHHbIX
MyTauun Bef€T K GECKOHTPONbHOMY [efleHU0 U pas-
MHOXEHMWI0 MacTOUWTOB, KOTOpble MOTYT nopaxartb
KOXY, KOCTW, numdaTinyeckme y3nbl, CENe3eHKy, Nerkue.
NaToreHes 3a60/eBaHNA OCHOBAH HA BbICBOOOXAEHME
61MONOrMYeCcKN aKTUBHbIX BELLECTB M3 TYUHbIX KNeToK,
rNaBHbIM 06PA30M FMCTAMUHA, FenapuHa, NPOCTOriaH-
AWHOB, CEPOTOHMHA, TPUNTA3bl, B pe3ynbraTe yero pas-
BMBAETCA COOTBETCTBYOLWAA KNNHUYECKAA KapTuHa.

MNposiBnseTca aaHHoe 3aboneBaHune B BUAE KOXHOIO
MaCTOLMTO33a, C NPEUMYLLECTBEHHBIM NOPAXKEHNEM KOX-
HOro0 NMOKPOBA Ha TYMOBULLE U KOHEUHOCTAX, & TaKxe
CUCTEMHOIO MacTOLWUTO3a C MOPAXEHUEeM BHYTPEHHUX
OpraHoB u cucTem. KnuHnueckn koxHasa opma macrto-
LLMTO3a MOXeT 6bITb NPeACTaBeHa B BUAE NUIMEHTHON
KPanuBHWLbl, MACTOLMTOMbI UAM Ancdy3HbIM/TENE-
AHTM3KTATUYECKUM KOXHbIM MacTouuto3dom. B 60-80%
BCTPEYaeTCsa NUrMeHTHas KpanuBHULA, KOoTopas npepg-
cTaBnsieT co6oN NATHUCTO-Manyne3Hble BblCbINAHUS
Ha KOXe OT pP030BOr0 A0 6YpO-KOPMYHEBOro LBeTa
pa3nuyHbIX pasmepoB U ¢opm. Mpu TpeHuu, aasne-
HUW unu n6om apyrom GusnMyeckom BO3AeNCTBUK Ha
BbICbINAHNA HAbGNIOAAETCA MONMIOKUTENbHbIA CUMMNTOM
Napbe-YHHbl (MOABNEHNEe OTRUHOCTH, TUNePeMII Ha Me-
CTe 3nemeHTa). oOMUMO MECTHbIX PeaKLmi, y 60MbHbIX
MOTYT HabMo4aTbCa 3yA, XXKeHMe, MOKPACHEHUE KOXM,
nosiBNeHne ny3bipen Ha MecTe NOPAXEHHON KoXun. 06-
Lee COCTOAHME NALMEHTA NPU ITOM TOXE MOXET CTpa-
AaTb: BO3HWKAKOT rONOBHble 60K, TFONOBOKPYXEHNS,
Bblpa)xeHHoe 6eCrnoKoWCTBO, TOWHOTA, PBOTa, AUapesn,
B HEKOTOPbIX CAyYanx, yale npyu CMCTEMHOM MacTOLN-
TO3€e, MOTYT HabMAaTbCA 0CTEONOPO3, aCTMa-NoAo6-
Hble CUMNTOMbI, aHaMNAKTUUECKME peakuun. Bce 3Tu
CMMNTOMbI CBA3aHbl C AErpaHynaumMen TYUHbIX KNeTok
U BbIXOLOM MeLMaTopOB.

B feTckom BO3pacTe ualle BCEro BCTPEUAIOTCS KOX-
Hble (hOpPMbl HOME3HK, KOTOPble MOTYT CMOHTAHHO pe-
rpeccuMpoBathb B 67% Crydyaes K ny6epTaTHOMY BO3pacTy
W, KaK MpaBuWio, NPOrHO3 Yy Takux 60MbHbIX Bnaronpu-
ATHBIA.

KnuHuueckun cnyyvai.

[leBouka M. 10 neT nocTynuna B oTAeNeHMe JeTCKOW
ruHekonorum PAKB ¢ anob6amu Ha Hanuume obpa3oBa-
HWIA B 06NnacTh 60NbLINX MONOBLIX T'Y6.

N3 aHamHe3a: pebEHOK OT 2 6epeMeHHOCTM, Npo-
TeKaBLlen 6e3 0CMOXHEHWIA; BTOPbIX CPOUHbIX POAOB.
Mama oTmeuaeT nosiBneHue o6pa3oBaHMil B 06nacTu
BYNbBbl Y PEOEHKA C 6 N1eT, INEeMEHTbl CyOHEKTUBHO He
6ecnokonT. K Bpauam no noBoAy 3TOro He 0bpalianuch,
He fleynnucb. Ha Koxe Tynosuiia onpepenatTcs egu-
HWYHbIE Nanyne3Hble BbICbINAHWA CBETIO-KOPUYHEBOTO
1 PO30BOTO LBEeTa okpyrnoi opmsl pazmepom 0,5-1,0
CM B AMAMeTpe, C YETKMMU POBHbIMM FpaHuLamu, 6es-
6onesHeHHble NpyU Nanbnauuu. [leBouka M. HaxoguTCs
nof HabnwoaeHnem gepmartonora KAL PAKB c 6 neT no
MOBOAY MacTOLMTO3a KOXU.

N3 aHamHe3a XMW3HU: HACNeACTBEHHOCTb He OTAro-
LEeHa, nepeHecéHHb|e onepauynn n TpaBMbl OTPULAET,
I'IpOd)I/IJ'IaKTI/I‘-IeCKI/IE NPMUBUBKN CAe/laHbl MO BO3PaAcCTy.

TMHEKONOrMYeCKMN CTaTyC: MEHCTPyaumii He 6bino,
OBOJIOCEHNE MO XEHCKOMY Tuny. HapyxHble nonosbie
OpraHbl pa3BuTbl NPaBWbHO. B 06nacTn 60nbwmx nNo-
NOBbIX Ty6 C 06enx CTOPOH BM3Yanu3npyloTca ABa y3-
NOBbIX 06pa3oBaHMA WAPOBUAHON (hOPMbl pa3mepom
okono 1-1,5 cm B AnameTpe, LBETA O6bIYHOW KOXMW,
PacnonoXeHHbIX 6MXe K 3afHEen cnanke. INemeHTbl
NAOTHO3MACTUYECKON KOHCMCTEHLMM, NOABWXKHbIE, 6€3-
6one3HeHHble Npyu NanbnaLum, Nerko cMellaemble nog
Koxen. CumnTom [lapbe-YHHbI €Nabo NOMOXMTENbHbIN.
Knutop He yBenuueH, CNM3UCTas Bnarannia He rune-
pemupoBaHa. Mpy ABYPYYHOM UCCNef0BaHMKU MaTka B
CPeANHHOM MONOXEHUN, He YBeNUYeHa, NNOTHas, Noa-
BWXKHasA, 6e3bonesHeHHas. NpnaaTkm ¢ 06enx CTOPOH
He onpeaensoTCA.

B pe3ynbTaTe nabopaTopHbIX UCCNea0BaAHUN: KIUHU-
UeCKMn aHanu3 KPoBU, BUOXMMUYECKUI aHANN3 KPOBMK,
Koarynorpamma, uccnefjoBaHme Ha ropMoHbl, KNuHKUYe-
CKUW QHANU3 MOYM — MATONOTUN N OTKIOHEHUN He Bbl-
ABNEHO

Mo pe3ynbTaTaM YynbTPa3BYKOBOro WCCNeA0BaHUA
(05.12.2022) B npoeKkuMn 6GOMbLWMUX MOMOBbLIX Ty6 BU-
3yanu3nupyoTca reteporeHHoe ob6pasosBaHue crnpasa
25x9x14 MM, cnesa 17x9x12 mm. UK B Hopme. [aTono-
MM OPraHoB Manoro Tasa He BbiIB/EHO.

Ha ocHOBaHWM %ano6, aHamHe3a, 06LWero u ruxe-
KONOTMYecKoro OCMOTPOB, NabOPaTOPHbIX U UHCTPY-
MEHTaNbHbIX METOAOB WCCNefOBaHWA MNPOBOAUNCS
AnddepeHLnanbHbliA JUArHo3 ¢ HelpohMbpoOMaTo30oM.
OpHako y6efuTenbHbIX AaHHbIX 32 Henpodubpoma-
703 (HapyLleHnsa CO CTOPOHbI KOCTHOW, HEPBHOIA, 3HAO-
KPUHHOWM CUCTEM) He BbisiBNieHO. bbina pekoMeHgoBaHa
6uoncus 06pa3oBaHmil.

B npekabpe 2022 roga npousBefeHa onepauus:
6uoncus onyxonu BynbBbl. [0 pe3ynsTatam KOTOPOM
mopdonornyeckas KapTuHa COOTBETCBYET MaCTOLUTO-
3y.

BbiBoA: [luarHOCTMKA MacToLMTO3a [AO0BOMbHO 3a-
TPYOHUTENbHA B CBA3M C OCOOEHHOCTbIO BCTPEYAEMO-
CTN 3a60/M1eBaHmMsA, HeJOCTaTOYHOCTbIO 3HAHMI N BapU-
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abenbHOCTbIO hopM. MATOrHOMOHUYHBIM CUMNTOMOM
B 6onblMHCTBE CyyaeB (99%) Ansa KOXHbIX opm
MacToLMTO3a SBAAETCA NOMNOXKWUTENbHbIA cumnTOM [la-
pbe-YHHbI. CTOUT MOMHUTb, UTO KOXHble POPMbI JAHHOW
60Me3HN MOTyT 6bITb MPOSIBAEHNEM CUCTEMHOIO 3a60-
NeBaHMa, a Takxe, ecnu 3abonesaHne MmaHuecTupBa-
no B KOXHon chopme B 6onee cTapliem Bo3pacTe, BO3-
MOXEH €ero nepexof B CUCTEMHble ()OpPMbl, MO3ITOMY
HeobXo4MM TLWATENbHbIA KOHTPOMb W MNPMCTANbHOE
HabnaeHne 3a 60MbHbIMU. TakMM 06pa30M, BaXeH
aHanu3 BCeX AaHHbIX ANA ONpefeneHus NpaBUIbHOTO
noAxoAa K ANArHoCTUKE N TAaKTUKE BEAEHNA NALUEHTOB.

FEMOOUNNA AY AEBOYKU 8 NNET
bonkuces H.A., lemuHa C.A.

HayuHblli pykoeooumenb:
K.M.H., doyeum /lapuHa /1.E.

PHUMY um. H. W. Muporosa M3 PO
Kathenpa nponeaeBTuky getckux 6onesxen Nd
Mopo30BCKas feTckas ropoackas KnnHnyeckas

60nbHMLA

AkTyanbHOCTb. lemocmunua A — 370 X-cuenneHHoe
peLeccMBHoe reHeTuyeckoe 3abonesaHue CBepTbiBa-
IOWen CUCTeMbI KPOBW, CBA3aHHOE C MyTauuen B reHe
FVIII n obycnoBneHHoe geduumtom VIl dhakTopa cBep-
TbIBAEMOCTW KPOBU. [PUHATO CUUTaTh, YTO remocunms
ABNAETCA MYXCKMM 3a60N1eBaHMEM C YaCTOTOM BCTpeYa-
emocTu 1:10000 myxunH. lemonnmsa y XeHLLnH BCTpe-
yaeTca AOBOJMIbHO pefko. B HacToswee Bpema B mupe
3aperncTpupoBaHo Bcero 60 cnyyaes remounnu y
XXEHLMH 3a BClo uctopuio. MoxeT BO3HUKATb B pe3yb-
TaTe HAacNeAoBaHNS reHa v 0T 0Tua, 601bHOrO remodu-
nnei, U 0T MaTepu-HOCUTeNbHULbI. Takxe remodunus
MOXeT OblTb MPOSIBNEHMEM MyTaLUW HA OAHOM X-Xpo-
MOCOME C MHAKTUBALMEN FreHa Ha APYron. Y HeKOTOpPbIX
KEHLMH, ABNSIOWMNXCA HOCUTENbHULAMM MyTaLMi reHa
FVIIl, moryT HabnofatbCA KNUMHUYECKUE NPOABMEHMSA
remocunum B nerkon opme.

Uenb.Onucatb NauMeHTKy € HacneLCTBEHHbIM Aedu-
uutom chaktopa VI, nerkoi popmsil.

KnuHuuecknii cnyyai. NauymenTka M., 04.03.2015 roga
poxaeHus. HacnefCTBEHHbI aHaMHE3 He OTArOLLEH.
B pekabpe 2022 roga nosiBUNAach OTEYHOCTb U 60/b B
MPaBOM KOMEHHOM CyCTaBe, TPAaBMaTM3auuu He 6bino.
C AaHHbIMM xanobamy 06paWanncb B MECTHYH 06-
NacTHy0 60nbHULY, FAe ObiN BbiABEH reMapTpo3. bbina
BbINOMHEHA MYHKUUA U 3BaKyauus Kposu. femapTpos
noBTOPSANCA 7 pas, NPOBOAUNUCL NYHKUMKW. B Hauane
tespansa 2023 roaa pebeHOK NpeabaABAAn Xanobbl Ha
60Nb B NPABOM KOMEHHOM CyCTaBe, OrpaHNYeHune ABU-
XeHwil. bbina HanpaeneHa B AFKB um. ®unaToBa, rae
6blna npoBedeHa NYHKUWA, 06bem 3BAaKYMPOBaHHOK
KpoBu 40 mn. 3anopo3peHa koarynonatus. 09.02.2023
13 ArKb um.Ounatosa 6puragon CKOPon MeanLMHCKON
nomowm 6bina nepeseseHa B MAIKb B otaeneHme rema-
Tonoruu.

CocTosiHue npw noctynneHun B MArKG cpeaHen Ta-
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KECTH, CYyCTaB MMMObBMNU30BaH OpTe3oM. Manbnaums
MPaBOro KOMEeHHOro CycTaBa 601e3HEHHA, OTEK MATKMX
TKaHeil. [IBMxeHnss B 06beme orpaHuyeHbl, 60ne3HeH-
Hbl. CumnTom “6annoTmpoBaHua” cnabononoXxuTenb-
HbIU.

Mo pe3ynbtTaTam KOMMblOTepHOW Tomorpaduu Ha-
6nioganacb AecTpykuma B 061acTu 3agHero Kkpas narte-
PanbHOro MbllienKa NpaBon 6eAPeHHON KOCTH C Hapy-
WeHnem LenoCTHOCTU KOPTUKANbHOMO C0S, NPU3HAKK
NPaBOCTOPOHHEr0 remapTpo3a. flabopaTtopHo: yanu-
HeHWe aKTWBMPOBAHHOIO YaCTUYHOro TpombonmnacTu-
HoBOro Bpemenu (AYTB) 44,3 cekyHabl (HopmanbHoe
3HauyeHue 26,9-38,7 ¢). Mpu panbHeliwem o6cnefoBaHNK
BbIABIEHO 3HAuuTenbHOe CHWKeHue akTusHocTu VI
thakTopa 6,70% (HopmanbHoe 3HaueHue 60,60-154,40%).
WHrubutop akTmBHocTU hakTopa VIl He o6HapyxeH.
Bbin noctaBneH gmarHos: remodunusa A, nerxkas cop-
ma. bbina Ha3HaueHa Koppekuusa remoctasa akTopom
cseptbiBaHua VIl B fo3e 1000 ME 1 pa3 B CyTKK 4 AHA.
Ha thoHe npoBefeHHON remocTaTuyeckon, usnortepa-
NeBTUYECKON Tepanun Ha 06N1acTb CycTaBa ABNEHMUA re-
MapTpo3a 6bInn KynuMpoBaHbl. bbina BbiNMcaHa U3 CTa-
LMOHapa B yA0OBNETBOPUTENbHOM COCTOSAHUN.

3akntoueHune. femounusa A peakoe HacnefCcTBeH-
Hoe 3abofieBaHNe, KOTOPOe BCTPeYaeTcsa npeumylle-
CTBEHHO Y MYXUUH, peiko MOXeT NpOosBAATHCA U Y
KEHWMH. [laHHbIA Cny4Yal AeMOHCTPUpYyeT Heo6Xxo-
AUMOCTb B AMArHOCTMUYECKOW HACTOPOXEHHOCTU Npw
06CnefoBaHMM AEBOYEK C KOArynonaTUsaMm, MMeLLux
KNWHWYecKne npossneHus remodunuu. [aHHas na-
LMEeHTKa NMPOXOAWT reHeTuyeckoe obcnepnoBaHue Ans
YTOUHEHUA anarHosa.

KNUHWYECKMIA CNYYAI
T-NMUMOOBNACTHON (AUDDY3HON)
HEXOMKKUHCKON NMM®bOMbI,
OCNOXXHVBLUEICS TNA
Xyaaposa K.M., O3epoBa E.C., icaesa I.A.

HayuHblii pykogooumerns:
K.M.H., doyeHm JlapuHa /1.E.

PHUMY nm. H. W. Muporosa M3 PO
Kathenpa nponenesTuku fetckux 6onesnen NO

AKTyanbHOCTb.

HexomXKnHcKue numdombl (HXJ1) — reHepannsoBaH-
Hble 3/10KaYeCTBEHHbIE ONYXONU UMMYHHOW CUCTEMbI 13
KNeToK BHEKOCTHOMO3roBOW NMMMOUAHON TKAHW pas-
NINYHOWN TUCTOreHETMYECKON MPUHALNEXHOCTUN U CTe-
nedn anddepeHunpoBkn. B aeTckom Bo3pacte HX

XapaKTepum3ylTca  BblCOKOArpeccuBHbiMU  hopmamm
1 6bICTPbIM NPOrPeCcCMpOoBaHNEM.
Liens.

Onucatb TeuyeHue numdobnactHon (auddysHon)
HXN, ocnoxHuBLercs TpoM603IMOONNEN NEFOUHON ap-
Tepuu (TINA).

KnuHMueckun cnyJai.



Manbuuk A, 13 net 30.04 )xanoBanca Ha 60nb B CNKHE,
B NPaBO/ NONOBWHE TPYAHON KNETKW, B MPaBOM Nneue,
Neynnca y MaHyanbHoro TepanesTa, 60nu HapacTa-
nu, NPUCOEANHMNOCH OlyLeHNe cepauebuenus. 03.05
TPWXAbl 6bina pBOTA, OCMOTPEH BPAUYOM MO MECTY Xu-
TenbCTBA U rOCNMTANU3NPOBAH B CTaumoHap, rae 07.05
caenaHa komnbiotepHaa Tomorpadua (KT) rpyaHoil
KNeTKW, BbiiBNEHbl 06bEMHOE 06pa3oBaHue B nepej-
HeM CpefjoCTeHUU C MPU3HAKaMWU NHBA3UWN B MeJMacTn-
HafbHYI0 M KOCTaNbHYIO NfieBpbl, afeHonaTus peruo-
HapHbIX NUMQOY3N0B C TOTANbHBIM MPABOCTOPOHHUM
rmapoTOPaKCcoOM W aTeneKkTasom NpaBoro fierkoro, yme-
PEeHHbIN rnaponepukapa. ¢ 08.05. no 10.05.22 Haxoauncs
B XUPYPruyeckom OTAeNeHnn C ToTanbHbIM FMAPONHeB-
MOTOPAKCOM CNpaBa, AblXaTeNbHOW HEAOCTATOUHOCTbIO.
Mpu nneBpanbHON NYHKLMN TPUXK bl 3BAKYUPOBAHO 60-
nee 1500 mn xuakocTu. 12.05 6puragou CMN rocnuta-
nu3uposaH B MATKB, BbinonHeHo KT rpygHoON KneTku —
B 06enx nneBpanbHbIX NONOCTAX XUAKOCTb: cnpasa 520
MA, cneBa 455 M, B CpeAoCTeHUn 06pa3oBaHne KUCTo3-
HO-CONUAHON CTPYKTYPbI C BbIpaXXeHHbIM Macc-3dhdek-
Tom (123,8 MMx 115 MM x158,6 MM), C 30HaMn pacnaja;
pacnpoCcTpaHeHHOCTb HA KOCTAlbHYK Nnespy cnpasa,
MexpebepHble MPOMEXYTKU 2-7, KOPHU 060UX Nerkux
N ABneHua nepuunccyputa. 13.05 — NyHKUMA U JpeHu-
poBaHuWe nepukapha, Topakockonus cnesa, buoncus
06pa3oBaHMA M [peHUpPOBAHME NNEBPasbHbIX MONO-
cTen. [lnarHoctupoBaHa T-numdobnactHas (anddys-
Haa) HX/. ¢ 14.05 HauaTa UMTOpPEeLYKTUBHAA Tepanua
cornacHo npotokony NHL-BFM-2004. 15.05 no gaHHbIM
Y3 cocynoB BepxHUX KOHEYHOCTei: cneBa — OKK/0-
3MOHHbIA TPOMBO3 MOAKMNOUNYHON, NOAMbILIEUYHON BEH
1 v.basilika, cnpaBa — HEOKKMO3NOHHbIN TPOM603 Noa-
KMOUMYHOW BEHbI, HAUaTa aHTUKOATrYNAHTHAs Tepanus.
1.06 BO3HMKNO 3aTpyAHEHWe AbIXaHUs, ymepeHHas Ta-
XUKapAus, CHUXeHue catypauum go 93%. Mo gaHubim KT
OpraHoB rpyaHON KNeTKM — NPU3HAKN ABYXCTOPOHHEN
maccmaHomn TIMA. M0 XU3HEHHbIM NOKAa3aHMAM, MPOBO-
AUNca TPOMBONM3NC NpenapaTom anTennasa c NoNoXm-
TenbHbIM 3¢DdeKTOM. [10 HACTOSALLErO BPEMEHN pE6EHOK
nonyyaet fieyeHune cornacHo npotokony NHL-BFM-2004
C MONOXNTENbHOW JUHAMUKON.

06cyxaeHme.

Y neteit 0o 14 net npu o6HapYXeHU HOoBOOGPa30-
BaHUM KPYMHbIX Pa3MepoB B NepByl ouepefb HE06-
XOAUMO UCKNOUMTb HXJ1, Tak Kak U3-3a 0CO6EHHOCTEN
NoKanu3auum U pasBMTUSA NaToNOrnyeckoro npouecca
OHW 4acCToO COMPOBOXAAKTCA BHE3AMHbIMU KU3HEY-
rpoXarwLumy cocTosHuAMK. Tak, y manbumka A. ycTa-
HOB/IEHbl CMHAPOM CAABMEHUS BEPXHEW M0N0 BEHbI,
HapylweHune AbixaHus, TINA. B npouecce Tepanuu 06-
HapYXeHbl annepruyeckas peakuus Ha acnaparmHasy B
BUAe GPOHXOCNa3Ma M 3aMeANieHHas CKOpPOCTb 3NMMU-
HaLuu meToTpekcaTta. HecmoTpsa Ha pucku, Heobxoau-
MO NPOAOMKUTL NleueHne acnaparnHason, Tak Kak oHa
BXOAWT B KOMMMEKC OCHOBHOMW Tepanuu, 6e3 KOTopoi
HEBO3MOXHO A06UTbCA YCMeWHoro pesynbrata. Mpu
KOHTponbHOM KT OpraHoB rpyaHON NONOCTU BbiiBNEHA
0CTaTOYHas ONyXonb, B CBA3W C YeM NPOBOAMUNACH BTO-

pas 6uoncus obpazoBaHus ans anddepeHLUpoBaHus
MexXay pe3uayanbHon onyxonbto n Guépo3om; aTunum
B MaTepuane He 06HapyXeHO.

3aKnwueHne.

OnucaHme nauneHTa AEMOHCTPUPYET, Kak 6bICTPO OT
BO3HWUKHOBEHMS NepBbIX HecneLnduuecknx CUMNTOMOB
NOSIBUANCH XU3HEYrpoXalolme COCTOSHUA, MO03TOMY
HeobXxoMMa OHKOHACTOPOXEHHOCTb Bpauyen M6oi
CNeunanbHoCcTh ANs CBOEBPEMEHHOr0 HamnpaBieHus K
Heob6Xo4MMbIM CreumanucTam U AN NPaBUAbHON Tak-
TUKM NIeUEHMS, UTO NOMOXET CHU3UTb Pa3BUTUE OCIIOXK-
HEHWUN N PUCK PeLNANBaA, KOTOPbIA 0COBEHHO BbICOK B
nepeble Ba rofa nocne oKoHYaHus Tepanuu.

NMANONATUYECKASA LUTONMEHNA
W NEPBUYHBII UMMYHOAEDULINT:
CUHAPOM CTOPMOPKEHA
Tynynosa C.A., Eroposa A.l.

HayuHbili pykoeodumenb:
K.M.H., doyeum J/lapuHa /1.E.

PHAMY um. H. U. Mnporosa M3 PO
Katheapa nponeneBTuky feTckux 6onesnen N

BeegeHue: Cungpom CropmopkeHa — opaHHoe 3a-
6oneBaHne ¢ ayTOCOMHO-JOMUHAHTHbIM TUMOM Hachne-
A0BaHKs, 06ycnoBneHHoe MyTaumeli B reHe STIM1. [ins
HEro XapakTepHbl TPOMOOLMTONEHNS, acnneHns, Tyoy-
NAPHaaA MMonNaTus, MMO3, UXTUO3 U ANCNEKCHS.

KnuHuuecknit cnyyain: Manbumk 6 mec 6bin rocnnta-
nu3uposaH B MANKB B cBA3M C HapacTaHuem remoppa-
TMYECKOM CbINMM HA pyKax, TYNOBULLE U HEKYNUPYEMbIM
CYAOPOXHbIM CMHAPOMOM. B aHamHe3se: neyeHue aHe-
MUK, TPOMOBOLUTONEHUN, NEPBUUYHOrO UMMyHOZedU-
LMTa; TOHUYECKME CYLOPOXHbIe MPUCTYMbl C Bepcuen
rnas 6e3 anunenTUOPMHON aKTUBHOCTW Ha 33l Ha-
CNeSCTBEHHOCTb CO CTOPOHbI POANTENEN HE OTATOLLEH],
6pak 6NM3KOPOACTBEHHbIN: MaTb W OTeL, ABOIOPOAHbIE
6paT u cecTpa. Pe6eHOK OT UeTBepToi 6epeMeHHOCTH
BTOPbIX PofoB: 1, 2 6epeMeHHOCTb — Hepas3BUBLUMECS,
3 — AeBOYKa, ymepna B AOMALIHMX ycnoBuax. Mpu nocty-
nneHnu B MACKB: Tpom6ouUNTbI 65x10°/1, 3pUTPOLLUTDI
3,1x10/n. B cBA3M C COXpaHeHMEeM TPOMOOLMUTONEHUM
nocne BBeAEHUA BHYTPUBEHHOrO WMMMYHOrN06YNMHa,
TPOMOOKOHLEHTPaTa, CTUMynaTopa Tpomb0ono3sa npo-
BefleHa MYHKLKA KOCTHOrO MO3ra: UCKYeHbl cucTem-
Hble remaTonornyeckne 3abonesaHus. PekomeHa0BaHO
reHeTu4ecKoe 06cnefoBaHNs Ans onpefenerns reHesa
TpombouuToneHuu. Mpn oueHke TREC/KREC He nckno-
yeHa UMMyHHasa aucperynauma: cHmxkeHue TREC npwu
HOPMATMBHbIX NOKa3aTenen KNETOYHOr0 UMMYHMTETA
B paMKax CuHApomanbHow nmatonorun. Ha KT ronos-
HOro mo3ra 18.06 06Hapy)XeHO KPOBOM3NUAHME B Mpa-
BYI0O TEMEHHYI0 A0MI0 FOIOBHOMO MO3ra C NMpopbiBOM B
ENyA0UYKOBYI CUCTEMY, HAPACTAHNE BHYTPUYEPENHON
rMNepTeH3um. YCTAHOBNEH HAPYKHbIN BEHTPUKYNSAPHBINA
OpeHax. PeHTreHorpamma nerkux 24.06: 1BYyCTOPOHHAA
nHeBMOHUA. B nocesax: P. aeruginosa, K. pneumoniae,
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S.aureus. MonyyeH pesynstaTt AHK-4MArHOCTUKM NONHO-
3K30MHOTO CEeKBEHMPOBAHWA : Yy pebeHKa ¢ Tpombouu-
ToneHuen/TpomboLnTONaTnen, aHemuen, UMMyHome-
(ULNTHBIM COCTOSHWEM, acnfieHnen BepunLMpoBaH
cuHapom CTOpPMOpKEHA, 06YCNOBNEHHbIW MyTauuen B
reHe STIM1. OchopmneH nananaTUBHbLIA CTaTyc. Hecmo-
TPA Ha NPOBOJMMOE NeveHune, COCTOAHNE pebeHKa yxya-
Wanocb. PeaHMMaLMoHHbIE MEPONPUATUA Be3ycneLlHbl,
KOHCTaTWpOBaHa buonornyeckas cMepTb NaLnUeHTa.

3akntoueHne: OTcyTcTBME 3(hekTUBHOW Tepanum
W NAaTOrMOHWYHBIX MPU3HAKOB, MYyNbTUCUCTEMHbBIN Xa-
pakTep 3ab6o0neBaHNs — AaHHble (haKTOPbl 3aTPyAHs-
0T Bepuukaunio cuHapoma CTOPMOpPKEHA W neuyeHne
60nbHbIX. CeMby, UMetoWwMe aeTeil ¢ cuHagpomom CTop-
MOPKeHa, TPebYIT reHeTUUeCKOro KOHCYNbTUPOBaHUs
npu nAaHUpPoOBaHUM cneaytouen 6epemeHHocTu. CBO-
eBpeMeHHas AMArHoCTUKA CUHAPOMA NO3BONAET YNyu-
WIUTb YPOBEHb XM3HU NaLMeHTOB, 0hOpMUTL Mannima-
TUBHbIN CTATYC.

KNCTO3HOE OBPA30BAHWE HMKHEN
TPETU ANA®U3A BEJPEHHOMN
KOCTIL: AI/IAI'HOCTI/ILIECKI/IVI nyTb OT
OHKONMornm Ao AEOGULUTA Xill QAKTOPA
Eroposa A.l., Tynynosa C.A.

HayuHbili pykoeooumenb:
K.M.H., doyeum /lapuHa /1.E.

PHUMY um. H. W. Muporosa M3 PO
Katbenpa nponeneBTuky feTckux 6onesnen Nd

BeefeHue: lopaxeHue onopHo-ABMraTesibHoOro an-
napata B meguatpum TpebyeT MeXANCLUMNANHAPHOIO
noaxofa: 3TMoNorusa 3aboneBaHnii WMPOKa M MHOr006-
pasHa. ®akTop XIll — chepmeHT Kackafa CBepTbIBaHUSA
KPOBMW, MrpaloWMn KMOUeBY Pofb B MNoAepXaHui
(DYHKUMOHANbHOW LEeNoCTHOCTU (PUOPUHOBBIX CrycT-
KOB, B penapauuy U KOMMYHUKALUU 3HOOTENUANbHbIX
KNETOK. VI3MeHeHne ero ypoBHS aKTUBHOCTW B KPOBW
MPONOPLNOHANBHO TPOMOOTNYECKOMY MU remopparu-
UeCKOMy PUCKY.

Knunuuecknin cnyvaii: Manbuuk 17 neT rocnutanu-
3upoBaH B MAMKb ¢ xano6amu Ha 60nb 1 OTeK NeBoOK
FONEHW U KOMeHa, 3KXMMO3bl B NEBOW MOLKONEHHOM
06nacTn 1 no 3ajHen NOBEPXHOCTM NEBON ronexu. U3
aHaMHe3a: HelaBHO NepeHeC TPaBMy N1€BOr0 KOEHHO-
ro cycTaBa, MPOBeAEHA NYHKLMSA CYCTaBa U HaNOXeHNe
rMNCcoBoW NoHreTbl. bonen aHrnHomn, nonyyan aHTMGAK-
TepuanbHyto Tepanuio (uedukcum). KT neBoro KoneHHo-
ro CycTaBa: KapThHa CUHOBUTA, CynpacennsapHoro byp-
cuTa cneea, obpa3oBaHue anadusa neson bespeHHoON
kocTn (kucta unn ubposHas aucnnasus). Y3Ar cocy-
[0B HMMKHINX KOHEYHOCTeN: NPU3HAKOB HAapYLUeHUs Npo-
XOANMOCTU MOBEPXHOCTHBIX W TNYBOKUX BEH HUXKHUX
KOHEUYHOCTEN He BbiABEHO. /Ta6OpaTOPHO: NOBbILEHNE
C-peakTuBHoro 6enka 10,7 mr/n. B koarynorpamme ru-
noKoarynaunum He o6HapyxeHo. Mo gaHHbIM MPT neBoro
KONEHHOro CyCcTaBa BbIABNEHO AOMOMHUTENBbHOE KNCTO-
BMAHOE 06pa3oBaHMe HWXHEN TpeTu auacdu3a Nnesoil
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6eApeHHON KOCTU. PebeHOK GblNl KOHCYNbTUPOBAH OH-
KOMOroM: [aHHbIX 3a 3/10KaYeCTBEHHOe 06pa3oBaHue
He 06HapyXeHo. [lns NCKNKUYEHNS BPOXAEHHON Koary-
nonaTuu NPOBEAEHO PACILIMPEHHOE KOArynonornyeckoe
nccnefoBanue: BbiaBNeHo cHmxkeHne Xl dakTopa fo
38,6%, CTaBLIee NPUYNHON CMOHTAHHOW remMaToMbl.

B CBA3M C NONOXNUTENbHON LUHAMUKON — 06PATHbIM
pa3BMTUEM FeMaTOMbl, KYNMPOBAHMEM OTeKa Ha (hoHe
(hmsmoTepanuu OT 3aMeCTUTENbHOW Tepanuu CBexe-
3aMOPOXEHHON NNa3mMoil 1 KpUOMpeumnuTaTa peweHo
BO3/JepXaTbCs. BbinucaH B CTabUNbHOM COCTOSAHUM NOJ,
HabngeHne neanaTpa, remaTonora, TpaBMaTonora.

3aknioueHne: B gaHHOM KNMHUYECKOM ciyyae fgedu-
umnt Xl chakTopa cTan NPUUMHON Pa3BUTMA remoppa-
rMUYeckoro cuHgpoma. [ins gmarHoctuku Tpebosanach
TWaTtenbHas OLEHKA CUMNTOMOB 60M€3HM, NTPOBEAeHMne
paclWMpPeHHOro Koarynonornyeckoro ucciefoBaHue.
3anogo3putb gecuumt Xl chaktopa no3sonuno ume-
follleecs HECOOTBETCTBME MeXAyY BbIPAXEHHbIM remop-
parnyeckum CUHAPOMOM Yy MauMeHTa U OTCYTCTBUEM
OTK/IOHEHWIA B CTaHAAPTHON Koarynorpamme.

OCOBEHHOCTW TEYEHNA BPOXXAEHHOIO
®UBPO3A MEYEHN YV NOAPOCTKA 17 NNET
Manerto E.M., lyueHko B.B.

HayuHbili pykoeodumenb:
0.M.H., npogheccop Cypkos A.H.

PHAMY um. H. 1. Muporosa M3 PO
PHLX nm. akagemunka b.B. MeTpoBCKOr

Manbuuk, 17 net 5 mec. U3 aHamHe3a U3BeCTHO, UTO
C paHHero Bo3pacTta y pebeHka 0TMeuyanocb yBenmue-
HWe XUBOTA B pa3mepax, 0HAKO AONOAHUTENbHOIO 06-
CnefloBaHMA He NPOBOAMNOCh. B Bo3pacTe 6 net — ycu-
NleHne BEHO3HOI0 PUCYHKA Ha rpyau, a Takxe BOKpPYr
Mynka, OCMOTPEH XMPYprom — BnepBble BbiiB/IeHA re-
narocnieHomeranus, B CBA3M C Yem rocnuTann3npoBsaH
B CTauuoHap. Mo JaHHbIM KMMHUYECKOro aHanmsa Kpo-
B — TpombouuToneHns Ao 134x10°/n. B 6uoxumunye-
CKOM aHasnn3e KpoBM — MUHUManbHOe nosbiweHue ACT
10 76,3 ME/n. laHHbIX 32 KOArynonaTuio He BbiSIBNEHO.
1abopaTopHO MCKIOYEHblI BUPYCHble renatutbl B u C,
ayTOMMMYHHbIE NOPaXXeHUs NeyeHu, NepBUYHbINA CKe-
PO3UPYIOLLMIA XONAHTUT, HEAOCTATOUHOCTb anbdal-aH-
TUTPUNCUHA, GONEe3Hb BunbCoOHa M HAcCNeACTBEHHbIN
remoxpomato3s. [1o pe3ynsratam Y3 opraHoB 6ptolHON
nonocTu: renatocnneHomeranus (neyeHb 111x48 mm,
ceneseHKka 137x54 MM), yCUneHne CKOPOCTH KPOBOTOKA
Nno BOPOTHOI 1 CE€Ne3eHOYHON BeHaM, HeobnnTepupo-
BaHHas NnynoyHas BeHa (qUameTpom 7-8 MM C aKTUBHbIM
KPOBOTOKOM), apTepUOBEHO3Hble CBUILN BHYTPEHHEN
noAB3aowWwHon aptepuu. Mpu Y3N nouek natonorum He
BbiiBNEHO. Mo gaHHbiM ITAC: BApMKO3HOE paclupeHmne
BeH nuwesoaa (BPBN) Il cteney, aHTPanbHbIA racTpuT.
AHruorpadms: BHeneuyeHouHas opma NOPTaNbHOM
rMnepTeHsnn. YuuTbiBas pesynbraTbhl 06Cnef0BaHNKS,
Yyrpo3y KpOBOTEYEHMA U3 BAPUKO3HO PACLIMPEHHbIX
BEH MuLLeBoa, MPUHATO pelleHne o NpoBefeHnn one-



PaTWBHOrO BMeLWaTeNbCTBA — BbIMOMHEHA NanapoTo-
MUS, CMAEHOPEHANbHOE WYHTUPOBAHUE «OOK-B-6OKY,
6uoncus neyeHu. Mpu mopdonornyeckom uccnenosa-
HUW renaTobmonTaTa BbISIBNIEHO, YTO APXUTEKTOHMKA
NeyeHu HapyleHa, ONpeaensoTca WUPOKMe, NNOTHbIE,
KONNMareHoBble TAXM C 6ONbWKUM KONMYECTBOM KUCTO3-
HO pPacLINpPeHHbIX XEMUHbIX NPOTOKOB, OKpYXalowine
HEN3MEHEHHblE MEeUYEeHOYHble [AOMbKKM, LEHTPanbHble
BEHbl COXPaHEHbI, renaToLMTbl C MENKO3EPHUCTON Lu-
Tonnasmon. Mopdonornyeckas KapTuHa XapaKTepHa
ANA BPOXAeHHoro ¢mbposa neueHu. Bnocneactsum
perynapHo Habnoganca B neguatpuyeckom eaepanb-
HOM LleHTpe. lNNTeNbHO NoayYan Kypcbl renato- u ra-
CTPONPOTEKTOPHOU Tepanuu. Mocneaxss rocnutanusa-
UMA B NeanaTpuyeckumii ctaumoHap B Bo3pacTte 17 nerT.
Mpn ocMOTpe: XXMBOT 06bIUHON (DOPMbI, CAMMETPUUHbIN,
NanbnaTopHO MATKUN, HE3HAUUTENbHO 60Ne3HEHHbIN
B 3nuractpanbHon 06nacTu W npaBom noppebepbe,
NpuU NepKycCUM HUXKHAA TPaHMLA MeYyeHn BbiCTynaet
Ha +1+7+12+5 CM M3-noj Kpasi pebepHol Ayru, HaunHas
C NpaBOil CPeAHEeKNMUYNUYHON NUHKUK, NPU Nanbnauui
neyueHb “KaMeHUCTOW NNIOTHOCTK", Kpai 3aKpyrneH, by-
FPUCTbIA, Nanbnauns ero 60Ne3HEHHA; NanbnNUpyeTcs
HUXHWUIA NONKOC cene3eHku. Mo AaHHbIM 1abopaToOpHOro
06cnenoBaHNs: KONMMUECTBO TPOMBOLMTOB Ha HUXHEN
rpaHuue Hopmbl — 156x10°/n, ANT n ACT B Hopme. Mo
pe3ynbratam KOHTponbHbix ATAC, BPBIT He 0TMeuanoch,
JHAOCKONMUYECKan KApPTMHA AWUCTANbHOIO KatapanbHO-
ro 330(parmta, aHTPANbHOro racTputa, AyoaeHuta. Mo
AaHHbIM Y3U: renatocnneHOMeranua 1 remognHamnue-
CKWe NpU3HaKy NOPTANbHON rMNEPTEH3UN COXPAHANUCD
6e3 nporpeccMpoBaHus, CNIEHOPEHANbHbIN AHACTO-
Mo3 coctosaTeneH. Oubpoanactorpacma neyeHun: npu
MpPOBeEHUN CepuK N3MEPEHNI B NPABOU A0Me NeUeHn
NoKa3aTenu BbIPAXXEHHO MOBbIWEHbI U HEOAHOPOAHDI,
KonebntoTca oT 19,6 Ao 45,0 KMa; cpefHee 3HaYUeHNe —
39,7 kMa (F4 — no wkane METAVIR). Mo gaHHbIM renartoc-
UMHTUrpadun neyeHn oTmeyeHo Anddy3Ho-ouarosoe
NopaXxeHne NeYeHn C NPU3HaKAMU CHUXKEHNS DYHKL MK
OpraHa v peTuKyno3HL0TeNNaNbHOW CMCTEMbI, TOPTaNb-
HOW runepTeH3un. Mo aaHHbIM MPT opraHoB 6ploLWHON
NONOCTN BbiSIBNEHbI TPybble CTPYKTYPHbIE U3MEHEHMA
NapeHXuMbl NeYeHn, NPU3HaKn xonaHruta. MpogomKeH
KYpC renaTo- u racTponpoTeKTOpPHOW Tepanuu. Mogpo-
CTOK NepeBefieH NoA HabMAeHNe BO B3pOCIYI0 Mefu-
LMHCKYIO CETb.

M3BeCTHO, UTO B BO3pacTe 24 N1eT rocnMTann3npoBaH
B CTALMOHAP C Xanobamn Ha PebpunbHy0 NUXOPAAKY,
MOXeNTeHMe KOXHbIX MOKPOBOB U CKnep, 601K B npa-
BOM nogpeb6epbe. B KNUHUUECKOM aHanu3e KpoBU —
TpombouuToneHna (96x10°/n). B 6GUOXMMUUECKOM aHa-
nn3e KpoBY oTMeYanocb nosbiweHue ACT fo 204,1-748,3
ME/n, AT go 101,9-1164,0 ME/n, o6uiero 6unupybuHa
10 45,9 mkmonb/n (npsamas dpakums — 20,7 MKMONb/N),
C-peakTuBHoro 6enka o 164,03 mr/n. Mo gaHHbIM Y3U,
YTO/LLEHNE CTEHOK XENUYHbIX NPOTOKOB, paclimpeHmne nx
MPOCBETa, B MOMOCTN XENYHOIo My3bIps rMNep3XoreH-
Haf B3Becb. MP-Npu3Haku Xonefoxoskrasuu. B cBasm
C BbISIBNIEHHbIMU NPU3HAKaAMMN CTEHO3MPYIOLLEro nanuin-
nnTa, BUNMAPHON TUNEepPTEH3NU, MeXaHUUECKON XenTy-

XU BbIMOMTHEHA IH0CKONKUYECKaa aTUnnUYHas nanunnoc-
(DUHKTEepOTOMUSA, CTEHTUPOBaHME Xxonefoxa. Monyuan
aHTMGaKTepUanbHyto, renaTo- U racTponpoTeKTOPHYIO
Tepanuio, Ha ()oHe KOTOPOM Xanobbl, CUHAPOM LUTO-
nu3a, Xonectasa 1 BOCManuTeNlbHad aKTUBHOCTb 6binn
KyNMpoBaHbl. BbinucaH B yA0BNETBOPUTENBHOM COCTO-
AHUN.

BOMN — peakas natonorus, OTHOCALAACA K BapuaH-
TY NONMKUCTO3HOU 60ne3Hu, 06yCNoBNEHHOe MyTauu-
Amn B reHe ARPKD, xapakTepusyiowasaca nopTanbHbim
ubpo3om, HapylweHuem mopdoreHesa BHyTpuneue-
HOUHbIX BETBEN MOPTANbHOW BeHbl (aHruogmucnnasus)
W XKENYHbIX X0[0B C (DOPMUPOBAHNEM UX KWCTO3HOTO
pacwmpenmns. K 0CHOBHbIM Npu3Hakam 3a6onesaHus oT-
HOCAT BbIpaXXeHHble CTPYKTYPHbIe U3MEHEHUA neyveHu
C pa3BUTUEM NOPTANbHON FMNEPTEH3UN, NPeACTaBNAI0-
Le i 3HAUMTENbHYH ONACHOCTb, TaK KaK KNUHUYECKM Na-
TONOrMA ANUTENbHOE BPeMsA NpoTekaeT 6eCCMMNTOMHO
1 NepBbiM ee nposABneHnem B Bo3pacte 5-10 net moxer
CTaTb KPOBOTEUEHME U3 BAPUKO3HO paclUMpPEeHHbIX BeH
NuLLEeBoAa, CO3AaK0LLEe BbICOKNIA PUCK NETANBHOTO UC-
xopa.

B HacTosLlee Bpems COXpaHAETCA rMNoAUarHoCTuKa
BPOXAeHHOro (mbpo3a neueHn BBuAy Cnaboi ocee-
AOMJIEHHOCTW O 3ab60neBaHUN MPaKTUKYIOWMX nNegua-
TpoB. [POsIBNEHMNA N XapaKTep TeUeHUs NaToNorum cxo-
W C TaKoBbIMKU Npyn uMppo3e neuern (LM) pasnuuHoil
sTuonoruun. OTnuunUTeNbHbIMKU YepTamm BON asnseTcs
OTHOCUTENbHAs COXPAHHOCTb OYHKL MW MEYEHN, HECMO-
TPA Ha ee BbIpaXeHHble CTPYKTYPHbIE N3MeHeHus. Mpu
BOMN B otnuume ot LM Ha nepsblit NNaH BbIXOAAT NpU-
3HAKM BbIPAXEHHON MOPTaNbHOW TMNEPTeH3UW B f0-
WKOMIbHOM W MNAJLIEM LIKOMbHOM BO3pacTe, TOrga Kak
npu UM Ha HayanbHbIX 3Tanax AOMUHMPYIOT SIBNEHUSA
renatuTta, KOarynonaTum n HapyleHns 6e1KoBO-CMHTe-
TUYeCKon YHKLMN NeUeHn.

Takum obpasom, Ans BEPHON ANArHOCTMKM BOM He-
06X04MM MYNbTUANCLMNAMHAPHBIA NOAXOA C YYacTuem
neanaTpoB, renaTonoros, Bpayenl Ny4veBOW [AMArHO-
CTWUKMW, IHJOCKOMUCTOB U JETCKUX XUPYPros Ans CBO-
€BPEMEHHOr0 BbIABNEHMA MOPTaNbHON TUNEepPTEeH3NK
U NPUHATUA pelleHUs O NMPOBEeAEeHUU OnepaTUBHOro
BMeLIATeNbCTBA, UTO MO3BOMIUT YNYULWMTb NPOrHO3 3a-
6oneBaHNs M NpefoTBPATUTb PA3BUTUE YrPOXAKLMX
KU3HW OCMOXHEHMIA. BAXXHO MOMHUTb, UTO Y MOMOABIX
B3pocnbix ¢ BOM moryT oTmeuyaTbCs 3nu3ofbl 6unu-
apHOMN rUMepTeH3uK, 0 Yem NeanaTpbl JOMKHbI CBOEB-
PEMEHHO €O06LWAaTh MH(OPMALMIO NPY Nepeaave nog-
POCTKOB BO B3pOCAYI0 CETb.
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TPYAHOCTN AIII(D(DEPEHI.WIAHbHOﬁ
ANATHOCTUKN FMNEPTOHUYECKON
OOPMbI BPO)KAEHHOI7I TMNEPNNA3UN
HAANOYEYHUKOB
Kazakos C.0., Kosogaesa B.W.

HayuHble pykoeodumenu:
0.M.H., npocheccop flozayes M.Q.,
K.M.H., douyeHm Jlozayeea T.M.,
K.M.H., douyeHm Ykonosa U./1.

PHUMY nm. H.W. Muporosa M3 PO
Kathenpa sHgokpuHonoruu Mo
Poccumnckasn geTckas KnMHuyeckas 6onbHuua PHAMY
ym. H.U. Muporosa M3 PO

AKTyanbHoOCTb

BpoxaeHHaa runepnnasus Hagnoye4yHmKkos (BrH) —
370 rpynna ayToCOMHO-PeLeCcCMBHbIX HACMe[CTBEHHbIX
60one3Hei, 06yCNOBNEHHbIX FEHETUUECKMMU AedeKTamm
thepmeHTOB CTepongoreHesa. [MaBHOe 3BEHO NaTOreHe-
33 — HapylleHne CMHTE3a KOPTM30/a U KOMNeHcaTop-
Hoe nosbileHne npoAykuuu AKTT 1 NpomexyTouHbIX
COeAMHEHUI C AHAPOreHHON U MUHEPANKOPTUKOUAHOM
aKTUBHOCTbI0. BblgensioT Tpu OCHOBHble ¢opmbl BIH:
MPOCTYI0 BUPUbHYIO, TAXENYI0 CONbTEPAIOWY U ru-
nepToHuYeckyio. Hepenko mexay 3tumm Tpems dop-
mMamu TpebyeTcs npoBefeHue AudhepeHLManbHOR
ANArHOCTUKN B 3aBUCMMOCTU OT OCOBEHHOCTEN KNNHU-
UECKUX NPOSABNEHUN.

KnnHnuecknin cnyvai

Jlesouka M., 9 net 5 mec., ot 4 6epemenHocTu (1-2 6e-
PEMEHHOCTM — POJibl, ETU 3[10POBbI), C OTATOLLEHHBIM
TeUeHMeM, pofbl B CPOK. TAKECTb COCTOSAHUS 06YCNoB-
neHa HeBPONOrMYeCcKonW CUMNTOMATUKON. B poannbHoM
LAOMe BbISIBIEHO HEMpPaBUNbHOE CTPOEHWE HAPYKHbIX
redutanuit (runepTpodua KAuMTopa, yporeHUTanbHbli
CMHYC) N0 6ucekcyanbHomy Tuny (kapuotun 46XX). Ha
OCHOBAHMK MOMOXUTENBHOrO pe3ynbTaTa CKPUHUHIA
17-OH-nporectepona (17-OHM): 11,7 HMonb/n, NocTaBneH
AaunarHo3 BI'H, Hauata 3amectutenbHas Tepanus. JHK-a-
Hanu3 Ha myTtauunm CYP21 oTpuuatenbHblid. Mo nuHUN
mMaTepu eCTb POACTBEHHUK C YCTAHOBMEHHbIM JNATHO-
30M BIH, npeanonoxutenbHO runeptoHnyeckas gop-
ma.

2014, HOSI6pb: MPOONEPUPOBAHA NO NOBOAY YCTpaHe-
HUA 1eeKTOB CTPOEHNS HAPYXXHbIX FTEHUTANNN: pe3ek-
LMa runepTpoMpoOBaHHOIO KANTOPA C COXPAHEHUEM
ronoBku, CopMMPOBaHbI HAPYXHblE MOMOBblE Ty6bl,
KOCMEeTUYeCKnin 3 eKT XopoLuun.

2020, anpenb: NOBTOPHO NpOBeAeH MoNekynap-
HO-TEHETUUECKMI AHAMN3 HA TOUeUHblE MyTaLUK B FreHe
CYP21, pe3ynbTaT OTpWUATENbHbIN. TaKXe BbIABNEHO
MOBblLIEHNE apTepPUanbHOro AaBeHus, Ha3HauYeHo 06-
cnepoBaHue.

2020, aBryct: no AaHHbIM CYyTOYHOrO MOHUTOPUHTA
apTepuanbHOro fJaBfieHus (CMAQ) BbisBNEHa CUCTO-
No-AMacTonuyeckas aptepuanbHasa runepteqsus (Ar).
IXO-KI: aoptanbHas (1 cT.), mutpanbHas (1 CT.), TpuUKy-

Lt

cnupanbHas (1 ct.), nerouHas (1 ¢T.) peryprutauus, fo-
NONHUTENbHAA XOPAa NeBOro Xenyaouka. flopmoHanb-
HbI Npodunb: 17-OHM: 3,42 HMONb/N, anNbAOCTEPOH 22
nr\mn.

2020, fekabpb: BbiABMEHbl MPU3HAKU Npexaespe-
MEHHOr0 MofioBOro pa3BuUTUA, NocTaBeHa ANarHoCTu-
ueckas npoba ¢ ancepenmHom, pesynbraTt oTpuLaTenb-
HbI. FOPMOHanbHbIN aHanu3: AKTI — 370 nr/mn, 17-0OM
17,9 Hmonb/n,

2021, nexabpb: Ha OCHOBAHMKM MHOTOKPATHbIX NOrpa-
HUUHbIX 3HAUeHmit 17-OHT, BbicOKMX noka3zaTenen AKTI
U TectocTepoHa, roHafoTPONUH-HE3aBUCUMOTO Npex-
JEeBPEMEHHOrO MOMOBOr0 Pa3BUTUS, ApTepuanbHO
rmnepTeH3nn NpoBefieHo cekBeHuposaHue reda CYP11.
PesynbTat: B reHe CYP11B1 BbifiBfieHa rOMO3UTOTHAsA My-
Taums. MocTaBneH AWArHo3: runepToHunyeckas opma
BrH (necduunt 11-B rugpokcnnassi).

BIH y pebeHka 6biia BbiIBNEHA B MepBble HeAenu
KU3HW: HA MOMEHT POXAEeHUA 0BHAPYXMNYN HENPaBU b~
HOe CTPOEHWE HAPYXHbIX FEHWTanWik, a 3aTeM — no-
NOXNTENbHbIN Pe3ynbTaT CKPUHWUHI-TeCTA Ha 17-OHI.
OpHako thopma BI'H ocTaBanacb HEM3BECTHOW Ha Npo-
TAXKEHWUW 7 NeT: cpasy Xe nocne CKpUHWHra B pogaome
OblN NPOBEEH FEHETUUYECKUIA TECT HA MyTaLMI0 B reHe
CYP21 — pe3ynbTaTt oTpULaTenbHbIn, B anpene 2020 T.
(cnycta 7 net) TecT npoBedeH NOBTOPHO — pe3ynbraT
OTpULATENbHbIN; BbIIBNEHA apTepuanbHas rMnepTeH-
3ud, noaTeepxaeHHasa pesynoratamu CMAJ B aBrycre
2020 r., YTO M AAN0O OCHOBAHWA 3aMOA4O03PUTb Tunep-
TOHUYecky ¢opmy BIH. B gekabpe 2020 BbisiBNEHbI
MPU3HAKM FOHALOTPOMNUH-HE3ABUCUMOro Npexaespe-
MEHHOTO MOMOBOr0 PAa3BUTWSA, CHUKEHHbIN YPOBEHb
anbAoCTepPOHa, NOBbIWeHHbIN ypoBeHb AKTT. B aekabpe
2021 Ha ocHoBaHun AHK-aHanusza CYP11 (MmyTauus B
CYP11B1, pe3ynbraTt NofoXuTeNbHbI) 6bina ycTaHoBMe-
Ha runepToHuuyeckas gopma BrH.

3aKntueHne

Ha HauanbHoM 3Tane 06e opmbl UMEIOT 06LMe KNK-
HUYECKNe NPU3HAKK, CBA3AHHbIE C AeNCTBMEM M36bITKA
aHaporeHos 1 feduumnta KopTusona. OfuH U3 Npu3sHa-
KOB — BHYTPMYTPO6HAA aHAPOreHu3auns pasnuyHoi
CTeNeHN BbIPAXEHHOCTW, Ha OCHOBAHWU KOTOPOW B
nepBble roAbl XW3HU NaLMeHTam OWNGOUYHO YCTaHaBNU-
BaeTcA AWarHo3 Aedmuuta 21-ruApoKCcMnasbl, Tak Kak
ypoBeHb 17-OHM y HUX Takxe nosblweH. OAHAKO Npw
aeduunTe B11-rnapoKcKUnasbl JONONHUTENbHO BbIABAS-
eTcs AT, He CBSI3aHHas C Nepefio3MPOBKOI KOPTUKOCTe-
pouaHbIX NpenapaToB. MaHudecTauns Al npoucxoanT
B Pa3HOM BO3pacTe, 4TO BbI3blBAeT TPYAHOCTM And)-
(hepeHUMANbHON ANATHOCTUKKM MEXAY KAUHUYECKUMU
thopmamu.

[ins 6onee 3chheKkTUBHO fAudhepeHLManbHON Ana-
THOCTMKM Y fieTel C TUMUYHBIMWA KNUHUYECKUMN NPOSB-
NEeHUsMN OCHOBHbIX hopm BIH, HO B oTCYyTCTBME MyTa-
umin B reHe CYP21, Heo6x0aMMO NCCneaoBaHmne CnekTpa
CTEpPOMAOB B CYTOUHOW MOYe U/ UAKM MyTauuu B reHe
CYP11B1, uTO NO3BOANT BbICTpEE YCTAHOBUTb TOYHbIA
[AMAarHo3 1 CBOeBPEMEHHO HAa3HAUUTb fleyeHue B cyyae
mMaHnecTauuu Al



CNYYAIl KOMOPBUAHOIO MALLMEHTA
C KNACCMYECKUM CUHAPOMOM
CAHOMUANNNO
Kapmanosa C.E., Macnos B.I.

HayuHbili pykoeodumens:
K.M.H., doyenm J/lapuHa /1.E.

PHUMY nm. H.W. Tnporosa
Kachenpa nponenesTuky feTckux 6onesHen Nd

Knaccuuecknit cuHgpom CaHpUAMNno — reTeporex-
HOe 3ab0neBaHue, Bbi3BaHHOE MyTalumeil (DepMeHTOB,
Cnoco6CTBYOWMX Aerpajauun renapaHa cynbara.
Mpeobnafaer HeipojereHepaLns ¢ HapyWeHUaMU
CKeneTa W MArKUX TKAHeW BCNeACTBUE HAKOMNEeHus
FMUKO3aMUHOTIMKAHOB. AKTYanbHOCTb: YacToTa BCTpe-
uaemocTu: 1 cnyyan Ha 70000 HOBOPOXEHHbIX, CAMbIl
pacnpocTpaHeHHblir TMN A ¢ myTauuen B reHe SGSH.
Uenb: Mo nutepaTypHbIM AaHHbIM AUATHO3 YCTAHABAU-
BaeTcs B cpefHeMm B 10 fneT, uto TpebyeT npuBaeUYeHus
BHUMAHNS CMELManuCToB pasHbix 06nacTen, BKAKUe-
HUA CUHAPOMA B CKPUHWHT HOBOPOXAEHHbIX 4N PaH-
Hell AMArHOCTUKMW. YHUKANbHOCTb: Hannuue y naumeHTa
Aedumumta npoTemHa S.

Onucanue: MauneHT A. 6bIn POXAEH B CPOK 6€3 Ka-
KOW-N160 aKyWepCKol MaTonornn. C poXaeHus 6bin
eHoTMn ¢ rpybbiMM yepTamm nuua, NPUCyTCTBOBAMN
MynoyHas rpbka, rugpouedanus, renatocnieHome-
ranus, yacto 6onen OCTPbIMKU PECMMPATOPHbIMK 3a-
6onesaHuamn. Habntoganca y HeBponora, KOTOpbin B
BO3pacTe 2 neT 9 mecsLes Hanpasun pebeHka Ha J006-
CNefoBaHNe K reHeTuKy no noBoay NpucoefnHMBLLEN-
CA TYrOMOABMXHOCTM CYCTaBOB. CaH aHANN3 MOUM HA
ranko3amuHornukanbl (FAT): nonoxutenbHbin. feHeTu-
yeckoe MCCNefoBaHne MoKa3ano Hanuuue MyTauuu B
redHe SGSH — Mykononucaxapugo3s Il A. lpoBeaeHHble
JH3MMOAMATHOCTMKA UM 3nekTpocdope3 Al noaTeep-
AU Anardos. NMpucyTCcTBOBAaN CUHLPOM MHOXECTBEH-
HOro AM30CT03a, PeOEHOK TMNepaKTMBHbINA, COH Hapy-
IEH. C 4 NeT OTMeYeH perpecc B Haeblikax (0CO6eHHO,
peueBblX), CHUXKEHNE UHTENNeKTa U Cnyxa; B 5 NeT Ha
INEKTPO3HLetanorpamme — BNEPBble 3aPErncTpupo-
BaHa 3anunenTuopmMHas aKTUBHOCTb B IEBOM BUCOY-
HOW o6nacTi. Ha MarHWTHO-PE30HAHCHON TOMOTPaMMe:
KMCTO3HbIE N3MEHEHNA NMOL060N0YEYHbIX MPOCTPAHCTB,
rugpouedanus. Hayata NpoTNBOCYAOPOXHAA Tepanus.
MaLneHT roCMMTANM3NPOBANCA TaKXe M3-3a pa3pacTa-
HUA TMMBOUAHON TKAHU C 06CTPYKLMEN CNYXOBbIX TPY6
A5 pacceyeHns n NOCTAHOBKM WYHTOB, N0 NOBOAY MHO-
POAHOro Tena nuuiesoaa. JononHuTenbHoe 06cnesoBsa-
HMe B HayyHOM MCCNeaoBaTeNbCKOM WHCTUTYTE Nefma-
TPUKU 1 OXpaHbl 340poBbs AeTeit PHXL, um. akagemuka
b.B. MeTpoBCKOro MoKa3ano Hanuuue runepTpoduue-
CKOW KapAuOMMONATM, MUKCOMATO3HbIX M3MEHEHHbIX
KManaHoB: a0OpPTanbHOIO M MMUTPanbHOro. OCHOBHOE
3a60neBaHNe C TEYEHWEM BPEMEHU MPOrpeccMpoBano:
B 2022 rogy rocnuTanu3npoBaH 3KCTPEHHO MO MOBOAY
CYAOPOr, Ha KOMMbIOTEPHOW TOMOrpamme — aTpodus
BELLEeCTBA rONOBHOMO MO3ra, 3aMeYeHa rematoma nob-
HOW o6nacTu. Mpu AOMNONHMTENbHOM 06CNeA0BaHUM

AMArHOCTMPOBaH AedmuMT nNpoTenHa S. He ncknioueH
Kak NepBUYHbIA AednLUT NPOTENHA S, TaK U BTOPUYHBIN
pemunt BCNeACTBWE MPOrpeccupoBaHNS OCHOBHOTO
3a60n1eBaHNS M HapylWweHUs QyHKUMKU nedyeHu. MpoTu-
BOCYAOPOXHAsA Tepanus CKOPPEKTWPOBAHA, remMaToma
yMeHbLWKUNACh. HA MOMEHT PeTPOCNEKTUBHOIO UCCeao-
BaHUA nauueHTty 9 ner.

06cyxeHue: Mo faHHbIM 0630pOB B NoCNefHee Bpe-
Ms neyeHue cuugpoma CaHUAMNNO aKTUBHO N3yYaeT-
cA. CywecTByeT NOAXOA K CO3AaHMI0 BanaHca mexnay
CMHTE30M U ferpajauneil renapaHa cynbgara — cy6-
CTpaTHas peAyKuMoHHas Tepanus. MeTtoa 6onee 3g-
(heKTUBHbIN, ueM pepmeHTO3aMecTUTeNbHas Tepanus,
TaK KaK FeHUCTENH CMOCOBEH NPOHMKHYTL Yepes rema-
To3HUedannyecknin 6apbep. U3yuaetcs reHHas Tepa-
Musa C NCNOMb30BaHMEM aIEHOACCOLMMPOBAHHbIX BUPY-
coB AAV5 c reHamm SGSH n SUMF1, Ha doHe Tepanuun B
haze KNMHUYECKNX NCCNeloBaHINI 3aMETHO yNyUlleHune
y rpynn 60NbHbIX KOTHUTUBHOM W [BUraTeNbHON (OYHK-
LA, yMEHbLIEHME BOCMANEHNS.

Takum o6pa3om, cuHapom CaHdumnunno TpebyeT
onpeaeneHHbIX 3HaHUW OT CneunanucToB pasnuy-
HbIX npodunen Ans paHHeNn OUArHOCTUKM U NeUYeHus.
CBOEBPEMEHHYI0 AWATHOCTUKY 3amefnsieT OWMBOYHO
BblGpaHHbIE AMATHO3bl: MYKOAUNUAO3bI, ApYrue Tumbl
MYyKOMONMCaxapuao30B, raHrnno3ngo3pl, apyrue 3abo-
NleBaHNUSA HEBPOIOTMYECKOro CNeKTpa.

KABEPHO3HASl MAJIb®OPMALIUA CTBO/IA
r0/10BHOr0 MO3rA Y HOBOPOXXAEHHOIO
PEBEHKA

BHykosa E.B., 3s6n08a W.10.,
FengapoBa H.b. Kbi3bl

HayuHbili pykoeodumenb:
K.M.H., doyeum J/lapuHa /1.E.

PHAMY um. H.W. Tnporosa M3 PO
Katheapa nponeneBTuky feTckux 6onesmnen N

BBefeHue. KaBepHo3Has manbdopmauusa (KM) — go-
6poKayecTBeHHOE cocyamcToe 06pa3oBaHne C CUHYCO-
WAHBIM TUMOM CTPOEHMUA CTEHKW. 0CO60ro BHUMAHMA 3a-
cnyxuBaeT KM cTBONA rON0OBHOMO MO3ra 13-3a BbICOKOM
CK/TOHHOCTY K NEPBUYHbLIM N MOBTOPHbIM KPOBOMU3NNA-
HUAM, PUCKA Pa3BUTUSA rPy6Oro HEBPONOrMYECKOro fe-
hnunTa, CIOXHOCTA XNPYPrUvecKoro BMewwaTenbCTea.
PacnpocTpaHeHHocTb KM B nonynsauum 0,3-0,5%.

KnuHuuecknit cnyyai. [lesouka E., 29.07.2022 r.p.
poxfeHa oT matepu 37 feT C HEOTATOLLEHHbIM COMATH-
YeCKUM W aKyLepCKO-TMHEeKONOrmyeckum aHamHe3om.
OT 2-01 6epeMeHHOCTH, 2-biX OnepaTUBHbIX POLOB HA
38 Hepene. Ha cpoke 18 Hefenb Ha Y3U guarHocTupoBsa-
Ha cocyaucTasn manbqopmaums Wwen, B CBA3M C YEM Ha-
6noganacb B HMUL, AWM um. B. U. Kynakosa. PoxaeHa
B [lepuHatanbHOM UeHTpe I. IpKyTCK nyTem niaHoBoro
KecapeBoro ceyeHusi. Bo Bpems pofoB nposejeHa npo-
ueaypa EXIT. OueHka no wkane APGAR 7/7 6annos. Mac-
ca npwv poxaeHuu 3600r, AnuHa npu poxxaeHun 53 cm. B
TeueHue nepBbix 3 CYTOK XU3HKN pebEHOK HAXOANNCA B
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OPWUTH, 3aTem nepeBefeH B OTAENEHNE NATONOTUN HO-
BOPOX/EHHbIX, rAe NPOBeJEHO BBeAEHNE BIeoMULMHA
B OAHY M3 nonocTen manbopmauuun. Ha 15 cyTKn xus-
HW pebeHOK BbINUCAH AOMOIA.

B TeueHne 3 Hefenlb 0OTMEYanoch yxyalweHne cocto-
AHUA: AblXaHWE B BbIHYXJAEHHOM MONOXEHUN, runepca-
nusauud. B Bo3pacTe 1 mec 22 AHA rocnutanu3nposa-
Ha B AATKB um. CB. Bnagumupa. Hauata pecnupatopHas
nopgaepxka WBJ/, aHTepanbHOoe nuTaHue yepes 30HA.
Mpu MHCTPYMEHTANbHOM 06CnefoBaHnK metogamm MPT
n KT ¢ KOHTpacTMpOBaHMWEM: KaBepPHO3HasA Manbdop-
Mauma C KpOBOWU3NMSAHMEM B CTBOJS TONOBHOIMO MO3ra
AuameTtpom 1,5 cm, obwmnpHas numdaHrmoma ¢ cove-
TaHHOW BEHO3HOW ManbhopmaLmell NeBorn MONOBUHbI
NN, OKOMOYLWHOW 06N1acTH, WeK, BEPXHEro cpefocTe-
HUS U NepeaHen NOBEPXHOCTU FPYAHON KNeTKU 06LnUM
pa3mepom 10 x5cm. ATenektas BepxHen JONM NPaBoro
nerxoro. lNaronornyeckoe peskoe paclimpeHue u fe-
dopmaums neBon BHYTPEHHEN SPEMHONM BeHbl. Spina
bifida Bcex wenHbIXx NO3BOHKOB. [ledhopmaLins KocCTeil
yepena n HWKHEN yentocTu. B 2 mec geBouka nepese-
JfeHa B OPUTH MAMKB, roe BOCCTAHOBNEHO CAaMOCTOS-
TenbHOE AblXaHue, NPOAOMKANACh aHTUbaKTepuanbHas
1 MPOTUBOrpubKOBas Tepanus, 3aMecTUTENbHASA TEMO-
TpaHCcdy3Ma yunTbiBasA HapacTaHWe aHeMUYECKOTr0 CUH-
Apoma. To peLleHni0 KOHCUNMYMa NPoBeJEeHne onepa-
TUBHOMN KOPPEKLNM B IKCTPEHHOM 1 CPOUHOM MOPALKE
He NoKa3aHo.

B2 mec 10 gHen pebeHOK nepeBefieH B HEOHATONOM M-
ueckoe otaenexue. Npu ocmoTpe: macca 4768 r, YCC 150/
MUH, Y[ 48/muH, SpO2 98% B nokoe, 75-80% npu 6ec-
nokoiicTee. OablliKa NPy Harpy3ke. PedhnieKkcbl HOBOPO-
XAEHHbIX YrHETeHbl. Mpn NabopaTOPHOM M UHCTPYMEH-
Ta/IbHOM uKcCCneaoBaHuu (peHTreH OBbI, Y31 OB, 3KT,
IXO-KT, HCT) oTknoHeHui He BbisBneHo. Npu nposeje-
HUW NOBEPXHOCTHOW 3nekTpomuorpadum: LieHTpans-
HbI Npo3onape3 cnpasa. MoHoMape3 NpaBoun pyku.

3a Bpems rocnuTanu3aumm oTMeYeHa NONOXUTENb-
Has AWHAMKUKA. Pe6eHOK Ha CaMOCTOATENbHOM fbiXa-
HWUK, BOCCTAHOBNEHWEe petneKCcOB HOBOPOXAEHHDIX,
ynyylleHne rnoTaTeNnbHOro U CocaTenbHOro pedekcos,
MOCTENEHHbI Nepexoj Ha NepopanbHoe nuTaHue. Mpo-
BE/eHbl KOHCY/bTALMM HEBPONOra, HEMPOXMPYPra, AeT-
CKOrO OHKOMOTra, KOHCUAMYM HEBPOMOTMUYECKON CIYX-
6bl, TeNeMefMLMHCKAsA KoHcynbTaumsa ¢ POKB: yuuTbiBas
NOKanu3aumMo KaBepHO3HOM Manbopmauum, pa3mepbl,
BO3pacT pebeHKa, perpecc HeBpPONOrnyecKo CMMNTo-
MaTUKW NpoBefleHMe OonepaTUBHOIO BMellaTenbCcTBa
HeLenecoobpasHo, BBUAY BbICOKMX PUCKOB ONEPALMOH-
HbIX OCMIOXHEHWI, HOPMUPOBAHNS CTOMKOrO HEBPONO-
rmyeckoro gedmunTa B NOCNEONEPALUOHHOM MEPUOAE.
B BBEAEHUM CKNEpPO3UpPYIOLMX NPenapaToB He HYXAa-
nacb. Bo3MOXHO NpoBefieHNe KOHCEPBATMBHOIW Tepa-
nun MTOR-UHrMGMTOPOM. [INA AanbHeilWero nevyeHus
pe6beHoKk B Bo3pacTe 2 mec 20 AHen 6bin nepeBefieH B
OHKonornueckoe otaeneHue PAKB, rae 6bina MHULMUPO-
BaHa Tepanusa «Cuponumycom» off-lable.

B Bo3pacTe 4 mecsueB pe3koe yXyAdleHue cocTos-
HUWA: OAbILIKA, LLMAHO3 HOCOryBHOro TPeyronbHMKa, cna-
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60CTb, BANOCTb, YBENMUYEHNE pa3MepoB 06pa30BaHMA
Ha wee. focnutanu3uposaHa 8 OPUT PAKbB, nepeson
Ha WB/. Ha MPT: ysennuyeHne KpoBOM3NUAHUA B CTBON
MO3ra 10 3 CM B J1ameTpe C NPM3HAKaMu Pa3HOM CTe-
MeHW [ABHOCTU, AEKOMMNEHCaUWUs NUKBOPOLUHAMUKM,
ACMMMETPUSA  WMHTPAKPaHWANbHbIX CUHYCOB. [leBOuka
nepesefeHa B OPUT MUIKB, 3aTem B HEMpoXupypru-
yeckoe otgeneHue. CoctosHue Taxenoe, obycnosne-
Ho [1H, Tpebytowen nposeaeHus VBl B pexxume BIPAP,
LuepebpanbHbiM aeduunToM, TeTpanape3om 3 6anna,
aeduumtom macchl Tena 21%. NMpn ocmoTpe pebeHka oT-
MeuaeTca AeBnaLma A3blka, pacxojsiieecs kocornasue,
TMNOTOHYC, BbICOKME CYXOXMWMbHble pedinekchl, runep-
canueaums. PebeHky npoBeAeHa onepauus no yaane-
HUI0 KaBEPHOMbI 1 reMaTOMbl CTBOJIA FOMIOBHOMO MO3ra,
YCTaHOBKA TPaxeoCcTOMbl. [[poBeAeHbl TMCTONOMUYECKOe
U UMMYHOTUCTOXMMUYECKOE NCCNe0BaHUsA onepaLmoH-
HOro MaTepmana — U3MeHeHUs COOTBETCTBYIOT CTapoOMy
KpOBOM3/NSIHWIO, HA (hOHE NPeAWecTBYOLWEA KaBepHO-
Mbl, aHOManuin PeHOTMNA He BbiABNEHO. B nocneonepa-
LLMOHHOM Nepuoje COCTOAAHME C NMONOXMUTENbHOW ANHA-
MUKOWN. B 6 mecsLeB pebeHOK BbiMMCAH B CTabUNbHOM
COCTOAAHMU NoA ambynaTopHoe HabNoAeHme cneunanu-
CTOB.

BbiBoA. YacToTa paspbiBa KM BapbupyeT B 3aBUCK-
MOCTW OT BO3pacta W, HECOMHEHHO, TAXeCTb JAaHHOro
fIBNIEHNA ABNAETCA CAMOU BbICOKOW B NEPUOA Hanbonb-
el yA3BMMOCTM FONOBHOIO MO3ra, TO €CTb B MNAfEeH-
yecTse. [0 cMX NOp 0CTAeTCA AUCKYTabenbHbIM BOMPOC
0 TAKTWUKe NeYeHUsa U NoKasaHuax K Xmpypruyeckomy
NIeYEHNI0 KABEPHOM FMYGUHHON NOKanu3aLumu.

OATANNIbHAS UYHBA3VBHAA
MHEBMOKOKKOBASl UHOEKL A
Y NoAPOCTKOB
l'ycesa E.B., KanpaHnosa 0.0.

HayuHbiii pykosodumernb:
K.M.H., doyeHm Pmuuies A.I0.

PHAMY um. H. 1. Muporosa M3 PO
Katheapa nHgekUnoHHbix bonesnen y neten Nd
Mopo3osckas [ITKb

BBeneHue. Streptococcus pneumoniae MOXeT Bbi3bl-
BaTb KaK TAKENble MHBA3UBHbIE 3a60NEBAHNS — MEHWH-
TUT, CENTULEMMS U MHEBMOHMS, TaK U MEHee TsXXenble,
HO 6onee pacnpocTpaHEeHHble, Takne KaK CUHYCUT Unn
cpegHuit oTUT. OCHOBHOM XXW3Heyrpoxawuein ¢op-
MOU WHMEKUUU ABNAETCS MHEBMOKOKKOBbIA Cencuc
C Pa3BUTUEM THXENOrO LWOKA M YPOBHEM CMEPTHOCTH,
pocturatowmum 20-50%. MporHo3 obycnoBnNBaKT MHO-
re akTopbl, BKAOYANA UHAMBUAYANbHBIA UMMYHUTET,
CBOEBPEMEHHOCTb aHTUO6WOTUKOTEpANuUK 1 Bo3pacT. Mo
CTATUCTUKE, OCHOBHYI Tpynny pucKa pasBuUTUA MHBA-
3MBHbIX (JOpPM COCTaBNAKT AETM Mnajwe 5 net, a no-
TOMY K/tOUeBble CTPATErnu MMMYHM3ALMM HaLEneHbl
TONbKO Ha 3TOT BO3pacT. BmecTe ¢ TeM pUCK pa3BuTUS
MHBA3MBHbIX )OPM B CTAPLIMX BO3PACTHBIX Fpynnax 3a-
YacTyio HeJoOoLEeHMBAETCH.



KnuHuueckne cnyvau. [lBa cnyyas TSHKENOM WUHBA-
3MBHON MHEBMOKOKKOBOW UH(eKUMKU C HebnaronpusT-
HbIM MCXOAOM Y NMOAPOCTKOB ObINM AMArHOCTUPOBAHDI
B 2017 n 2021 rr. Manbuuk I., 16 net, noctynun 8 OPUT
01.12.2017 r. Ha 3-e cyTkmn 3aboneBaHms. CornacHo aHa-
MHECTUYECKMM AaHHbIM, UMENKU MeCcTo OCTPoe Haua-
no 6onesHu, nuxopagka go 38-39°C, ronoBHas 1 npa-
BOCTOPOHHASA ywHas 6o0nb. MegmaTpom ambynaTopHo
Ha3Hauyanacb TOMbKO CMMNTOMaTWyecKas Tepanus. B
AVHAMWUKE COCTOSIHWE HE YNy4yllanocb, MOABMAACH Bbl-
paXKeHHas BSNOCTb, HECBSA3HAA peub, BO3HUKNA Cepus
TOHUKO-KJTOHUYECKUX CYL0POr. AHAMHE3 XXM3HW ObIN 63
KaKnx-nn6o 0CO6EHHOCTel, BpeAHbIX MPUBbIUEK NOAPO-
CTOK He umen. Mimena MecTo M36bITOYHAA Macca Tena
(MIMT =25 kr/m2). Mpu NOCTYNNEHNN COCTOAHME MaNbyL-
Ka 6bI10 KpanHe TsxenbiM. OTMeueHbl Fy6oKuMiA conop
(9 6annos no wkane rMasro), NaToNOrMYeCKoe fbixaHue
no tuny YeiHa-Crokca. MpuU3HAKM NONMOPraHHOW He-
AOCTAaTOYHOCTW Nporpeccuposanu 6bICTPO, CaMoCTO-
ATENbHOE AbIXaHWe CTaNno HEePUTMUYHbIM C MEPEXOAOM
B 6paannHo3 n CHWxeHnem Sp02 ao 70% 6e3 gotauum
Kucnopofa, uto notpe6boBano nepeBoj Ha ynpasBns-
emoe AbixaHue. MNpu nepBuyHOM 06Cnef0BaHNM Gbinn
BbISIBIEHbI: TUNEPNEeKoLMUTO3 (48,8x10°/n) 3a cuet
HenTpodnnoB 1 Co cABUrom hOpMyIbl 4O LOHBIX (DOPM,
Bblp@)XeHHasA BOCNaNMTeNbHas aKTMBHOCTb C MOBbILe-
HUeM NpoKanbLuToHMHa (6onee 10 Hr/mn) u CPB (0,3244
r/n). YunTbiBaA KAMHUKO-NaboOPaTOPHbIE [aHHble, He-
BPOMTIOrMYECKY0 CMMNTOMATIKY C BblpaXK€HHbIM MEHUH-
reanbHbIM CMHAPOMOM, 6bI10 NPOBEAEHO UCCNeaoBa-
HUe NINKBOPA, BbiABMBLIEE HENTPOMUbHBIN NNEOLMTO3
(uMTO3 [0 145 200/3, HelTpothunbl 98%), NoBbieHUE
6enka U CHUXeHMe YpoBHA rNoKo3bl. MpoBegeHune na-
TEKCHOW arrniTUHaLMKN No3BONUMIO B KOPOTKME CPOKM
YCTAHOBUTb 3TMONOIMI0 FeHepann3oBaHHOW 6akTepu-
anbHOM MHeKUUn — S. pneumoniae. B cBa3n ¢ 3Tum
CTaHAapTHas aMnupuueckas Tepanus LedTpUakcoHOM
B Nnocneayiowem 6bina AONONHEHa BBEAEHWEM BaHKO-
MUUMHA. MpuHMMas BO BHUMaHMe BO3pacT pebeHka,
AMHAMMKY 3a60neBaHMA U pe3ynbTaTbl NEPBUYHOIO 06-
CNeAoBaHNs, [MArHOCTUYECKUA NOMCK 6bin HanpaBneH
Ha BbISIBNIEHME NepBNYHOr0 o4ara uHgekuun. Nponsee-
JeH ABYCTOPOHHWIN napaLeHTe3 6apabaHHON NepenoH-
KW, OMAarHOCTUPOBAH ABYCTOPOHHWIA OCTPbIA CPeaHun
THOMHLIN OTUT. MpU NeyebHO-ANArHOCTUYECKOU MYHK-
LWN BEPXHEUYENIOCTHbIX Na3yX MOMlyYeHO remopparn-
ueckoe oTaensemoe, U3 1eBON — FHOWHO-remopparu-
Ueckmnil Cryctok. Takxe He WCK/oYanacb BEPOATHOCTb
Tpomb603a BEHO3HbIX CMHYCOB, OAHAKO MpPOBefeHMe
HeMpoBKU3yanu3aLnum He 6bi10 BO3MOXHbBIM MO 06bek-
TUBHbIM NPUYMHAM — KpaiiHe TSXEeNoe CoCTOAHue pe-
6eHKa. IHTeHCMBHas Tepanua He NO3BONKUMA LOOUTbHCS
CTOMKOW MONOXUTENbHOW AWHAMUKKM, MONMOPraHHas
HefoCTaTOYHOCTb nporpeccmposana. K 3-m cytkam ne-
ueHnsi B OPUT coCTOsIHME OCTABANOCh KPaliHe TSXeNbiM,
COXPaHANACb CKAOHHOCTb K FMMOTEH3MMN HA AONamMuHe,
uTo NoTpe6oBano Aob6aBneHMe BA30NPECCOPHON Noa-
AEPXKKN afipeHannHoOM, BbIN yXKecToueHbl NapameTpbl
VB/1. Ha 5-e CyTKM COCTOSIHME CTAaNo aroHanbHbIM; He-
CMOTPSA HA BA30MPECCOPHYI0 MOAAEPXKKY, COXPAHANACH

CTOMKasA runoToHus. Ha 3tom choHe 6bina 3admkcupo-
BaHa nporpeccupyiolas 6pagukapaus c nocnegyo-
el 0CTAaHOBKOW CepAeYHO-COCYANCTON AATENbHOCTH
1 cmepTblo. TPOM603 BEHO3HbIX CUHYCOB TBEPON MO3-
roBon 06010UKK 6bIN NOATBEPXKAEH pe3ynbTaTamMi na-
TONOr0QHATOMMYECKOro UCCnefoBaHuA. Mcxopom sBu-
nach [ecTpyKumMsa CTBONA rONOBHOrO MO3ra. [ocTynHble
MCCNef0BaHUsA He BbIBUAN NPU3HAKOB UMMYyHOAe(U-
LMTa y NoApoCTKa.

Manbuuk 0., 14 net, 6bin pocTtaBneH B OPUT
28.10.2021 1. C BbIpaXXeHHOW rofoBHON 60Mbto, Nepuoam-
yecKoi pBOTOM U MPOdy3HbIM HOCOBbIM KPOBOTEUEHU-
eM Ha 7-1 feHb 6one3Hu. B gebloTe 3a6oneBaHuns oTme-
yanucb Nuxopagka Ao 39°C, ronosHas 60nb, NOBTOPHas
pBOTA. HecmMoTps Ha OTCYTCTBME ANAPENHOrO CUMHAPO-
Ma B [JMHAMWKe, amOynaTopHO Ha3Hauyanocb 6asncHoe
NeyeHne OCTPON KWIIEUHOW WHGEKUUW, BKNYas HU-
thypokcasua. Kpome Toro, npu nosiBNeHUM Ha 5-n fieHb
60oNe3HM remopparnyeckoro cuugpoma (TpyaHoocta-
HAaBMMBAEMble HOCOBble KPOBOTEUEHUSA), BbIPAKEHHYIO
WHTOKCMKaLMI0, MOAPOCTOK KaTeropuyeckn oTkasbiBan-
€A OT rocnuTanM3aLmn Bonpekn npocbbam matepu. Tak-
€ N3BECTHO, uTo B anpene 2021r.y pebeHka 6biN1 BbisiB-
neH npepmabeT. Toraa e OH NepeHec B nerkon gopme
COVID-19. 3 BpeAHbIX NPUBbIYEK — BEWMUHT, ynoTpe-
6neHne 3HepreTMUECKMX HANMUTKOB. KOHTAKTOB C WMH-
(heKUNOHHbIMU 6ONbHBIMK He 6bino. Mpu NocTynneHnn
COCTOSIHME 6bINO PACLLEHEHO KaK TAXeNoe, 06yCNOBNEH-
HOe NHTOKCUKALLMOHHOW, 061,EeMO3roBOW I MEHUHTeasb-
HOI CUMNTOMATUKON. Co3HaHKeE 6biNo ACHbIM (N0 WKane
Masro — 15 6annos), pSOFA — 10 6annos. MepeuuHoe
o6cnefoBaHue BbISIBUMNO NPU3HAKM FreHepanu30BaHHoOK
6aKTepruanbHON WHMEKLUM U OPraHHOW ANCHYHKLMM:
KOMMEHCUPOBAHHbI MeTabonMuecknin aunaos, HenTpo-
thunbHblid neitkouuTo3 (17,1x10°/n) co caBUrom nenko-
uMTapHOW hopmynbl BNEBO, NOBLIWEHWE YPOBHSA Kpea-
TUHUHA (184,4 MKMONb/N) 1 MoueBMHbl (41,28 Mmonb/n),
runepdepputuiemns (1173 MKr/n), BbICOKUIA YPOBEHb
D-aumepa (1,28 mr/n). YpoBHM NpokanbuuToHnHa (28,68
Hr/mn) n C-peakTuBHOro 6enka (251,4 mr/n) 3HauuTtenb-
HO NpeBbIWanu HopMy. femopparnyecknii CUHAPOM 6bin
npencTaBneH neTexuanbHbIMKU 3NEMEHTAMU CbiMn Ha
KOXe WWeun, rpyau, nnedy n npeannedyni, sNNCTakCMcom,
remmcuHycuTom. CAn3ucTas NonoCcT pTa KpoBoTouuna.
B remorpamme onpeaensnach BbipaXeHHas TPOMBOLN-
ToneHus (17x10°/n), B KoarynorpamMmme — CHUXEHUE aK-
TUBHOCTM aHTUTPOM6UHA IIl (34 %), npoTenHa C (46%),
npotenHa S (24,1%). ipyrue nokasartenu Koarynorpam-
Mbl P NOCTYNAEHUA HE UMENU KIIMHUYECKN 3HAUUMBIX
n3mMeHeHnin. HeobbIYHbIM SIBUAOCH TO, YTO OMUCAHHbIE
K/TMHUKO-NAbopaToOpHble M3MEHEHUA COMPOBOXAANNCh
renatomeranven (ManbnatopHo Ha 10 CM HUXKe Kpasa pe-
6epHOI oyru), CMHAPOMOM LIUTONNU3A, XENTYXO0N KOXN
W CAM3nCTbix obonouek. NMpsamas dpakuma unupybu-
Ha cocTaBnsna 129,03 mkmonb/n, Henpamas — 101,78
MKMOMNb/N, B MOuYe OTMeuanucb YpPoBUAMHOTeHypus,
BbIpa)keHHasas 6unupybuHypus. Mpu dubposnactome-
TPUK 6bIN BbISIBNIEH BbIPAXEHHbIN (DMOPO3 NeYeHun, Ho
[OMONHUTENbHbIE UCCNeAOBaHNS, aHAMHEeCTUYecKue
AaHHblE He BbIIBUAN KaKUX-NMOO OYEBMHbBIX MPUUYKH
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renatuTa. 1o JaHHBIM MUENOrPAMMBbI 6bI UCKITHOYEH re-
M06M1acTo3. MHTEHCMBHAS U 3aMeCcTMTeNbHAA Tepanus,
aHTUbaKTepuUanbHble Mpenaparbl WWMPOKOro CNeKTpa He
no3BonuAN CTabunuanpoBatb COCTOSIHME U [06BUTbCA
MONOXUTENbHOW ANHAMUKM, 3 KPUTUYECKME TEMOANHA-
MUYecKMe pacCcTPOKCTBA, BbIPaXKEHHbI remopparuue-
CKUA CMHAPOM Ha pOoHE TPOMBOLUUTONEHNUU HE MO3BO-
ANAN MPOBECTW pAj LOMOMHUTENbHbIX MEeANLUHCKNX
BMewWwarenbcTs. Cnycta 20 yacoB nocne nocTynneHus
pebeHOK CkoHYancs. MoCMEpTHbIM TUCTONOrNYECKNM
“ccnefoBaHMeEM M pe3ynbTaTaMm MUKPOBUONOrNYeCcKoi
AMATHOCTMKN 6blna YCTAaHOBNEHA reHepanu3oBaHHas
(uHBa3MBHAA) (hOpMa MHEBMOKOKKOBOWM MH(eEKLuu.
Kpome Toro, BbisiBneH aeduuut C3 KOMMNOHEHTA KOM-
nnemexTa (65 mr/an).

3aknoueHune. B HacToswWwee Bpems MHEBMOKOKKOBAS
MH(eKUMA NpU3HaeTCs CamMon OMacHoW U3 BCex npea-
ynpexaaemblx BakKLMHONPOMMNAKTMKON 60ne3Hen,
npexae BCEro AN feTel nepsbix 5 NeT M B3pOC/bIX
cTapwe 65 net. Hannume [ONOMHUTENbHBIX (DAaKTOPOB
pUCKa NOBbIWAET PUCK PA3BUTUA TAXKENON NHBA3UBHOM
cdopmbl 1 cmepTu B NtobOM Bo3pacTe. B npeactaBneH-
HbIX CNyYanX AeTu OTHOCUANCH K CTaplell BO3pacTHOM
rpynne v He MMeNM 3HauNMblX PaKTOPOB PUCKa, XOTH B
OJHOM Cnyyae y pebeHKa 6bin AMarHoCTMPOBaH Npeaun-
abeTt. lemumMT HEKOTOPbIX KOMMOHEHTOB KOMMAEMEHTA
ABNAETCA OAHOM M3 NPUUMH FeHepanu3aLuu npouecca
MpV MHBA3MN MHEBMOKOKKA, HO MOXET 6bITb YCTAHOB/EH
TONMbKO NPW NPOBEAEHNUM CNELNANBHOIO UCCNef0BaHMSA.
Beaylien NpMUMHON He6NaronpuATHOrO Mcxona npea-
CTaB/eHHbIX GONbHbIX ABAAKTCA OUEBMAHbIE OWMOKM
AMATHOCTMKM Ha AOTrOCMMTANIbHOM 3Tane U, TEM CaMbIM,
OTCYTCTBME CBOEBPEMEHHON aHTMBaKTepUanbHOMN Tepa-
nun. HemanoBaXHy ponb B NpefoTBpaALLEHUN NOA06-
HbIX (haTanbHbIX CNyyaes, 6€3yCNOBHO, MOXET UrpaTb
CBOEBPEMEHHasn BaKLMHALMA NPOTUB NHEBMOKOKKOBOM
VHeKLNM,

KNUHWYECKUI CAYYAI PEBEHKA 5 l[ET
C 2-METUN-BYTUPUNTNULNHYPUEN
Nykawesa A.[l., 3apyukas A.B.

HayuHbili pykoeooumenb:
0.M.H., npocheccop XonuH A.A.

PHUMY um. H. W. NMuporosa M3 PO
Kathenpa HeEBPONOrW, HENPOXUPYPrIN
Y MeAULMHCKOWN reHeTnKM
nm. akagemuka f1.0. bagansHa NO
Poccumnckasn geTckas KnuHuyeckas 6onbHuua PHAMY
ym. H.W. Muporosa M3 PO

BeepeHue: TeH ACADSB kogupyeT cneuuguueckyto
aunn-KoA-pernporeHasy, ABAALWYIOCA 4YNeHoOM ce-
MencTBa (hepMEHTOB, KOTOpPbIE YYaCTBYIOT B METab0Nn3-
M€ XMPHbIX KUCNOT NN AMUHOKMCOT C Pa3BETBIEHHON
Lenbto. MyTaumm B 3TOM reHe CBfi3aHbl C feduuutom
2-meTunbyTUpUN-KOA [derupporeHasbl, B pesynbraTe
yero HapyllaeTcs MeTabonnM3m N30NenLHa U NPOUCXO-
[UT HaKkonneHue 2-MeTunbyTUPUNKAPHUTUHA B TKAHSAX,
a TaKxe onpegenserca 2-MeTun-6yTUPUNrAULUHYPUA
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C MOMOLLBI aHaNu3a OpraHUYecKUX KUCnoT B Moue.
[laHHas meTabonuueckas NaTonorus NPUBOAWUT K Ha-
PYWeHNI0 paboTbl BCEX CUCTEM OpraHu3ma, B 6onbluen
CTeneHu NUWEBaApUTENbHOW U LEHTPaNbHOW HEPBHOIA
cucTem. [letn ¢ myTauusMu B JAHHOM reHe CTpajarT
PE3MCTEHTHBIMM K Tepanin CyAOPOXHbIMU MPUCTYNamMu,
3aePXKKOU MCUXOMOTOPHOTO PA3BUTUSA, HAPYLEHNAMM
Tepmoperynauun, 6enkoBo-3HepreTUYecKol HepocTa-
TOYHOCTbIO, HEMPEKPALLAIOLLEACS PBOTON, HApYLWeEHUSA-
MU AblxaHus. Mbl npefcTaBnsemM KAMHUYECKWIA Cnydai
pebeHKa 5 NeT C reHeTNYecKn NoaTBEePXAEHHON reTe-
PO3MroTHOM MyTaumel B reHe ACADSB u Taxenbim no-
PaXEHNEM LEHTPANbHON HEPBHOMN CUCTEMbI.

OnucaHue KNMHMYecKoro cnyyas: PebeHok [l., 5,5 ner,
OT TpeTben 6epeMeHHOCTH, NpoTeKaBLen hU3nonoru-
YecKu, BTOPbIX CAMOCTOATENbHbIX POJIOB Ha 41 Hepene
B FO/IOBHOM NpefnexaHun, C OQHOKPATHbIM 06BUTHEM
MynoBUHbI BOKPYT LWewu, poanunca ¢ secom 3600 r., 53 cm,
Anrap 8/8 6annoB. BbinucaH Ha 4 CYTKW, HEOHATaNbHbI
nepuog 6e3 natonoruu. K KoHULy nepsoro mecsua nocne
e/ibl — 06UMbHbIE CPbITMBAHNSA, 3aTEM NOABUANCH BCXN-
MbiBaHKS, CONPOBOXAOLMECA HAPYLIEHUEM [bIXaHUS,
a TaKXXe MOABUINCb NPUCTYNbI NpK 3acbinadum go 10-12
B [€Hb, CONPOBOXAAKLUMECA HapYyLeHWem CO3HaHuA,
3aCTbIBLUUM B3MNAL0M C MOCNEAYIOLWUM TOHUYECKUM Ha-
NpsXeHMeMm, KOTOpoe Nnepexoanno B MOpraHusa u noge-
prusaHusa rnas, ronosbl, TYNOBULLA, TMNepemMuio nuua.
/1abopaTopHO 6b110 BbIABNEHO NoBbiWweHue AT fo 78,7
En/n, ACT no 91,9 Eg/n, naktarta fo 7,0 mmosnb/n. bbin Ha-
3HaueH KnoHasenam 0,002 go ' Tx2 pa3a, noc/e yero 2
[OHA NPUCTYNbl OTCYTCTBOBAM, 3aTeM NMOABUINCL BHOBb
C YacToTOM A0 7 pa3s B [€Hb, OAUH W3 NPUCTYNOB — B
60apCTBOBAHMN. B Tepanuto fo6aBunu neBeTupayeTam,
MPUCTYNbl NPEKPATUNNCh, HO Yepe3 Hedento BO3HUKIN
BHOBb C YaCTOTOW [0 2-3 pa3 B AeHb. [lobaBneH okca-
Kap6a3enuH — NOABMKUCH CepuiiHble Cna3mbl U B3apa-
rmBaHus. JlepetupaLeram OTMeHeH, Jo6aBneH Bura-
6aTpUH C NOCTENEHHbIM MOBbIEHWEM A03bl A0 750 mr
B CYTKW. C BBeleHMeM BurabatpuHa K Bo3pacty 7 mec.
nosiBUANCb 6ecnpuCTynHble UHTEPBasbl A0 3-X fHel —
MaKCMManbHbIN WHTepBan 7-10 fHeil. B Bo3pacTe 2 mec.
6bina npoBedeHa TaHLEMHAs MacCc-CNeKTPOMeTpuA
(TMC), u3mMeHeHwii He 6bIn0 06HapyxeHo. Ha MPT ronos-
HOro MO3ra B BO3pacTe 8 mec. — CTPYKTYPHO He3penoe
BELLeCTBO MO3ra, yMepeHHO paclMpeHHble HapyXHble
NINKBOPHbIE NPOCTPAHCTBA, 30HbI CYOKOPTUKANBbHON MO-
3aMYHON TUNOMUeNMHM3aLum B 6enom BewecTee 60/b-
wux nonywapuii. Cekennposanue [HK B 8 mec. (na-
Henb «HacneACTBEHHbIE INUNENCUU») BbIABUNO PaHHee
He OMNKUCAHHYI0 reTepo3nUroTHYI0 MyTaLuio B 11 UHTPOHe
reHa NRXN1. Mo COBOKYNHOCTU CBeJl€HUN, MyTaL s CO-
OTBETCTBYET BapWaHTy C HeOMpefeneHHOW KauHuue-
CKOW 3HAUMMOCTbIO, KOTOPbIN MOXET UMETb OTHOLWEHNE
K heHoTMNy naumeHTa B Cnyyae NofyyeHus JONOMHMU-
TeNbHbIX NOATBEPXAAOWMNX AAHHbIX. [1NA YyTOUHEHUA
reHeTNYeCcKou NaTonormn 6bin NPOBEAEH PACLIMPEHHDIN
XPOMOCOMHbI MUKPOMATPWUYHbIA aHANU3 — NaTOreHHo-
r0 XpOMOCOMHOT0 AncbanaHca 06HaAPYXEHO He 6bino. B
BO3pacTe 3-X NeT NpoBeLeHO NOMHOEe CEKBEHUPOBAHME
reHoma, B pe3ynbTaTe yero BbifBNEHbl JBe reTepo3u-



rOTHble HYKNeoTugHble 3ameHbl B reHe ACADSB, coot-
BETCTBYIOLME AYTOCOMHO-PELECCUBHON 2-MeTun-6y-
TUPUATANLMHYPUK. MaTb 1 oTel, 6bIM 06CNef0BaHbI Ha
3TW MyTaLUN — HYKNEOTUAHbIE 3aMeHbl 0OHAPYXXEHbI He
6binu. BoisBNeHHble MyTauun y pebeHka, CKopee BCEro,
MOryT ABNATbCS NPUUYMHOK 3abonesaHus. B 3,5 roga
nposefeHa M3T ronoBHOro Mo3ra — runoOMeTabonmsm
rMOKO3bl C npeobnagaHnem B npaBoil NO6HOW Aone,
CTBOME, MO3Xeuke. B aHanW3ax Moum — MOBbILIEHKE
KOHLEHTPaLNM 2-ruapoKCcMn3o6yTnpona, 2-okcornyTa-
POBOM KUCNOTbl, 2-MeTUN-6yTUPUA rnuLMHA. PebeHky
perynapHo npoBOAMNNCb BUAEO0-33[-MOHUTOPUHIN B
COCTOSIHWUM CHA 1 aKTUBHOro 60ApCcTBOBaHMSA. B 1rog Bo
CHe 3aUKCUPOBAH CMOXHbIA NapLUanbHbIA NPUCTYN,
HAUMHAKOLWNIACS C MUOKSIOHUIN, C NOCNEAYIOWNM Nepe-
XOAOM B TOHMYECKY a3y, T’MNOMOTOPHOE COCTOsAHME
(mnuTenbHOCTb COBbLITUA [0 20 CeK) n 60APCTBOBAHME.
B 3,5 roga — BO CHe 3aperncTpupoBaHa 3MuenTyn-
(bopmMHasi aKTMBHOCTb: peruoHasibHO-aKLLeHTYyupOBaH-
Hble 3NuNenTUOPMHbIE MUK-BOMHOBbIE KOMMIEKCHI
C aKLEHTOM B MpaBoil nmepepHe-no6Hou obnacTtu. Bo
Bpems 604pCTBOBAHUA MKTaNbHbIX 331 MaTTepHOB He
OTMeueHo. B 4,5 roga — HeraTuBHas AMHaMuUKa B BuUae
MOSIBMEHMA PErnoHanbHbiX M AUQAY3HLIX 3nunenTu-
(DOpMHBbIX pa3pafoB, HapacTaHUWM 3KCMpeccuu Mmea-
NeHHbIX (hOpPM, @ TaKXe MOBbIWEHNE Je30praHn3aumun
usmonormueckux puTmoB. Tekyllas rocnuTannsauus
11.2022 (5,5 net) 6bina ocywecTBleHa ANa onpegene-
HUA fanbHENLWeh TaKTUKN BeeHus. Pe6eHOK nocTynun
C x%anobamu Ha pBOTY nepej, BO Bpems 1 nocne npue-
M MULLK, HA BHE3aMHble NPOBYXAEHMS BO BPEMSA CHA
(uepe3 15 MUHYT UNK Yepes 2 yaca Noc/e 3acbinaHus)
C NPMOCTAaHOBKOW ABUraTeNbHOW aKTUBHOCTU U LINPOKO
PACKPbITHIMM FNA3aMu NMM60 TOHNYECKMM HAMPSXKEHNEM,
pa3BefeHneM PyK B CTOPOHbI 11 UX TPEMOPOM C nocie-
AVIOLWUMKU XPUNALLMMI 3BYKAMK, JeBUaLUen rnasHblx
S6M0K BNEBO, HanpshkeHWem Hor yactoton 1 pa3 B 5
AHeil, Ha CMIIOHOTeUeHMe, UKOTY, pe3Koe CHMXKeHMe an-
neTuTa, MOXyAaHWe, 33aJEPXKKY MNCUXOMOTOPHOrO pas-
BuTMA. MpK HEBPONTOTMUYECKOM OCMOTPE: MePUOANYECKN
npu mkcauum B3rnaaa — cxoaslleecs kocornasme S >
D, ABYCTOPOHHMIA NONYNTO3, FMNOMUMUYHOE NINLO C NO-
CTOSAHHO OTKPbITbIM PTOM, FMNepcannBaLus, 3afepxka
(hopmupoBaHms ABUraTebHbIX HAaBbIKOB — [JEPXMUT ro-
NI0BY, MepeBOpaYNBaETCH, CUAMUT, BCTAET Y ONOPbI U XO-
AUT NpY NOAAEPXKKE 33 PYKU, MEPUOANYECKM XOAMT Ca-
MOCTOATENbHO. MNoxoAKa aTakTUUecKas, napeTnyeckas
(Ha Hockax). Ha thoHe yualleHuin npucTynos — ytpata
ABUraTenbHbIX HaBblKOB (nepectasana XoguTh). TOHYC
B KOHEYHOCTAX — B pa3HOe BpPeMs OT FMMOTOHUK [0
runeptoHyca. PogHbix AuddepeHuupyeTt, Mano 3mo-
LMOHasNbHAsA, peaKo ynbibaeTcsi, 3KCNpeccMBHasi peyb
OTCYTCTBYET, 06PALLEHHYI0 peyb MOHWMAET Moxo. Bu-
0€e0-33[-MOHUTOPUHT OT 12.2022 — HabngaeTCsa nono-
XUTeNbHAA ANHAMIKA B BUE CHUXEHUS MAKCMabHON
aMnANTyAbl pa3pafoB, OTCYTCTBUA 3IMUIENTUYECKMX
npucTynos B 60ApCTBOBaHMKU. Bo Bpems cHa 3aduk-
CUPOBaHbl  He3anunenTuyeckne [JO6POKAYECTBEHHbIE
MWOKNOHUW CHa, 3NUNENTUYECKUX MPUCTYNOB He OT-
MeueHo. B pe3ynbrate rocnuTanu3aunmm Habnwoaanocb

ynyJweHue. PeKoMeH[0BAHO HAGMNOAEHME HEBPONOTa,
nepgmartpa; NPOTMBOCYLOPOXHAA Tepanus: Banbnpoe-
Bas KUCNOTa B rpaHynax C NPONOHIMPOBAHHbIM BbICBO-
6oxaeHnem (150 mr — ytpom, 200 Mr — Beyepom), py-
tuHamma (100 mr 2 pasa B cTyku), neBetupauertam (150
Mr 2 pasa B /eHb); KOHTPO/b KMHUYECKOTO aHanu3a
KpoBW 1 pa3 B 3 mec.; ponuesas kucnota (10 mr 2 pasa
B J1eHb) 1 MeCAL; renaTonpoTeKTOpPbl Kypcamu 2 pasa B
rof; 33 1 pa3 B 4-6 mecALeB 1 N0 NOKa3aHUAM, NOBTOP-
Haa rocnuTanu3auuns B aHBape 2023 roga B oTAeNeHue
MEAMLMHCKON TeHETUKM C LieNbilo KOppekuun Tepanuu
u peabunutaymm.

3akntoueHne: [laHHbIN KAWHWYECKWIA NpUMep MoKa-
3bIBAE€T BAXXHOCTb KOMMMEKCHOrO 06CnefoBaHus na-
uMeHTa (naHHble aHamHesa, BWUAE0-33 MOHUTOPUHTA
B AWHamnke, MPT ronoBHOro mMo3ra, aHanu3 meTtabo-
NUTOB B aHaNNU3e Mouu, reHeTuUYeckoe o06cneaoBaHme)
B OnpeaeneHun 3Tuonornn apmakopesncTeHTHON
3MUNENCAN 1 NOCTAHOBKE AMAarHo3a. Takxe B [AAHHOM
Cflyyae NpPOAEMOHCTPUPOBAHA POSib PA3NUYHBIX METO-
[0B reHeTUYeCKON ANArHOCTMKN: reHeTUUYeCcKas NaHenb
He 06HapyXuna NaToreHHyl MyTauuto, KoTopas 6bina
BbISIBNIEHA NPW MOMTHOFEHOMHOM CEKBEHUPOBAHWK, UTO
MO3BOMNMO YCTAHOBUTb AWArHO3 M ONpejennTb NnaH
AaNbHENWEro reHeTMYeckoro KOHCYNbTMPOBAHMUA po-
AauTenen. lMpaBunbHbIN NOA60P NPOTMBOCYAOPOXKHOM
Tepanuu No3BOAUT CHU3MTb YACTOTY NPUCTYNOB U PUCK
KOTHUTUBHOIO perpecca y AaHHOW NaLMeHTKW, a pea-
ounuTauma, BO3MOXHO, MPUBELET K HEKOTOPOMY yNyy-
WEHNI0 ABUraTeNbHbIX HABbIKOB. MeHeTUYeckoe obcne-
[OBaHNe POAWUTENnel W KOHCYNbTalua Bpadya-reHeTnka
HeobxoAuMbl A1S OnpefeneHns pucka pas3BUTUA pe-
6eHKa C AaHHbIM 3a60n€eBaHMeM B OYAYLLEM U peLIeHUS
BOMPOCA O NNAaHMPOBAHUMN BYAYLIMX BepeMEHHOCTEN.

KNWHWYECKNI CNYYAN
FENATOLEPEGPA/IbBHOI ®OPMbI
CUHAPOMA UCTOLLEHUSA
MNTOXOHAPUANBLHOM AHK,
OBYC/TOBNEHHDIN MYTALEN
F'EHA DGUOK
Matpoc E.C., AkceHoB A.O.

HayuHbili pykoeodumenb:
K.M.H., doyeHm flapuHa /.E.

PHUMY nm. H.W. Muuporosa M3 PO
Katbenpa nponenesTuky fetckux bonesmnen Nd

CUHAPOM UCTOLLEHNA MUTOXOHAPWanbHoW AHK (M7
HK) npefctasnaet cob60il peaKyto reHeTUUeCKn 1 KNnNHK-
YeCcKu HeOJHOPOLHYI0 rpynmny ayTOCOMHO-PeLeCcCUBHbIX
3ab0neBaHNi, KOTOPblE XapaKTepu3ylTCa CHUXEHUEM
cofepxanua MTAHK, 4TO NPUBOAUT K HAPYLLUEHUIO Bbipa-
6OTKN JHEPTUK B MOPAXKEHHBIX TKAHSAX U opraHax. CuH-
Apom uctoweHns MTAHK dheHOTMNMYECKN reTeporeHeH,
BCTPEUAETCA KaK M30/IMPOBAHHOE MOPaXXeHue OfHOro
OpraHa, Tak M KOMOWHALUA MOPAXEHMA HECKOMbKUX
CUCTEM OpraHoB. B KnMHMYeckoW KapTUHe BblAensioT
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4 chopmbl: muonaTuueckas opma, CBi3aHHaA C MyTa-
unammn B TK2; sHUedanommonatmueckas gopma, oby-
cnosneHHasa mytaumamu B SUCLA2, SUCLGT unn RRM2B;
renatouepebpanbHas hopma, CBA3aHHAA C MyTaLusmu
B8 DGUOK, MPV17, POLG unu C100rf2; n HeMporacTponH-
TecTUHanbHas opma, cBA3aHHaa ¢ mytaumsamm B TYMP.
fenaTouepebpanbHbid TN 06bIYHO XapakTepu3yeTcs
PaHHUM pa3BUTUEM MEYEHOUYHON He[OCTATOYHOCTY
1 HEBPONMOTMYECKUMN NOPAXeHUAMN. B HayuHON nuTe-
patype ony6nukoBaHbl AaHHble 0 100 cayyasx renaTo-
LepebpanbHoil hopMbl, KOTOPble NPOSBASANUCL B ABYX
BapMaHTax: NOMMOpraHHoe 3aboneBaHWe y HOBOPO-
XAEHHbIX 1 N30IMPOBAHHOE MOPAXKEHME NEYEHU B MNa-
LAEHUYECTBE NN eTCTBe.

Knunuuecknin cnyvair. Naunentka 4., 03.11.2022 ropa
poxaeHus. 13 aHamMHe3a XU3HU U3BECTHO, UTO pebeHoK
OT 4 6epeMeHHOCTU, NpoTeKaBlen 6e3 OCMOXHEeHWN,
BTOPbIX CPOYHbIX POAOB Ha 37 Heaene rectauum. Mep-
Bble BE 6EpPEeMEHHOCTM 3aKOHUMAUCb MeLMKAaMEeHTO-
3HbIM aBOPTOM, TPETbA — CBOEBPEMEHHbIMU POAAMU,
pebeHoK 380poB. 13 aHamHe3a 3a60neBaHNs U3BECTHO,
UTO AeBOYKA OblNa roCcNMTanN3MpoBaHa B OTAeNeHue
peaHuMauun W WHTEHCMBHOW Tepanuu HOBOPOXAEH-
HbiXx (OPUTH) Mop030BCKOW [ETCKOW FOPOACKOW Knu-
HUUYeCckon 60MbHULbI 11.11.2022 U3 poOAWNbHOIO AOMA
rOpoACKOW KnuHWYeckon 6onbHULUbl umenn C.C.H0aun-
Ha B BO3pacTe 8 CYTOK XWU3HM B TAXKENOM COCTOSIHUW,
C pa3BUTUEM AbIXaTeNbHON HEAOCTATOUHOCTU, NHPEK-
LLMOHHBIM TOKCWUKO30M Ha (hOHE TeUeHWUs BPOXAEHHO
MHEBMOHUW, HEBPONOrMYECKON CUMNTOMATUKOW, C CO-
CTOABLIMMCA KeNyJ0oUYHO-KUIEYHbIM KPOBOTEUEHUEM,
aHemueli (remorno6bun fo 92 r/n), TpomboLUTONEHNE
(53x10°/n), HeoHaTanbHOW HxenTyxoit. Mpu ocmoTpe
HEBPOMOrOM OTMEYanochb YrHeTeHWe CO3HAHWS, 3a-
AepXKa NCUXOMOTOPHOIO PasBUTHS, MblleYHas runo-
TOHUA, runopednekcus. B GUOXMMUYECKOM aHanuse
KPOBM: TMNOFMKUKEMUA, TunepbunupybuHemns 3a cuet
npsamon cpakuum, CUHAPOM LMTONW3a, NOBbILEHUE
YPOBHA lienoyHon cocdaTasbl, runoTpurnnLepuae-
MUS, YpoBeHb anbta-1 aHTUTPUNCUHA CHUXKEH. B KO-
arynorpamme: runokoarynauus, CHWKeHWe MpoTPOM-
OMHOBOW aKTUBHOCTM [0 23%, runodubpuHoreHemus,
CHWxeHue akTueHOCTM VIl n IX hakTOpOB CBEPTbIBAHMS.
Bbino pekomeH[OBaHO BBefeHWe Kpuonpeuunuta-
Ta, CBEXE3aMOPOXEHHON Mna3mbl (c3m), KOHLeHTpaTa
(haKTOpOB NPOTPOMOMHOBOIO KOMMMIEKCA, MEHAAMOHA
HaTpua 6ucynbnTa. PebeHoK 6bl1 3aBMCUM OT Npak-
TUYECKU eXeAHEeBHbIX TPAHCY3Ni NpenapaToB KPOBMU.
Bbina NpofoMmkeHa Hayatas B POAUIbHOM JOME aHTW-
6aKTepuanbHas Tepanus, UeTONOoromM 6bino peKoMeH-
[0BaHO Ha3HauyeHue coeBoi cmeck Hytpunak Cos. Mo
pe3ynbTaTaM HEOHATaNbHOTO CKPUHUHIA OTMEYanocb
MOBbIlEHNE WMMYHOPEAKTUBHOrO TPUMNCUHOTEHA A0
322,23 Hr/mn. Mo pesynbTaTam TaHAEMHOW Macc-CMeK-
TPOMETPUM BbISBNEHO MOBbILEHME pPAfa aMUHOKNCIIOT:
anaHuH, apruHWH, METUOHKH, PeHnnanaHuH, TMPO3NH,
Ba/IMH, NPOMINH, LMTPYNNMUH, YTO 6bINO pacLEHEHO Kak
BTOPWUYHOE Ha (oHe HapyweHUsa YHKLUM neyern. boin
Ha3HaueH npenapaT ANs NapeHTepanbHoOro NUTaHUa —
pacTBOP aMMHOKMCOT, B CBA3M C YeM NOBTOPHbIN CKpU-
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HWHT 6blN1 PEKOMEH0BAH Yepes 2 Heenn Nocsie OTMEHbI
npenaparta. 25.11.22 6bi1 NPOBELEH KOHCUANYM BPayen:
y pebeHKa 6b110 3aN0403PEHO BPOXKAEHHOE HApYLIEHNE
6€NKOBO-CUHTETUUECKON (DYHKLWUKM NeyeHu, BbiBAeHa
CTOMKAA runornukemns, Tpebywwas AOTALUM BbICO-
KX B03 MIOKO3bl, AemunT (HaKTOPOB CBEPTbIBAHNKS,
0TMeYanocb HapacTaHue NeYeHOUHOW HeAOCTATOUHO-
cTn. AndpdepeHunanbHyo AMArHOCTUKY B JAHHOM ClTy-
uae NPOBOAWIMN CPeAN HacnenCTBEHHbIX 3a60MeBaHMuid,
NPOTEKAKLWMX C NOPAXKEHMEM MEYEHU, B TOM uucne
c gedununtom anbda-1 aHTUTPUNCKUHA, TUPOIUHEMUEN,
MYKOBWCLMAO30M, T[UNEPUHCYNUHU3IMOM, T[/IMKOreHO-
30M. [unokoarynaumus, BepoATHO, UMeNa CMELUAaHHbIN
XapakTep — Henb3s 6bl10 UCKAUUTL BPOXAEHHbIN
Aecdunumnt VIl hakTopa CBepTbIBAHWS, TeUYeHMe BUTa-
MUH K-3aBMCMMOW KOarynonatui, yuuTbiBas YnopHoe
TeueHue Ha hoHe Tepanun N NEYEHOYHOE MOPAXKEHNUE.
[narHo3 TUPO3MHeMUs BbIN UCKIOUYEH, KOHLEHTpaums
CYKLUMHUNALETOHA B MOYe B npejenax Hopmbl. 07.12.22
6bina npoBefeHa TenemeAWLMHCKAs KOHCynbTauus
C HauuoHanbHbIM MefWLMHCKUM MCCNefoBaTeNbCKUM
LLeHTPOM aKylepCTBa, TMHEKONOrnn U NepuHaTonorumn
M. akagemuka B. U. KynakoBa: pekomeH[0BaHO NpoBe-
CTW NOBTOPHOE 06CNefoBaHMe pebeHKa Ha ranakTose-
Muio (BbISIBNIEH MOBbILLIEHHbII YPOBEHb ranakTo3bl — Be-
POATHO BTOPUUYHOE MOPAXEHWE neyeHun), onpeaenuTb
YPOBeHb TPAHC(heppPUHA, PeppuTUHA 1 XKenesa C Lenbko
JOMArHOCTMKM reMOXpoMaTto3a. C YYeToM pa3BUTUA aAc-
UMTa, HapylleHuss 6eNKOBO-CUHTETUYECKON (YHKLUN
MeYeHn N OrpaHMYEHNs NOCTYNNEeHNa 6enka Kak JHTe-
panbHO, TaK U MapeHTepanbHO, NPOBOAWNOCL BBEAe-
HMe anbbymuHa C LeNnbld KOPPEKLMW OHKOTUYECKOro
AasneHus. PebeHky 6bina pekomeHAoBaHa guetorepa-
nua C orpaHuueHnem no 6enky ao 1,5 r/kr/cyTkun, Hy-
TpUNOH [enTn racTpo C NOBLIWEHHbIM COAEPXaHUEM
cpefiHeLenoyeyHbIX TPUrIULEPUAOB, @ TaKXe BBefe-
HWe [OMOMHUTENbHOro Chneunanu3npoBaHHOro nuTa-
Hua HyTpureH 6e36enkoBbln. B Bo3pacTe 1 mecsaua 10
AHEN 6blNM NonyyeHbl pe3ynbTaTbl UCCNef0BaHMS Ha
HacnefCcTBeHHble MeTabonuueckue 3abonesaHus: B 1
3K30He reHa DGUOK BbifiBNeHa HyKneoTuaHas 3ameHa
B FOMO3UTOTHOM COCTOSIHUW. [laHHast 3aMeHa onucaHa B
MEXAYHAPOAHOW 6a3e AaHHbIX N0 MyTaLuMsaM YenoBeKa
HGMD kak naToreHHas y nauueHToB C CUHAPOMOM UCTO-
wenua mTAHK. Mocne pe3ynsTaTtoB MCCNefoBaHUi pe-
6EHOK Obl/T KOHCYNBTUPOBAH FEHETUKOM: HA OCHOBAHMN
MONEKYNSAPHO-TeHeTUYECKON [MArHOCTUKM Y [1€BOUKU
OblNl NOATBEPXAEH OCHOBHOW AMATHO3: CMHAPOM UCTO-
WweHns muToxonapuansbHon [AHK, Tun 3, renatouepe-
6panbHas dopma, obycnosneHHas geduuntom DGUOK
(1e30KCTUryaHO3MHKMHA3bI). B MccnenoBaHnmM Kposw
Ha TORCH-uHekunmn 6611 0BHAPYIKEH LUTOMEranoBu-
pyc. CoxpaHanocb TAXenoe COCTOAHWE NaLMEHTKW 33
CYeT OCHOBHOrO 3a60/1eBaHNsA C HapacTaHUEM ABNEHUI
NEeYEeHOYHON HEeA0CTAaTOUHOCTU, B HEBPONOrNYECKOM
CTaTyce COXPAHANCH YMEPEHHbIN CUHAPOM YrHETEHMA.
3a Bpemsa HaxoxAeHus B OPUTH (74 nHs) pesouka no-
nyyana pecnupaTopHY MNOALEPXKKY, WHGY3NOHHYIO,
AHTMOAKTEPUANbHYIO, MPOTUBOrPUOBKOBYIO, MPOTUBOre-
MOpPParuyecKkylo, XoneKMHeTUYeCKyto, renaTonpoTek-



TOpHYl0, MeTabonnueckylo, AMypeTUUeckyto, racTpo-
MPOTEKTOPHYIO Tepanuu, raHUWKNoBUpP, NPOBOAUNUCH
MHOrOKpaTHble TpaHCty3Mn 3pUTPOLMTAPHOU B3BECTH,
BBedeHMe kpuonpeumnutata, C3M, anbbymuHa. Takxe
PerynsipHo KOpPpPeKTUPOBaNoCh 3HTEPaNbHOE NUTAHMKe.
PebeHok 6bin nepeBefieH B «HalUWOHANbHBIA MEAULH-
CKMN MCCnenoBaTeNbCKU LIEHTP TPaHCMAAHTONOrMN
neyeHn N NCKYCCTBEHHbIX opraHos umexu B.U.LLymako-
Ba» ANs nof6opa A0HOPA U TPAHCMIAHTALNM NeYeHM.

Takum 06pasom, CUHAPOM WUCTOLLEHUA MMUTOXOH-
apuanbHoi [IHK sBnfeTcs TAXENbIM TFeHeTUUeCKUM
3ab0neBaHNeM, HepeaKo MPOTEKAKLWMM C NPOrpeccu-
pylollen NONMOPraHHOW HeAOoCTAaTOUHOCTb0. B HacTo-
filee Bpems He cyuwecTByeT 3eKTUBHbIX METOA0B
fleyeHns, CNoCo6HbIX N3MEeUNTb OT JaHHON NATONOruu,
HO CBOEBPEMEHHO MOCTABMEHHbINA AMArHO3 M paHHee
Hauano CUMNTOMATMUYECKON Tepanun CNOoCo6HbI 3HAUU-
TENbHO YNYULWNTb COCTOAHME pebeHKa. Takue NaunueHTbl
HYX[al0TCA B KOMNNEKCHOM 06C1eJOBaHNMN A OLEHKM
BOB/IeUEHUA pa3NYHbIX OpraHoB U cuctem. Hecmotps
Ha pefKyl BCTPEUAEMOCTb JAaHHOW MATONOrumn, Heo6-
XOAWM PaHHUM, [OTeHETUYECKUA MOWUCK KNUHUYECKUX
U NapaknMHUYECKUX KpUTepues 3aboneBaHnsa U Kaue-
CTBEHHOe npoBefeHue auddepeHuUnanbHOW AuarHo-
CTUKW, KOTOpas ABNAETCA TPYAHOW B CBA3N C OTCYT-
CTBMEM NATOTHOMOHWYHbIX MPU3HAKOB U CXOXECTbio
KNUHUYECKUX NPOABNEHUNA C APYrUMU COCTOSHUSAMM.
XoueTcs TakKe 06paTUTb BHUMAHKE Ha BaXXHOCTb My/b-
TUAMCLUUNIMHAPHOIO NOAX0AA B ANArHOCTUKe, Bepudu-
Kaluun marHosa u onpefeneHua fanbHenllen TaKTUKN
BeAeHus naumneHTa.

KNWHWYECKNIA CNYYAN LINPPO3A
NEYEHU Y PEBEHKA C AEDULMTOM
ANb®A-1-AHTUTPUNCUHA
No3gHskosa C.B., by6nuii K.B.

HayuHbili pykosodumens:
K.M.H., doyeHm J/lapuHa /1.E.

PHVMY um. H.W. Mnporosa M3 PO
Kadheapa nponeneBTuku getckux bonesxen Mo

Jllepuumt anbda-1-aHTUTPUNCUHA — TEHeTUYecKoe
3abonesaHue, NPoABNAOLIEECA PAa3NUUYHBIMU HapyLle-
HUAMMW B BbIPabOTKe anba-1-aHTUTPUNCUHA, KOTOPDI
npencTaBnseT co60M MHIM6UTOP CEPUHOBOI NPOTEA3bI.
B 6onbwom KonuuecTse cnyyaes 3abonesaHune nposs-
NAETCA PasNUUHbIMWA NErOYHbIMU HapYLWEHUAMU, HO B
10-15% y feTel pa3BUBAKTCSA NEUEHOUHbIE HapyLWeHUS,
KOTOpble CBA3aHbl C HAKOMNEHWEM U3MEHEHHOro ep-
MEHTa W Nocnefylowmm pa3BuTuem LUppo3a NeyeHu.
KnuHuueckne nposiBNEHWA HAYMHAKTCA A0CTaTOUHO
paHo, y feTen Ha NepBOM MeCALE XWU3HU OTMeyaeTcs
XENTyxa, renatomeranus, runepbunupybuHemms, no-
BbllleHMe aMUHOTpaHC(epas neyeHu.

KnuHuuecknii cnyyan. MauueHT 5 mecsues 6bin fo-
ctasnedH 8 MAIKb no 3kcTpeHHbIM mokasauuam. Co 2
JHS XU3HU OTMEUanach XenTyxa 6e3 HeBPONOrmyecKoll
CMMNTOMATMKK, HA 10 A€Hb XNU3HM BblN OCMOTPEH Nefu-

aTPOM, COXPaHANACb yMEPEHHAs XEeNTYLWHOCTb KOXHbIX
NnoKpoBOB. Mama 0TMeuYana yyalleHHbIN CTYN C poXae-
Hus — 1o 10 pa3 B cyTku. Co 2-3 HeAeNun rnoXonnuyHbIi
CTyN. 21.12.22 6bina B35Ta KPOBb M3 ManbLa, NOCNE Yero
KpOBOTeUeHne Npoao/Ikanocb Ha NPOTAXEHUN 3-4 ya-
COB. Pe6eHOK 6bla1 roCNMTANnnu3npoBaH B CTaLMOHap no
M/ (r. BpaHck). MposeaeHa TpaHcdy3us C3MM, y pebeH-
Ka OTMeyanacb annepruyeckas peaxkums. o pesynbra-
Tam Y3W neyeHn u noyek OTMeYaeTcs renatocnsieHo-
meranus, napeHxuma nevyeHu HeoLHOPOAHA, XKeNnyHble
MPOTOKN He PaCLINPEeHbl, XENUYHbIA My3blpb YMEHblUEH
1 necdopmMupoBaH, CBO6GOAHON XWAKOCTU B 6GPIOLIHON
MONOCTN HeT. 3anof03peHa aTpesuns XenueBblBOAALNX
nyTemn.

[na  MCKNIOYEHUs BPOXAEHHOr0 NOPOKa pa3Bu-
TUS KenueBblBOAAWMX nyTen (6unuapHas atpesus),
rocnutanusuposad B AFKb N.13 um. HO. Gunatosa
(23-30.12.2022 r.). Mepen 3annaHWpoBaHHOW 6uoncu-
el neyeHn — TpaHcdysna Kpuonpeumnutata. ATpesus
KenueBbIBOAALLMX NyTeN 6blna UCKNOUeHa. M0 AaHHbIM
6UONCUM MeYeHn: xonecTaTnyeckoe NopaxeHune neve-
HW, MHAEKC cknepo3a no Desmet 4 6anna (uuppos). Na-
60paToOpPHO — X0NecTas, LMTonu3.

Y31 OBIN: ysenuueHne pa3mepoB NeYeHn n cenesex-
Ku, AN y3Hble N3MEHEHMA NAPEHXUMbI MEUEHM, XKeny-
bl My3bIpb B TUNMYHOM MECTE, acLUTa HeT.

BbifIBNEHO CHWXEeHWe YpOoBHA anba-1-aHTuTpun-
CMHa B KPOBW. M0 JaHHBIM MeJUKO-TEHETUYECKOro 06-
cnefioBaHmsa o1 18.01.2023 BbiAB/NEHbl MyTaLUKN B reHe
SERPINAT B roMm031roTHoM coctosHun (heHotun PI*ZZ),
Obin NOCTaBneH AguarHo3 — geduunT anbda-1-aHTu-
TPUNCKHa.

B cBA3M C runokoarynsumen Ha doHe NeyeHOUHON
HeAOoCTAaTOYHOCTM, PEKOMEHAOBAHO BBEAEHWE KpPUO-
npeuunuTaTa npu runombpuHoreHemun mexee 1r/n.

B koarynorpamme ot 22.02.2023 ¢ubpuHOreH —
0,88 r/n, B cBA3M € 3TUM 23.02.23 ¢ HanpasneHnem u LIKK
nauueHT 6bin 1OCTABNEH B NPUEMHOE oTaeneHne M-
Kb B CONPOBOXAEHWUM pOAUTENei.

Mpu noctynneHnu obuiee COCTOSIHME CPefHen TA-
KECTU, CO3HAHNE ICHOE, peOEHOK aKTUBEH, LBET KOX-
HbIX MOKPOBOB MKTEPUUHbIN. Pa3mep XMBOTA yBeNUYEH
(52 cm), MBOT NpU NanbnaLuu MArkuiA, 6e360ne3HeH-
Hbll, NeYeHb BbICTYNAET Ha 3 CM M3-M0J Kpas pebepHon
AYru, ceneseHka BbICTYNaeT W3-Noj Kpas pebepHoil
AYrn Ha 4 cm. B Koarynorpamme — Koarynonartus, CHu-
XEHWe aKTUBHOCTU NPOTPOMOBMHA3HOIO KOMMNNEKC]; M-
nocubpuHoreHemus — 0,87 r/n. B 6/x aHann3e KpoBM oT
23.02.23 runepbunupybuHemus, nosbiwenne ANT, ACT
[0 3-7 HOopM. Mo AaHHbIM Y3UW — acuumT.

27.02.23 B CBA3M C HapacTaHuem acumTa 6bi1 npo-
BefleH NanapoLeHTes, C NpeBapUTENbHON KOPPEeKLM-
ell remocTasa, Ans ycTpaHeHMs CBOHOLHOW XNUAKOCTU
B 6plowWHON nonocTu. TeueHne MocCneonepaLnoHHOro
nepuofa 6e3 ocobeHHocTei. 02.03.23 nocne KOHCYNb-
TauuMu C OETCKMM XWPYprom 6bin0 peleHo OCTaBMTb
APEeHax, Tak Kak Habnoganocb akTMBHOE NPOMOKaHWe
candeToK BOKPYT ApeHaxa.
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C 03.03.23 yxyalueHune COCTOAHUA B CBA3M C HapacTa-
HUeMm MeTabonnuyeckoro auuao3a M NeUYeHOUHON He-
AOCTATOYHOCTU. PebeHoK 6bin nepeseaeH B OPUT ans
npoBefleHNs 3aMeCTUTEeIbHON NOYeUHOU Tepanuu, 6bin
BbIMOMTHEH CeaHC remoauadmnbTpaLmu.

13.03.23 6bIn BbiNucaH U3 MACKD u nepesefeH B
PHXL, um. MeTpoBckoro Ana nposegeHusa optoTonuye-
CKOW TPaHCNAAHTALMM neyeHu. Mpu BbINUCKe COCTOAHKE
TAXKeNoe, cTabunbHoe, 6e3 BUTANbHbIX HapyLIeHUN.

3aknioueHne. TMpuBefeHHbIN KNUHUYECKUA Cryyan
NOKa3blBAET TAXENble NOBPEXAEHMA NeyeHu, Tpebyo-
LiMe TPAHCMNAHTALMN NeYeHU, KOTOPbIe Pa3BUIUCL HA
thoHe geduumnta anba-1-aHTUTPUNCUHA C OTCYTCTBU-
€M NIeroUHbIX NPOSIBNEHUMN.

OVERLAP-CUHAPOM NPN COYETAHNN
CUCTEMHOW KPACHOM
BO/TYAHKU 1 AYTOUMMYHHOIO
FENATUTA, OCTIOXXHEHHOIO
AEKOMMEHCUPOBAHHbIM
LIMPPO30M NMEYEHU

Anexcangposa [1.M., NMunsacosa A.4i.,
BHykoBa E.B.

HayuHbiii pykogodumernb:
K.M.H., doyeHm flapuHa /.E.

PHUMY nm. H.W. NMuporosa M3 PO
Katbenpa nponeneBTuky feTckux 6onesnen Nd
BcTynneHue.

Overlap — cungpom (cMHApOM mepekpecrta) — Co-
yeTaHWe MPU3HAKOB ABYX PA3MIMUHbIX AYTOUMMYHHbIX
3a60M1eBaHNii y OfHOrO MalMeHTa. 3aUacTylo CUHAPOM
BCTpeyvaeTcs npu 3ab6oneBaHmMax, MMeLWMX o06Lmii na-
TOreHes. B 0nMMCaHHOM KNMHUYECKOM Cyuae y nauneH-
Ta HabMAAeTCA OUeHb PEIKOE COUeTaHne — BepoATHast
cMcTeMHas KpacHaa BonuaHka (CKB) U ayTOMMMYHHbI
renatut (AWT), OCNOXHEHHbIN [AEKOMNEHCUPOBAHHBIM
LMPPO30M MeyeHHu.

KnnHnuecknin cnydai.

[leBouka H., 16 neT. 18.01.2023 6bina roCcNMTann3npo-
BaHA B OTAE/NeHNe OHKONOTUW 1 remaToNorum ¢ Hanpas-
NSAOWMM ANATHO30M OCTPbIN NENKO3.

C KOHUA OKTA6pA MauMeHTKa OTMeuyana BANOCTb,
cnaboctb, 60N B Tene 6e3 YeTKOW NOKanu3auuu.
Mocne nepeHeceHHoi OPBWU B Hauane siHBaps — Ha-
pacTaHue CMMNTOMOB, a TakXe 60/b B CyCTaBax, y4a-
LeHNe HOCOBbIX KPOBOTEUEHUI U MOABMEHNE KPOBM B
ctyne. Mo pe3ynbratam KAMHUYECKOTO aHann3a Kposu
OT 14.01.2023: naHuuToneHus (neiikoneHus, aHemus,
TpombouuToneHus). 3 aHamHe3a XU3HU W3BECTHO,
YTO leBOYKA CAMOCTOATE/bHO JenaeT TaTyupoBKY, Ky-
puT Belin, 310ynoTpe6aseT 3HepreTUYeCKUMM HanuT-
Kamu, a TaKkxe AOMa MPOXMBAET HenpuBMTaA KOLLKaA.
TMHEKONOrMYeCcKnii aHamHe3: MeHapxe ¢ 15 neT nocne
LMKNNYECKOW BUTAMUHOTEPANUN, aMEHOPESN B TeUeHne
6 mecsLeB.
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CocTosiHME NPU NOCTYN/IEHUMN TAXKEN0E, CO3HaHNE AC-
Hoe, TemnepaTypa 38,0°C, BbipaXeHbl CUMNTOMbI UHTOK-
cuKauum, oTeku oTCyTCTBYIOT. POCT: 175 CM; macca Tena
60 Kr; UMT: 19,5 Kr/kB.M. [emopparnueckuin CUHAPOM:
JIKXMMO3bl Ha HOrax, MeTexun Ha Tene, KOHEYHOCTSAX
W CNM3NCTOW pTa, yMEPEHHOE HOCOBOE KPOBOTEUEHNE.
MoaHMXHEUENOCTHbIe, 3afiHelleliHble nuMmdaTnyeckmne
Y3/bl YBENNUEHbI 10 2-3 CM 1 60ne3HeHHbl. Y[ 18/MuH,
YCC 90/muH, Al 125/70 mm.pT.cT.. COCTOAHME OPraHoB
AblXaHWA, MULLEBAPEHMA, MOYEBbIAENUTENbHOW 1 Cep-
JeYHO-COCYAMCTON CMCTEM YAOBNETBOPUTENBHOE.

Mpu o6cnefoBaHUK: B remorpamme NaHUUTONEHNs, B
HUOXUMUYECKOM aHanu3e Kposu: hepmerTemus (ACT 615
EQ/n, ANT 205 EA/n, NAT 457 EQ/n, TTT 381 EA4/n, LD 558
EA/n), runepbunupybuHemns 3a cuet npamon (pakumm
(0611, 6UNNPY6BUH 46,2 MKMOb/N, NPAM. 6UANPYBUH 27,34
MKMONb/n), runepypukemus (7,87 mmonb/n), runoanbéy-
MuHemus (16,4 r/n), Ha hoHe runeprammarnobynMHemmm
3HaueHus obulero 6enka B Hopme. Mpamas npoba Kymé-
ca nonoxuTenbHas. B koarynorpamme BTOpuYHas runo-
koarynauus (AYTB 44,5 ¢, aHTUTpomM6uH Il 22,0%, du-
6puHoreH 1,35 r/n, MHO 1,37). AHanus Kposu Ha BWY, RW,
renatut B n C— otpuuarenbHble. TUTp aHTUTEN K ABYCNN-
panbHoi [IHK noBbiweH. AHaNM3 KPOBU HA OMMOPTYHU-
CTUYECKNE MHMDEKLMN — BbISIBMIEHbI MOBbILIEHHbIE TUTPbI
IgG Kk IBB, xnamugmnam, mukonnasme, LLMB, Tokconnasme.

B TeueHme nocnegyowmx 6 CyTok Habnwganacb pes-
KO OTpULIATeNbHAA ANHAMUKA 3@ CUET HApacTaHUsa CUM-
MTOMOB MHTOKCMKALNIA U TeMOPPArMyecKoro CUHAPOMa,
TaKXe 0TMeUanoch NOABNEHNE BOKPYT FNa3 1 Ha LeKax
ME/KOTOUEUHOI CMIMBHON MATHUCTO-NANYNe3HON Cbinu,
Mo BOMYAHOUHOMY TUMY, UKTEPUUHOCTb CKEP U KOXMU.
MOMMMO 3TOr0, NPUCYTCTBOBANM OTEKM KaK nepudepu-
ueckme (MACTO3HOCTD), TaK U NOMOCTHbIe (AcLuT).

Y31 opraHoB 6plOLWHON NONOCTM: renaTocnneHome-
ranusi, BblpaXXeHHble AUG@Y3HbIE N3MEHEHMA NAPEH-
XUMbl MEYEHU, NPU3HAKN NEpUNopTanbHOro mobposa,
AN Y3HbIX U3MEHEHWIA CTEHKW JXENYHOro My3bips
M ero nepern6, ANCXONMA, MOPTANbHAA NUMMAAEHO-
natus, acuuT, OTEUYHO-UH(UNLTPATUBHbIE W3MEHEHUs
OpPbIKENKIN, BHYTPUOPIOLIHON 1 33a6PIOLWNHHOM XXUPOBOU
KNneTuaTku.

KT opraHoB rpyAHoiA NONOCTW: BbINOT B MONOCTY Ne-
puKapAa, rMApOTOPAKC CneBa, MHOXECTBEHHAs NUM-
thaseHonaTus. B cBA3W C OTpMLIATENbHON AMHAMUKON
24.01.2023 6bina nepeBegeHa B OPUT C BblpaeHHOM
TPOMOOLMTONEHMEN U TeMOpparuami no BCEMY Teny,
NpU3HaKaMmn JeKoMMeHcaLum Lmppo3a nedvexn (renato-
cnneHomeranus, O6lWKMPHbIE MONOCTHbIE W KNETYaTou-
Hble OTEKM, COYETAOLLNECSH CO 3HAUMTENbHBIM CHUXEHU-
em anbbyMUHOBOW hpakumm 1 ypoBHEM 06LLEr0 6enKa,
WKTEPUYHOCTb KOXM 1 CIM3UCTbIX HA (DOHE yBENNYEHMA
3HAUeHN BuNnpybUHa).

3a Bpemsa rocnutanusauumn B OPUT npoBeaeHbl NyHK-
LMS M APEHNPOBAHNE BPIOWHON MONOCTH, @ TaKXKe NPo-
AOMKMTENbHAA remofnadMnbTpaLns B CBA3N C pa3Bu-
TUeM Ty6YNOUHTEPCTULMANBHOTO HedpnuTa U NOYEYHON
HeJOoCTaTOUHOCTU. NMpPOBOAMNANCD aHTUBaKTepuanbHas,
npoTMBOrpu6KOBas, ropmMoHanbHasa (NpefHM30/M0H)



N CUHAPOMHAA Tepanus (MHAY3NUN CBEXE3aMOPOXKEH-
HOW MAasmbl M Kpuonpeuunutata, APOTABEPUH, OMe-
npasosn, TPOMBOKOHLEHTPAT, anbbyMuHbI 1 T. A.). Ha 41-e
cyTKM B OPUT cocTosiHUE OUeHb TSXeNoe, 06yCOBNEHO
NONNOPraHHON HeA0CTaTOUHOCTbIO (fbixaTenbHas, no-
ueyHas, NMeyeHouHas), renaTopeHasnbHbiM CUHLPOMOM,
TPpOM6OLUTONEHMEN, BTOPUUHON KOArynonatuemn, WH-
TOKCUKALMOHHbIM CUHAPOMOM. YUnTbIBasA EKOMMEHCa-
LM UMppO3a NeyeHu, CTPEMUTENbHOE Pa3BUTHE OC-
NOXHEHWI M HeI(dEKTUBHOCTU Tepanuu, naumeHTKe
PEKOMEH[0BAHA TPAHCMNAHTALMUA NEYEHN MO XKU3HEH-
HbIM NOKAa3aHMAM.

3aknwyeHue.

HecmoTps Ha To, UTO pa3nuuHble overlap-cuHapoMbl
BCTPEUAlOTCS B HACTOsALEE Bpems [OCTAaTOYHO 4acTo,
JaHHOe coueTaHue ayTOUMMYHHbIX 3a60neBaHNN ABNA-
eTCs oueHb pefkiM. IMEHHO MO3TOMY AQHHbIA KNUHK-
UeCKuUi cnyyan npeacTaBnseT MHTepec NS NegnaTpos,
MOCKONMbKY AaXe CBOEBPEeMEHHO HauaTas Tepanus He
MOXET NpefynpeanTb TAXKeNble 0CAOXHEHUA N CHU3NTb
PUCK UHBANUAKU3ALNMN.

KNUHWYECKWNIA CNYYAIL B3AMMOCBS3N
YACTbIX PECTUPATOPHbIX UHOEKLMIA
C UHOULIMPOBAHUNEM H.PYLORI
V MOJAPOCTKA
CeB33H H.O.

HayuHbili pykoeodumens:
K.M.H., doyeHm bozadaHoea C.B.

®rAOY BO PHUMY um. H.W. Muporosa M3 PO
Kadbeapa rocnutanbHon neanatpum NO2
A1 91, MockBa

Mo 3NMAemMMonorMyeckum [aHHbIM WHAULMPOBAH-
HoCTb H. pylori. B Mupe n P® coctasnset ao 50% (Poc-
ctar). Helicobacter pylori urpaet Begyiwyio ponb B
pa3BUTUM 3a60NEeBaHUN TACTPOAYOAEHANbHON 30HbI.
OpaHako ana H. pylori xapakTepHbl U MeHee U3yuyeHHble
BHeKMULWeYHble MPOABNEHUSA, Hanpumep, OTMeYaeTcs
npsimas Koppenauus mexay uHcuumposanmem H. pylori
n passutnem MALT-numdombl  (mucosa-associated
lymphoid tissue), uMMyHHOI Tpom6oLUTONEHUM, Aedu-
LMTa Kenesa n BuTammHa B12.

Mo paHHbIM MccnepgoBaTenen, KonoHusauua HP Ha
CNM3MCTON OKa3blBA€T MMMYHOCYNPECCUBHbIN IDeKT,
CHMXas ypoBeHb SIGA M cnocobCTBYA NOAAEPKAHMIO
XPOHUYECKOro BoCnanuTenbHoOro npouecca. B nogaep-
XaHuW 1 perynaumm UMMyHHOIo romeocTasa Myko3ab-
HbIli UMMYHUTET ABNAETCA OAHON U3 BAXXHbIX 3BEHbEB
MHOTOKOMMOHEHTHOW CUCTEMbI UMMYyHUTETa. OTMeUeHa
npamas Koppenauusa MyKo3anbHOro MMMyHUTETa C ya-
CTOTOM M TAXECTbIO PECNMPATOPHbIX MHDEKL M.

B MHOrOYMCneHHbIX WUCCNefOoBaHMAX Y MaLUeHTOoB
C BocnanuTenbHbiMn 3aboneBaHusmn XKT oTmeuatoT-
CSl U3MEHEHUs B MOKPOTE: NOBbIWEHNe HeNnTpodunos,
303uHOGMNoB, T KNeToK. [JoKa3aHa 3aluTHas pob Mu-
Kpo6uoTbl KT 0T NHEeBMOKOKKOBOM MHAeKL N,

B HacTosllee Bpema paccMaTpuBaeTCA CoyeTaHHoe
nopaxeHusa XKT u pecnupatopHOro TpakTta, AeMOH-
CTPUPYA TAXENOEe U ANUTENbHOE TeUeHUe, BbICOKYIO Ya-
CTOTY XPOHM3ALMMN 1 OCNIOXKHEHMWIA.

KnuHuuecknii cnydai. MauneHT M 12 neT Ha npueme
y neauatpa C xanobamm Ha yacTble pecnupartopHble
BUPYCHblE UH(EKLMM: 33 NoCneaHmne 2 mecaua oTmeya-
nocb 7 annsopos OPBW.

13 aHamHe3a n3BecTHO: Pe6eHOK 0T 1 6epeMeHHOCTH,
1 husmonornuecknx poaos, 6e3 ocobeHHocTen. TpasMm,
onepauun He 6bi10. CeMenHbIN aHaMHe3 Mo annepru-
yeckum 3a6oneBaHUAM He OTATrOLWEH. lepeHeceHHble
MH(EKUNOHHbIe 3a60oneBaHusa: BeTpsAHan ocna 4 roga
Ha3ad. MMyHM3aLMa No HaLMOHANbHOMY KaneHAapio.
MoApOCTOK MPOXWBAET C POAMTENAMMU, HA BbIXOAHbIE
ye3xaeT K 6abylike. Hanmume JOMALWHNX XXUBOTHbIX OT-
puuaer.

ConyTcTBytolWas natonorus: nonnnHo3 (usetexue
6epesbl anpenb-man). BO3HNKHOBEHUE MEpPeKPecTHbIX
peakumMii Ha NulLeBble NPOAYKTbl He 0TMeYanochb. Y an-
nepronora 2 roga Hasag 6bina nposegeHa ACUT Tepa-
nus, Nocne NpoBeAEeHHOro NeYeHNst CTOMKas pemuccus.

Mo pe3ynbTaTam Na6opaTOPHON AWATHOCTUKK U OC-
MOTpa CneLnanncTos

1) AT K KancugHomy 6enky Bupyca InwTenH-bapp IgG,
AT K paHHUM 6enkam Bupyca InwTenH-bapp IgG, AT k
SAEPHOMY aHTUreHy BUpyca InwTenH-bapp 1gG — oT-
puLaTeNbHbIN.

2) ATy BITI 6 Tun IgG — 0TpULLATENbHDIA.

3) AT K uuTomeranosupycy I1gG — oTpuLaTeNbHbI.

4) OcmoTpeH NTOP-Bpauyom, NpoBe/ieHa OLEHKA COCTOoA-
HUS MUHAANWH, afleHOUAOB, NPUAATOUHbIX NONOCTEN
Hoca 1 6apabaHHON NepenoHKM. [InarHo3: 340poe.

5) MoceB €O CNM3MCTON 0BONOUKN 3€Ba M HOCA AN
OLLeHKM XapaKTepa MUKPOBHOro ner3axa — naToreH-
HOro PoCTa HeT.

6) MLP Ma3KoB CO CNU3MUCTON 06ONOUKM 3€Ba HA XNa-
MUANM, MUKONNA3My — OTPULLATENbHbIN.

7) Kan Ha a/r, npocTeiwmne, cockob Ha 3/6 — oTpuua-
TeNbHbI.

8) B OAK OTHOCUTENbHAA HENTPOMEHUS, NEAKONEHNS.

9) bblN HanNpaBneH K UMMYHOMOTY, HA UMMYHOMOTNYe-
CKoe 06cnefoBaHme.

10)bbina NpoBefeHa OLEHKAa UMMYHHOTO CTaTyca: neu-
KOLMTbI: B HOPME. JTuMoLNTbI: abCONOTHOE KoNnuye-
CTBO B HOpMe, OTHOCUTENbHOE KONTMYECTBO B HOpMe.
B-numdoumnTtbl: abConTHOE KONMMUECTBO B HOPME,
OTHOCMTENbHOE KONMYeCTBO B HopMe. T-numdoun-
Tbl: @BCONOTHOE KONUYECTBO B HOPME, OTHOCUTENb-
HOe KONMYyecTBO B HOpMe. T-xennepbl: abconoTHOE
KOMNYecTBO B HOpMe, OTHOCKUTE/NIbHOE KONMNYeCTBO B
HopMe. T-LMTOTOKCMYeCcKne nMMGOouUTb: abcontoT-
HOe KONMYeCTBO He3HauuTenbHO MOHMKEHO, OTHO-
CUTENbHOE KONMUYECTBO He3HAaUUTeNnbHO MOHMXKEHO.
O6wmit ypoBeHb IgA: Hopma. 06wWNiA ypoBeHb IgM:
Hopma. 061wmin ypoBeHb IgG: Hopma. IMmyHoperyns-
TOPHbIN UHAEKC N2 1: He3HAUNTENbHO NOBbILIEH.

1) ViHTepthepoHOBbIA CTAaTYC MOKa3an, 4YTo CHUKEHA
UyBCTBUTENbHOCTb K npenapatam NOH-anbda.
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Ha3HaueH npenapat “/lukonua” 1Mr. Kypcom Ha 10
AHeil. Ha hoHe npuema npenapata pe6eHok 10 AHen
He 6onen OPBW, nanee yactota pecnupaTopHbIX UH-
thekumn He cHu3mUnach (3a mecal 4 anusoaa), OPBU
CTanu CONpoBOXAATLCA 06CTPYKuuUamu. U3 Tepanum
ANUTENbHO NONMyYaeT aHTUTMCTAMUHHbIE NpenapaTbl
“3upTek” 1T. n HebynausepHyto Tepanuto “Mynbmu-
KopT”, 3a mMecAl, 2 pa3a nofyyan aHTubaKTepuanb-
Hyt0 Tepanuio.

12) OCMOTpEeH annepronorom, Ha3HaueHa KpoBb Ha na-
Henb NULLEBbIX aNNepPreHoB, HO CAaya aHann3a peko-
MeHJ0BaHa C cobnaeHnem 14 AHEBHOMO nepepbiBa
nocne NocnegHero npMema aHTUrMCTaMUHHBIX Npe-
napatoB.. K coxaneHuio, caaTb aHanm3 c CO6MI0AeHN-
€M [JaHHbIX YCIOBUI He YAANOCh.

13) Pe6eHOK OCMOTPEH 3HAOKPUHOMOrOM, NPOBeAeHa
nabopaTopHas AMArHOCTUKA FOPMOHOB WMTOBUAHON
Xenesbl, NOKa3aTenn COOTBETCTBYOT pethepeHCHbIM
3HAUEHUAM.

Moka Bencs AMarHOCTUYeCKUN Nouck, y 6abyliku
6blna ANArHOCTUPOBAHA I3BEHHAsA 60M1€3Hb, aCCOLN-
npoBaHHas ¢ H. pylori. B cBA3M ¢ uem pebeHKy 6bina
NpoBeAeHa ANArHOCTMKA Ha XennkobaTepunos.

Ha IV MaaCTpUXTCKOW cornacutenbHol KoHge-
peHuun Bo ONopeHLUN OCHOBHBIMU HEMHBA3MBHbIMY
MEeTOaMU, KOTOPbIe PEKOMEHAYIOTCS ANA CTpaTerum
«test-and-treat» («CKpUHUHT-NEUYEHNE»), NPU3HAHDI
ypeasHblil ibixaTeNbHbIA TECT U onpefeneHne aHTu-
reHa H. pylori B kane. [py npuMeHeHUM 3Kcnpecc-me-
TOAA C MUCNOMb30BAHNEM MOHOKNOHAMbHbIX aHTUTEN
B Kane o6HapyxeHo Helicobacter pilori, B cooTBeT-
CTBUU C POCCMIACKNMM CTaHAAPTaMU ANS JMATHOCTH-
KN XenumkobakTepmosa Heob6xoguMo WCMONb30BaTb
OQHOBPEMEHHO He MeHee 2 TeCTOB, NO3TOMY TAKXe
6blN CAAH ypeas3Hbln fblXaTeNbHbIM TECT, pe3ynbrart
KOTOPOro 6bln MONOXMTENbHbIA. MaUNeHT Xanob co
CTOPOHbI MNWLLEBAPUTENBHON CUCTEMbI He Npeab-
aBnan (6onn B XMBOTE, HApyLIEHUE anneTuTa; Anuc-
nenTuyeckme paccTpoiicTea). Mo AaHHbIM OCMOTPA,
nanbnawuun, NepKyccumn NULEeBapUTENbHON CUCTEMBI
NaToONOrnA He BbifBNEHA.

14) Manbuuk 6bi1 HaNpaBneH K racTPO3HTeposory, 6bina
Ha3HauYeHa aHTUXeNNKobaKTepHas Tepanus, cornac-
HO pekomeHgauuam akcneptos ESPGHAN 2016 npwu
«CNYy4YanHOM» 06HapYXeHUn Hp n OTCYTCTBUM A3BEH-
HO 6one3Hu. Yepe3 4 Heaenu nocne NpPoBeAeHHON
Tepanum 0TMeYanocCb OTCYTCTBME AHTUIEeHA K Xenu-
KobaKTepy, uTo roBopuT 06 apagnkauum Helicobacter
pylori.

Y NoApoCTKa CHM3MNACh YacToTa W TSHKECTb pecnu-
paTopHbIX MHQEKUUN, KOTOpble COCTaBMAM B Nepuoj

HabnwaeHnsa 3a rog — 3 anu3ofa.

B OAK — HopmanusoBsanucb nokasarenu (Heitpone-
HUA, NeKoneHus).

[laHHbIA KNUHUYECKMIA CRyyaln NOATBEPXKAAET BaX-
HOCTb B NPaKTMKe Bpaya-neanaTpa CBOEBPEMEHHON Au-
arHoCTMKN 3TMONOMN MMMYHOAEDULNTHBIX COCTOSIHUIA.
B TOM uncne, He cnefyeT UCKMOYaTb UMMYHOCYNpPeCcCuB-
HOFO BANAHMA XeNNKO6AKTEPNO3a, NPM HaNNYMn Nono-
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XUTENbHOIO CeMenHoro aHamHe3a Helicobacter pilori.

Bbllue M3M0XeHHOE MO3BONAET PEKOMEHA0BaTh
BK/IOUMTb B AUArHOCTMUECKMI MOMUCK Y YaCTO 6ONEIOLMX
AeTel C NONOXNTENbHbIM CEMEHbIM aHaMHe30M no HP
NoMMMO OMnpeaeneHns MapKkepoB ONMOPTYHUCTUYECKUX
NHDEKLMNA, Napa3uTapHbIX NOPaXEHUN, NATONOTUM WU-
TOBUAHOW Xene3bl, annepruu NpoBeAeHne CeayoLnx
HEe WHBA3WUBHbIX METOAMK: C-ypeasHoro [blxaTeNbHOro
TecTa U UMMYHO(EPMeHTHOrO onpeaeneHns aHTUreHa
HP B Kane MMMyHO(EPMEHTHbIM METOOM C MOHOKNO-
HaNbHbIMM aHTUTENAMM.

CNYYAMHOE OBHAPY)XEHUE
bONNE3HU BUNNEBPAHAA B XOAE
HPEAOHEPAI.I,I/IOHHOVI NOAIroOTOBKU
Casuukasa M.B., Fapranosin M.A.

HayuHbili pykosodumens:
K.M.H., doyenm JlapuHa /1.E.

PHUMY um. H.W. Mnuporosa M3 PO
Kathenpa nponenesTuky feTckux 6onesHen N
Mopo3sosckasa AMKb 13M

Bonesub hoH Bunnebpanaa (BB) npeactasnser co-
60N HACNefCTBEHHOE HapylleHWe CBepPTbIBAeMOCTU
KPOBMU, BbI3BAHHOE AeULUTOM UIKn AUCPHYHKLUMEN thak-
Topa thoH Bunne6bpaxaa (OB), 6enka nnasmbl, KOTOPbINA
onocpeayeT HauyanbHyK afresn TPOMOOLMTOB B Me-
CTax NOBPEXAEHNS COCYA0B, @ TAKXKe CBA3bIBAET U CTa-
6unnsnpyet daktop ceepTbiBaHus kposu VIII. (FVIII) B
obpauieHun. CylwecTByeT HECKONbKO TUNOB BB, koTopble
3HAUUTENbHO PA3NNYANTCA MeXAY CO60M KaK No Knu-
HUYECKMM NPOABMEHNSM, TaK 1 N0 N1abOPaTOPHbLIM NpU-
3HaKaMm.

Manbuuk C., 7 mecsiLes

N3 aHamHe3a KM3BeCcTHO, uTo B (heBpane 2021 roga
Oblfl OMepupoBaH No NOBOAY HWU3KOW KMLWEYHOW He-
MPOXOAMMOCTH, 6bina BbiBefeHa curmoctoma. Mpu
JlanbHenwem obcnefoBaHun 6bin BbiABMAEH araHrnmos
TONCTON KWUWKKM, U pebeHKy Obli BbICTABMEH AKWArHO3
6one3Hb MpwnpyHra.

Hactosiwaa rocnutanusaums ot 20.09.2021 Hocuna
MNaHOBbLIM XapakTep ANA MPOBefleHMs OnepaTUBHOIO
neyeHnst B 06beme KOppeKLUW NOpPoKa pasBuTus Ton-
CTOW KWWKKW. Mpn NOCTYNNEHUN Xanob He 0TMeYanoch,
Mo OpraHam u cutemam 6e3 NaTonoruu.

[pn noAroToBKe K onepaTUBHOMY BMeLLATENbCTBY
6bIN0 BbIABMEHO OTK/IOHEHME B KOArynorpamme, 3aknio-
yaslleecq B yanuHeHun AYTB po 44,5 ¢, B CBA3K C uem
pebeHKy 6bi10 NPOBEAEHO pacCIMPEHHOe remaTonoru-
yeckoe o6cneoBaHue: TeCTbl Ha aHTureH ®B, puctoue-
TUH-KO(AKTOPHYI aKTUBHOCTb, aKTUBHOCTb (PaKTOPOB
cseptbiBaHua VI, IX, XI, XIl. MonyyeHHble pe3ynbratbl
CBUAETENbCTBOBANMN O CHWKEHUM aKTUBHOCTU OB 1 ero
KOHLEHTpaLum B nnasme. Takum 06pasom, pebeHKy Bbl-
CTaBuUnW AnarHo3 6onesHb BunnebpaHga v HasHauunu
neyeHune npenapatom gakTopa cseptbiBaHua Vil ¢ co-
nepxanuem OB.



[lanee pebeHKy 6bin0 NPOBEAEHO XMPYPruyeckoe
neueHue no nosofy 6onesHn MipwnpyHra. Mocneone-
PALMOHHBIA Nepuoj npoTekan 6e3 0CNOXHEHWIA, U pe-
6€eHOK 6bIn BbINMCAH U3 CTaLMOHapa nog HabnwaeHue
XMpypra U remaToniora no MecTy XWTefbCTBa. Takxke
6bl1a pekoMeHAO0BaHa NOBTOPHaA MHAY3KUA npenapa-
Tom (hakTopa cBepTbiBaHmua VIl c cogepxaHuem OB.

PaccMOTPEHHDbIN KAWHWYECKUA CNydYaild AeMOHCTPU-
pyeT BXHOCTb MCCNEeJ0BaHUA NapamMeTpoB remocTasa
nepen onepaTUBHLIM BMELIATENbCTBOM, TaK KaK UMEHHO
W3MeHeHUs B Koarynorpamme nomMoriu 3anofo3puTb u-
arHo3 1 NpeaoTBPaTUTb OCMIOXHEHUS B X0 onepawuu.

OCOBEHHOCTU TEYEHNA OCTEOMUME/INTA:
OT OJIEFMOHDI A0 CENCUCA YV AEBOYKU
14 NET
Xyaaposa K.M., O3eposa E.C., icaesa [1.A.

HayuHbili pykoeodumens:
K.M.H., doyeHm JlapuHa J1.E.

BO PHMY um. H.W. Muporosa M3 PO
Kathenpa nponeneBTuky aeTckux 6onesren NG

BeepneHue.

OcTeomuenuT — 370 NporpeccupymLLee MHPEKLUoH-
Hoe 3aboneBaHune KOCTW, NPUBOASALLEE K BOCNANEHUID,
AEeCTPYKUMM, HEKPO3y M 06pa30oBaHMI0 HOBbIX OCCU-
DULNPYIOLWMXCA CTPYKTYP, UTO B AANbHENLIEM MOXET
nepexoanTb B XPOHMUecKylo (opmy. YnomuHaHue 06
ocTeoMuenuTe ecTb ele B TpakTarax, HanuCaHHbIX
mexay 2500-3000 rr. 1O H.3., HO HECMOTPSA Ha pa3BuUTue
MeAULMHbI B Halle Bpems, BOSHUKHOBEHUE XNU3HeYyrpo-
KAKOLWNX OCNOXHEHWI BCe ele BO3MOXHO. TakK, 0CTpbli
remaToreHHblii ocTeomuennuT coctasnseTt 6,0-12,2%
FHOMHO-BOCMANMUTENbHbBIX NATONOMUN U ABNAETCA TAXKE-
NbIM 1 AONTO NPOTEKAKLWNUM 3a601eBaHNAM, NPUBOLA-
WUMK K MHBANMAn3aLum okono 55 % naumeHToB.

Llenb: onucatb KNMHUYECKUI CRyYaid TAXENOro Teue-
HMe OCTPOro remMaTOreHHOro OCTeOMMUenuTa CenTUKo-
nuemuyeckon opmol.

KnuHuueckun cnyyvait:

MauuwenTka M. noctynuna 8 MANKb 15.12.2023 roga
C Xanobamn Ha 60/1€3HEHHOCTb, TMNEPeMUID U runep-
TEpMUI0O B 0611aCTM NPaBOro rofIeHOCTONHOMO CYCTaBa,
CO C/I0B MaMbl 2 AAHA Ha3aj 6bi10 MOBbIWEHME Temne-
patypbl Tena fo 39,4°C. Mo gaHHbiM KT n Y3W, npo-
BEAEHHbIX NPW MOCTYN/IEHUN, OTMEYEHbl MPU3HAKM
OTEYHO-WH(UNLTPATUBHBIX U3MEHEHMI NPABOro rone-
HOCTOMHOro cyctaBa, No MPT BbiSiBieH OTeK KOCTHOro
MO3ra BTOPOIA NMOCHEBOW KOCTM CMpaBa, BbIPaXeHHblid
OTEK MATKMX TKaHeWl npaBoi CToMbl. Yepes ABOe CYTOK
nocne rocnuTanu3auun B XUPYpruyeckoe OTAeNeHune
nossunucb 6onn B nesom begpe. MposBeaeHa ocTeo-
nepcdopauns BTOPOW MAOCHEBOW KOCTU NpaBOW CTO-
Mbl, NapaoccanbHO MOMYYEHO THOWHOE OTAensemoe,
YCTAHOB/IEHbl [pPEeHAXM, B3AT 6AKTEPMONOrnyecKni
noces. MocneonepauyuoHHbIlA AMarHo3 — «OCTpbIA re-
MaTOreHHbIn ocTeommenut Il NIOCHEBOW KOCTU npa-

Bon cTonbl. CenTukonuemuyeckas opma. @nermoHa
MAFKWUX TKaHel npaBoW CTOMbl». Ha cnefytowme cyTku
nporpeccMpoBanit Mapkepbl BOCNaneHus, MPU3HAKN
NneyeHoYHo-NoveyHon HepocratouHoctu (CPB 305,8
ME/mn, nelikounto3s 36,41x10° runep6bunnpybuHe-
MUS — 06WMA 6UAMPY6UH KPOBM 83,7 MKMONb/N, MO-
ueBMHa 20,85 MMonb/n, KpeaTUHUH 1149 MKMONb/N).
MNaumeHT nepesefeH B OPUT. 3a Bpems npebbiBaHus B
OTAENEHNN NPOrpeccupoBanyt MPU3HAKW MONUOPraH-
HOW Hel0CTaTOUHOCTK, B KPOBM BbisiBneHbl IHK Bupyca
3nwTenH-bapp, NOBbIWEHHbIA TUTP aHTUCTPENTONMU3M-
Ha-O (MaKkcMManbHble 3HaueHusa 1661,2 ME/mn), Tpom-
6ounToneHns, BTOPUYHASA KOArynonatusi — CHUKXeHne
aHTUTpoM6uMHA Ill m npoTenHa C, B Ma3ke U3 CNU3UCTON
3eBa — Candida dubliniensis. B TeueHne gByx mecaues
C MOMEHTA NpoBefeHus ocTeonepdopayun 66110 Npo-
BEAEHO 5 CaHaLWi WU APEHNPOBAHMIA THOWHbBIX OYaroB.
Mocne ctabunu3sauum coctoaHua 01.01.2023 roaga nauu-
€HTKa nepeBefileHa B XUPYypruyeckoe oTaeneHue B CBA-
31 C yMEHbLUEHNEeM MapKepoB BOCNANEHUS, NOKANbHOMO
oTeka B 06/1aCTV roNeHOCTOMHbIX CYyCTaBoB. Ho cocTos-
HWE OLEHNBAETCA KAK TAXENO0e B CBA3M C NPUCOEJNHUB-
wumcs acuumtom nesoro 6eapa, HemponaTuen mano-
6epLoBOro Hepaa.

3aKnwueHne:

Takum o6pa3om, cenTukonuemuueckas opma
OCTPOro remMaTOreHHOro OCTeOMMeNuTa y feTeil ABNA-
eTCs TAXKENbIM NPOABNEHNEM FTHOMHOW XMPYPruyeckon
UHdeKUnn, Tpebylollen paHHENn AMAarHOCTUKKM, HeoT-
NOXHOWN 1 PALIMOHANbHOW XMPYPrUUeCcKon TaKTUKK, ANs
NpeaoTBpaLLEeHUs OCOXHEHUA U AOCTIKEHUS MOMOXKM-
TeNbHOro ucxofa. Ho Kak BUAHO U3 JAHHOIO KNAUHMUE-
CKOTrO Cnyvas, faxe paHHee obpalieHue 3a NOMOLLbIO
11 CBOEBPEMEHHO HauaToe fieueHmne He Bceraa sBnaoTCs
rapaHTamu 6bICTPOro BbI310POBNEHNS.

TPYAHOCTU AUATHOCTUKMN
3TUONOrNMN OCTPOI MEYEHOUYHOM
HEJOCTATOYHOCTW Y PEBEHKA 6 NET
l'ycesa E.B., l'yces [1.B., KynaruH A.C.

HayuHbiii pykosodumernb:
K.M.H., doyeHm flapuHa /.E.

PHAMY um. H.W. Tinporosa M3 PO
Kacheapa nponeneBTuky feTckux 6onesmnen N

BeefeHne. OcTpas neyeHOYHAs HEAROCTATOUYHOCTb
B JETCKOM BO3pacTe fBNAETCA PeAKOW, HO CepbE3HOM
NaToNOrNen C MACCUBHBIM U BbICTPbIM NMOBPEXAEHNEM
renatouutos. CBOeBpPeMeHHbIe IUArHOCTUKA U NeveHmne
MOMOTaKT 136exaTb TPAHCMNAHTALUMN MEYEHN U CMep-
M naumeHTta. Ho B 18-47% cnyyaeB NpUUMHY OCTPOM
MeYeHOUYHOMN HeJOCTAaTOYHOCTN YCTAHOBMUTD He YAaeTCA.

KnuHuuecknin cnyuan: Pe6EHOK 6 net 22.11.22 no-
ctynun 8 OPUT. CornacHO aHamHeCTUYECKUM LaHHbIM,
16.11.22 y manbynka oTMmeyanacb pBoTa nocne npue-
MOB MULLM, XXUAKOTO CTYNa U BbICOKOW TemnepaTypbl He
6bin0. ¢ 20.11.22 pe6EHOK CTan OTKa3biBaTbCA OT efpbl,
CTan 60nblie NWUTb, MEHbLIE MOYMACA — MOYya 6bina
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cBeTnas. 22.11.22 ¢ yTpa Manbyuk NPOCHYNCA BSNbIN,
BCTA/l HA HOTW 1 yNan c BbICOTbl CBOEr0 pOCTa, CO3Ha-
HWe He NoTepsan, CyAopor He 6bino. OTMeyanuch 6onm
B HOrax, He MoOr XxoAuTb. XpOHWUYECKUX 3aboneBaHuil
1 OTATOLWEHHOI HAacNeACTBEHHOCTW HeT. Bble3a 3a npe-
aenbl MockBbl U PO, KOHTAKT € MHGEKLUMOHHbIMI 60Nb-
HbIMW MW HOCUTENAMM, UBOTHBIMK, YKYCbl HACEKOMbIX,
KynaHue B OTKPbITbIX BOAOEMAx U ynoTpebneHue He-
KUNAYEHOW BOAbI, MUTaHWE B O6LIECTBEHHbIX MeCTax,
MeAWNLUUHCKMEe MAHMNYAALUUN Y NauUeHTa OTCYTCTBYIOT.
Mpwn noctynnenun B OPUT cocTosiHne manbumka 6biio
TSAXKENbIM: NONOXEHWE NACCUBHOE, NPUCYTCTBOBANA ibl-
xaTeNbHas HeA0CTaTOUHOCTb 01 CTeNeHU, MbILIEYHbIN
TOHYC 6blfl CHWXEH, BbIpaXXE€HHbI 60NEBON CUHAPOM B
KOHEUHOCTAX, renatocnneHomeranus. bbinu BbiBNEHDI:
neyéHouHas HegoctatouHocTb (ANT — 834 EA/n; ACT —
3108 Ef/n), 0CTpOe noBpexieHune noyek — asoTemus
(MoueBuHa — 10,51 MMonb/n, MoueBas Kucnorta — 672,7
MKMonb/n), pabaomuonus (NAr — 6093 Ef/n, KOK —
200033 E[1/n), BbIpaXKeHHbIN NENKOLUTO3 CO CABUrOM
sneso (WBC — 73,60 10"9/n, NEUT% — 84,5; NEUT# —
62,14 10"9/n). Mo ganHbIM KLLC — NeKOMNEeHCUPOBAHHbIiA
MeTabonnyecknn auuaos, runepKanuemns, rmnokanb-
umemus. AHTUTena/aHturedbl HIV, aHtureHol HBs, aHTu-
Tena K Treponema pallidum — He o6HapyxeHbl. Mauu-
eHTY 6b1n0 NpoBefeHo Y3 opraHoB 6pIoLHON NONOCTH:
He3HauuTenbHoe YyBenMYeHWe JNUHENHbIX pPa3MepoB
neyeHu, ceneseHKn U NOLXKeNyLoUHON XKenesbl, AHa-
MUYEeCKoe HapylleHue KULeYHWKa, Me3eHTepuanbHas
numdageHonaTtusa, ymepeHHoe auddysHoe nameHeHue
napeHxmmbl nouek. Manbumky 6bina HayaTa remogma-
dunsTpauus, WHdy3MoHHasA, aHTUbakTepuanbHas Te-
panus (MeponeHem, BaHKOMULMH).

MaumeHT 6bin NPOKOHCYNLTUPOBAH MHOTUMMN Y3KUMU
cneuuanncTami: nNo pesynbraTaMm O0CMOTPA [laHHbIX 3a
HeMpoMH(EKLMUID He 6bino; CONYTCTBYIOWMNA [NATHO3
pe6éHka ([BYCTOPOHHUA TalkMOPOITMOMANT) He 06y-
CNaBNUBan TAXECTb TeUEeHMA OCHOBHOro 3abonesa-
HUS; nofo3peHne Ha 6one3Hb BunbcoHa-KoHoBanosa,
KOTOpas No3xe He MOATBEpAMNAch (aHann3 KPoBM Ha
Lepynonnasmud ot 28.11.22 — Hopma). Mo3xe, npu no-
BTOPHOW KOHCYNbTaLUM BPaUOM-HEBPO/OroM, BbiSIBMEH
MEHUHTeanbHbli CUHAPOM (PUTNMAHOCTb 3aTbINOYUHbBIX
MbilLL). BbinM Ha3HaueHbl NobManbHasa NyHKuua (aHa-
N3 CMUHHOMO3TOBON XUAKOCTU OT 23.11.22 — Hopma),
MUP-TecT Ha Bupychl (COVID-19, Adenovirus, Rotavirus,
Cytomegalovirus, Epstein-Barr virus, Influenza virus A,
B, A HIN1, Herpes simplex virus 1,2,6 — He 06Hapyxe-
Hbl). ManbumKy Takxe BbIMOMHUAN TOKCUKONOrMYECKne
TecTbl, KOTOpble OKa3anucb OTpuuaTeNbHbIMK. bbina
npousBefeHa NyHKLMOHHAsA GUONCMS KOCTHOrO MO3ra
AN UCKMOYEHMA HEONNACTUYECKNX NPUYUH U BO3MOX-
HOCTU Ha3HAUYeHWA FMIKOKOPTUKOCTepouaoB (natono-
rMyW NO JaHHbIM MOAYYEHHOW NO3XKe MUeNorpammbl He
BbISIB/EHO).

Mpu noBTOpHOM 06CNeAOBaHUM NaLMeHTa Nanbnu-
poBanca Kpai neuexn (2 cm), nanbNMpoBanca Kpai ce-
Ne3eHKN, XMBOT OblNl MATKWUIA, 6ONE3HEHHbI B BEPXHMX
otaenax. CTyn 3enéHbliid, KawuueobpasHbin. Mocne no-
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MbITK KOPMNEHUS Waaauen ueTon — 60nb B XUBOTe
CXBaTKOO6Pa3HOro xapakTepa. MosBunacb NaCTO3HOCTb
roneHen, BeK. BNaXHOCTb KOXM 6blla MOHWKEHA, CN-
31CTble NONOCTK pTa cyxue. PebEHKY 6bina NpoBeaeHa
peHTreHorpadms KoNeHHbIX CYCTaBOB, KOCTeW rofeHun
1 6eAPEHHbIX KOCTEW ANd UCKMIOUEHUS ayTOUMMYHHOW
naronoruu (NaTonorua no AaHHbIM PEHTreHOrpamMmbl He
BbIABNEHA). [IONONHUTENbHO 6bIN HA3HAUEHbI aLeTu-
LIMCTENH U TNIOKOKOPTUKOCTEPOUabl: METUANPEAHU30-
NOH, a € 08.12.22 — npefHU30M0H.

B AnHamuke, Ha hoHE NPOBOAMMON TEpPANUN — CHM-
XeHue nokasarteneu AT, ACT, NIAT, KOK, Ha doHe 3a-
MECTUTENbHOMN MOYeYHOW Tepanum — aHemus, TPOM60-
umtTonenms. Takxe y nauueHTa MOSBUNUCL NPU3HAKW
acuuTa, ruapoTopakca. HasHaueHbl auypeTuku (cnupo-
HONAKTOH, (hypocemua). YUnTbiBass paHee nonyyeHHble
QaHHble, B JaHHbIN MOMEHT NPoBOAMTCA AnddepeHLu-
anbHas ANArHOCTMKA MeXny TOKCMYECKUM MOpaxeHu-
€M MeYeHW U HaACNeACTBEHHbIMU 60ne3HAMKU 06MeHa
(nopchupms). c yueTom coxpaHeHus BbicoKoit KDK 6bino
Ha3HauyeHo nposegeHne IHMI C uUenbl0 MCKNIOYEHUA
HepPBHO-MblleYHOro 3aboneBanus. Mo pesynbratam —
NepBUYHO-MbILLIEYHbIE W3MEHEHUs, ABAAIOTCS pe3ynb-
TaTOM nepeHeceHHoro 3aboneeanus. KoOHTponb yepes
6 mecsLes.

Manbuunk 6bin HanpaBneH Ha KOHCYNbTaLUIo TeHeTu-
Ka: No pesynbTaTam TaHAEMHOW Macc-CNeKTPOMETPUK
HapylweHNs 6eTa-OKMCNEHUS XUPHbIX KNCOT He BbisB-
neHo, anbda-1-aHTUTPUNCUH, aKTUBHOCTb NIN30COMHON
KWCNoi nunasbl B HOpMe. Ha3HauYeHo: CKPUHUHI-TECTbI
Ha NM30COMHbIe 60NEe3HN HAKOMNEHUs, MOBTOPHAN KOH-
CyNnbTauys reHeTuKa.

Ha MOMEHT BbINMUCKK COCTOSAHUE pe6eHKa CTabubHoO.

3akntoueHne. OnpefeneHne 3TUONOTMM OCTPOM Ne-
UEHOYHOM HEefOCTAaTOUHOCTW y AeTel U3-3a 06LWMP-
HOCTW TNPUYUH, BbI3bIBAKOWMX [AHHYIO NATONOrUIO,
M HeOOXOAWMOCTU CMEeLUanbHbIX UCCNeA0BAHNNA, He
MPOBOAAWMXCA PYTUHHO, Bbi3biBAET HONbWME TPYAHO-
CTH U TpebyeT K cebe MynbTUAMCLUNIMHAPHOIO NOAX0-
[la B AMArHOCTUKe.

TPYAHOCTU AUATHOCTUKI
NAPOKCU3MA/NbHO HOYHOM
FEMOrNOBUHYPUU, ACCOLIMUPOBAHHOMN
C ANNACTUYECKOWN AHEMUERN
Wnnyesa LI, Tanu3oBa X.A.

HayuHbiii pykosodumernb:

K.M.H., doyenm JlapuHa /1.E.

PHAMY um. H.1. TIuporosa M3 PO
Kathenpa nponenesTuku aetckux 6onesnen NO
Mopo3sosckasa AMKb 13M

Mapokcn3manbHas HOYHAA remornobuHypus — 3T0
3ab6oneBaHue, 06yCNOBNEHHOE MPUOOPETEHHbIM KO-
HafbHbIM MOPAXEHUEeM TemMOMno3TUYECKUX KIEeTOK,
CBSI3aHHbIM C MOBbILIEHHOW UYBCTBUTENbHOCTbIO Kne-
TOK K/IOHA K KOMMNOHeHTam KomnnemeHTa. MHI moxert



HOCUTb KaK CaMOCTOSTENbHbIN XapaKTep, Tak M 6biTb
OJHAM U3 MPOSBMEHUA KOCTHOMO3rOBOW HeA0CTaTou-
HOCTM HapAgy C Apyrumu 3ab6oneBaHusAMU, B YaCTHO-
CTW — C annacTMYeckon aHemmen. B nocnegHem cnyyae
AmarHoctuka MHI 3aTpygHaeTcs, Tak Kak no pesynbra-
TaMm pYTUHHbIX N1abOPaTOPHbIX METOA0B 06CNEA0BaAHUA
annacTnyeckas aHeMus «BbIXOAWUT HA NEPBbIN NNaH», B
TO Bpems Kak IMHI gnarHocTmpyeTtcs Ha OTHOCUTENbHO
MO3JHMX 3Tanax TeyeHus, TaK KaK 4yacTo pa3BUBaETCA
MOCTENEeHHO.

NauneHTka N. (nata poxaexus 27.07.2006, NOMHbIX
net — 16) 07.03.23r NOBTOPHO MOCTYNUMA B remMaTono-
rnyeckoe otaeneHne MArKb B nnaHoBom nopsagke c pa-
Hee BepUdMLNPOBAHHbIM ANAarHo30M — AnfacTuyeckas
aHemus, HeTshxénaa dopma, MH-knoH (D61.3). Co cnos
AEBOYKM, B MIOHe 20221 OHa ynana B 06MOPOK Ha ynuue;
B cepeaunHe 2022r Ha HWKHUX KOHEYHOCTAX CTanu no-
ABNATbCA CMOHTAHHbIE 3KXMMO3bl. 19-20.07.2022 6binu
ClaHbl 06N N BUOXUMUYECKNI aHANU3 KPOBM NO Me-
CTY XWUTeNbCTBa: TPOMBOLMTLI 141 TbIC/MKN, remorno-
6uH 105 r/n, NelKkounTbl 4.5 TbiC/MKN, CbIBOPOTOUHOE
wene3o — 8.33 mkmonb/n. B gunamuke B OAK n BAK ot
11.08.22 remorno6un — 99 r/n, Tpom6oLUTEl — 82 Thic/
MKN, NenkoumuTbl 3.9 Thic/MKn, depputun — 13 mMKr/n,
CHUXEeHWe BUTaMUHA [l Ao 21.5 Hr/mn. ¢ 18.08.22 B Te-
ueHue 5 fHen npuHumana Copbudep Aypynec no 1 Ta-
6neTKe B AeHb, BUTaMKH [l. C Lenblo JoobcnesoBaHNA
6bina rocnutanu3mposaHa 29.08-09.09.22 8 MArKb; so
BPeMs AaHHOW rocnuTanu3aunm 610 BbISBNEHO HOCK-
TenbctBo MHI-knoHa cpeawn 3puTtpoumnToB — 8.2%, cpe-
Aun rpaHynounTtos — 15.98%, cpeamn MoHOLUTOB — 33.54%
(meTopom npoTouHON uMTOoMeTpuu, 06.09.22r), a Takxe
YyCTaHOBNEHbI Cnefyoune W3MeHeHUA: Mo pesynbTa-
TaM uuToxmmuyeckoro uccnegosaHusa KKM ot 06.09.22r
BbIIBNEHbl CY)XEHWe TpaHynouuTapHoro, pacwmpe-
HWEe MOHOLMTAPHOrO, pa3gpaXkeHne NMMdOLMTapHOro
W paclimpeHne 3puUTPOULHOTO POCTKOB KPOBETBOpE-
HWUA, AN33pUTPONo3I3 — 16% (thparmeHTauma agep, He-
POBHbIN KOHTYP siAEPHOI MeMbpaHbl). Takum 06pa3om,
6bin BepUULMPOBaAH ANArHo3 AniacTnyeckas aHemus,
accoummpoBaHHas c lMHI-knoHom, pekomeHAoBaHa ro-
CnuTanu3auns B OHKOremaTONOrMyecKoe oOTAeneHue.
13.09-02.10.22 naumeHTKa Haxoaunacb B OHKOremaro-
normyecKkom otaeneHmn. Ha ocHoBaHUK NPOBEJEHHOTO
nccnefoBaHMs NOATBEPXAEH AMArHo3 Annactuueckas
aHemus, HeTsxenas ¢opma, Hanuume MHI-KNOHa, HO
OT TapreTHOW M WMMYHOCYNPeCCMBHOW Tepanuu pe-
WWEeHO BO3JepXaTbCA B CUY OTCYTCTBMA TpaHcdy3u-
OHHOI 3aBUCUMOCTU U KNMHUUECKUX nposBaeHun MHT.
PeKoMeHA0BAHO MHaMNUUecKoe HabnaeHe 1 NNaHo-
Baf rocnutanusaumsa B remaTtoniornyeckoe oTaesnieHue.
B HacTosuyo rocnutanusaumio (c 07.03.23r), B xoge
KOHTPONbHOr0 06CnefoBaHMA MeTOAOM MPOTOUYHON
umtomeTpum ot 09.03.23r 6b110 3apErncTPMPOBAHO Ha-
pacTaHue NPOLEHTHOro noka3sarens knetok MHI-knoHa:
MHI-kNoH cpeaun 3puTtpoumToB coctasun 10.3%, cpean
rpaHynoumToB — 20.52%, cpeanm MOHOUUTOB — 42.04%.
Kpome TOro, NnpucyTCTBYIOT KNWHUYECKUE NpOoABNeHus
MHI — debpunbHan nuxopagka M TPOMOOLMTONEHMA
(TpomM6OLMTBI CHUXeEHbI 10 36 Tbic/MKN). femopparuye-

CKWUI CMHOPOM MpPW 3TOM OTCYTCTBYET, UTO MO3BONSET
BO3/1€PXaTbCs OT MPOBEAEHUS 3aMECTUTENbHON TPAHC-
(DY3NOHHHOW TEpanuu.

B HacToduwee BpemsA nauuWeHTKa NpoAo/KaeT Ha-
61104aTbCA B YCNOBUAX FEMATONOMMYECKOTO OTAENEHMA.
OAHMM U3 pPacCMATPUBAEMbIX MYyTeil NeYeHns ABnaeTcs
TapretHas Tepanua 3Kynusymabom (Inusapus) — npe-
MapaToM MOHOK/OHAMbHOIO aHTUTENa — MHrnbuTopa
C5-KOMMOHeHTa KoMnnemeHTa. [laHHas Tepanus éyaet
HanpaBefieHa Ha nmpekpalieHne nponudepaunn KneTok
MHI-KNoHa 3pMTPOLMTAPHOTO U NEeNKOLMTAPHOTO paaa.

3akntoueHune. MapokcuamanbHas HOYHas remornobu-
Hypus — 3abonesaHue, umeroLLee TEHAEHLMIO K CKPbl-
TOMY TEUEHMIO U NOCTENEHHOMY Pa3BUTUI, CMOCOBHOE
nopaaTb Cpa3y HeCKOSIbKO POCTKOB reMono3TuYecKunx
KNEeTOK, pa3BMBATbCA BKYMNe C APYrMMM 3a60/1eBaHNAMN
CUCTEeMbl KDOBETBOPEHUA, MHOTAA «CKPbIBAACHY 3@ CUM-
nToMaMn nocnefHux. IMeHHo no 3Toi NpuUnNHe BaxHa
paHHAA AMArHOCTUKA, HAbMAeHNe TaKUX NaLUeHTOB,
KOHTpOnb nponudepaunn knetok MHM-kNoHa u, B cny-
yae HeobxoaMMOCTY, NPOBeAEHNE TAPreTHON Tepanuu,
B TOM yucne — npenapaTamm MOHOK/IOHaNbHbIX AT,

KNUHWYECKNI CNYYAIR
HEMPOrEHHOIN KPOBOTOUYMBOCTU
V IEBOYKUN-NOAPOCTKA
A6pamosa B.O., bonoTtuHa E.A., BeHuenb [1.K.

HayuHbili pykoeodumenb:
K.M.H., doyeum J/lapuHa /1.E.

PHUMY nm. H.W. Muporosa M3 PO
Kathenpa nponeaeBTuky getckux 6onesHen N

B HacTosLLee Bpemsi 3yyeHne cCOMaTO(hOPMHBbIX pac-
CTPOWCTB Yy AieTen NpefcTaBnseT 0Cobbln NHTEpeC aAns
uccneposatenen. ComatoopmHble paccTpoiicTBa —
rpynna ncuxoreHHbIx 3aboneBaHniA, No CUMNTOMaM Ha-
MOMMHAKLWMX cCOMaTUueckoe 3abonesanue. Mpu aTom y
nauueHTa HabnwoaawTca Hecneynduueckne QyHKLUO-
HanbHble HapylueHNs, a Mopdonoruyecke NPosiBNEHNS
naToNornm OTCYTCTBYIOT. XPOHUUECKOEe (NyKTynpyto-
Lee TeueHne 3a60neBaHNA YXYAWAET KAYeCTBO XU3HN
nauneHTta. bonbHbie COP umetoT 60nee BbICOKME MOKa-
3aTenu no WKanam TPeBory, CTPafjaT OT Takux siBne-
HWi, KaK KaTacTpodu3aums, hMKCaLMA Ha HeraTUBHbIX
nepexuBaHusx, TenecHas cnabocTb. [Ans nauueHToB
C 3TUM ANArHO30M, 0CO6EHHO ANs AeTen U NOAPOCTKOB,
upe3BblYaNHO BaXKHa colManbHas agantauuma. Cornac-
HO uccnepoBaHuto K.®. MupaksH ot 2022 roga Ha 6ase
061acTHOW AETCKON KNUHUYECKON 60NbHULbI U CPEAHMX
obpa3oBaTtenbHbix wkon N227 u N244 r. Kypcka y 18%
NoAPOCTKOB C NOATBEPXKAEHHLIM ANArHO30M KCUHAPOM
BEreTaTMBHON [AMCHYHKLUMNY 6biN BbISIBNEH HU3KUIA
YPOBEHb COLMANbHO-NCUXONOTMYECKOn afanTaLum. B 1o
Xe Bpemsl, Kak cpefiu 3[10pOBbIX 06CNe0BaHHbIX AeTel
nokasaTenu agantauun 61 B Hopme.

KnuHuuecknin cnyyan. fleBouka, 17 net v 2 mecaua,
noctynuna 15.02.2023 8 MAKbB ¢ xanobamu Ha cnaboCTb,
rONOBOKPY)XXEHMS,, KPOBOTEUEHUSA U3 HOCA W rnas, 06-
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MOPOK. [0 HacTosALLeN rocnUTann3aLum, co CNoB nauu-
€HTKM, OTMeYanucb CNOHTAHHblIe KPOBOTEUEHUA U3 HOCa
W rnas, He CBA3aHHble C MOAbEMAMM ApPTEPUANbHOMO
[aBMeHNA N MEHCTPyanbHbIM LUKNOM. B nocnegHue 6
MecALeB NOSABUANCD Xanobbl HA CUHAKK N0 BCEMY Teny.
Pe6EHOK MPOKOHCYNLTUPOBAH remaTonorom B LeHTpe
um. [l. PoraueBa, BbiCTaBneH AMArHo3: remopparuye-
CKOe COCTOAHNe HeyTouHeHHoe. 15.02.23 rocnuTanu3un-
poBaHa B oTaeneHue Hesponorun MAKB. Mpu obuwem
OCMOTpE NaToNOrni He BbIABNIEHO, FeMopparum 1 3KXu-
MO3bl HA Tene OTCYTCTBOBANW. Mo pesynsraTam UHCTPY-
MeHTanbHoro o6cnenosanusa (Y3U 6paxuouedanbHbix
apTepuid, IKT, 33r) BbiABNEHA Murpauua sogutensa put-
Ma W nepuopamyeckas 6pagukapaus. LONONHUTENbHO
6bina NpoBefeHa KOHCYNbTaLMUA Bpaua-oTanbmMonora,
NaTonoruii He BbiIBNEHO, 3NW30A0B remMaToNakpun Ha
MOMEHT OCMOTpa He 6bino. Mo pe3ynbratam nabopa-
TOPHbIX MCCNEA0BAHNIA: 06LWMIN aHANN3 KPOBHK 6e3 3Ha-
UMMbIX U3MEHEHWI, B 6BUOXMMUYECKOM aHaNu3e KpoBu
He3HauuTenbHasa runepébunmpybrHemms. Ha koaryno-
rpamme Hopmokoarynsuus. flabopaTtopHble AaHHble 33
MacCUBHYI0 KPOBOMOTEPHO, HapYLLeHUe npoLecca ceep-
TbiBaHUA KpoBWM oTcyTCcTBOBaNM. 20.02.2023 nauuneHTKa
6bina nepeeefeHa B oTgeneHue rematonorun MACKB
ANa AanbHenwero ob6cnefoBaHus. Bo Bpems HacTos-
Wen rocnuTanu3aunu 3nnu3oA0B KPOBOTOUUBOCTU He
oTMeyanocb, 18.02.2023 HabntoAanocb MOBbILIEHNE
TemnepaTypbl, KynupoBaBlUeics napaueTamonom. Ha
OCHOBAHUI JaHHbIX AaHAMHe3a, XXanob, MHCTPYMEHTaNb-
HbIX 1 NabopaTOPHbIX WCCNEeA0BaHUN BbICTABMEH AMa-
FHO3: HEMPOTeHHAs KPOBOTOUMBOCTb.

3akntoueHne. BaxHo BOBpeMs AMArHOCTMPOBaTb
COMaTo(OopMHble paccTPOMCTBA Y feTel U yMeTb aund-
thepeHuMpoBaTb UX OT MOPEONOrNUeCcKoi NaTonoruu.
Y paHumbix noapoctkoB COP MoxeT ycyrybutb Tpeso-
KHOCTb, TEHAEHUMIO K KaTacTpodu3aumu U BbI3BATbH
3K30reHHyt0 aenpeccuto. Henb3sa 3abbiBaTb Npo TO, UTO
COMaTO(hOPMHbIE PACCTPONCTBA MOFYT HAbNAATH-
cs 1 npn mopdonornyeckoir natonoruu. foatomy ans
NPaBM/IbHON NOCTAHOBKM AKMArHO3a M CKOPEMLIEro Ha-
3HAUeHNUA Heo6XOAMMOr0 NEUYEHNUs BAXHO TLWATENbHO
uccnenosatb nauymeHToB ¢ COP Ha Hanuuue mopdono-
rMYeckom naTonoruu.

AHI.I,A-ACCOI.I,I/II/IPOBAHHbII7I BACKV/INT:
FTPAHYNIEMATO3 BEFEHEPA Y PEBEHKA
12 NET
LlaTypoBa A.A., Tuxonosa A.C., Koznosa A.M.

HayuHbili pykoeodumenb:
K.M.H., doyeum /lapuHa /1.E.

PHAMY um. HW. Muporosa M3 PO
Katbenpa nponeneBTuky feTckux 6onesnen Nd

AHLA-accoummpoBaHHble BaCKyNuUTbI (AAB) — 370
rpynna peakux ayToMMMyHHbIX 3a60neBaHui, Npu KOTOo-
PbIX MOPAXAKTCA apTEPUN MENKOro Kannobpa. AHTUHEN-
TPOMUNbHbIE LWTONNA3MEHHbIE aHTUTENA AKTUBUPYIOT
HenTpodnNbl, YTO NPUBOAMUT K BbICBOBOXAEHWIO NpOTe-
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a3, KUCNOPOAHbIX paguKanos, LUTOKUHOB U Bbi3blBaeT
HEKPO3 CTEHKM KPOBEHOCHbIX COCYAO0B. Bbiaenaiot Tpu
Ho3onoruyeckne dopmbl AAB: rpaHynemartos C NonuaH-
runtom (6onesHb BereHepa), 303MHOMUNbHBIA FPaHy-
nemaros ¢ nonuaHrumutom (cuHapom Yeppxa-Crpocca),
MUKPOCKOMMYECKNIA NOMNAHINUT. PacnpocTpaHeHHOCTb
AAB cocTaBnset 2,4 cnyyas Ha 1 M/IH. JeTCKOro Hace-
neHus.

MauveHt M., 12 net noctynun 8 MANKB 21.02.2020 r.
C Xanobamm Ha 601b U HapYLWeHMe AbIXaHMs Yepes HOC
C KPOBAHUCTbIMU BblAENEHUAMU.

13 aHamHe3a U3BeCTHO, UTO B Aekabpe 2019 rofa pe-
6eHOK 6bl1 OCMOTPEH OTOPWUHOMAPMHIONOIOM C aHano-
FMYHBIMU CUMNTOMAaMK, HA3HAUYEHO CUMMTOMATUUYECKOe
neueHne 6e3 guHamuku. Yepes 10 gHen oTmeuanca cy6-
thebpunnTeT, Ha3HauUeHbl LedypoKcum, fanee LedTpu-
aKCOH — 6e3 3hhekTa. HazHaueHne néynpodeHa gano
BPEMEHHYIO TMONMOXUTENbHYIO AWHAMUKY, OAHAKO B
KOHLE siHBaps — MOBTOPHOE MOBbIWEHMe Temnepary-
pbl 8o 37,8 rpagycos. 03.02.2020 r. o6patunucs B ArKb
um. 3.A. bawnseBoli € xanobamn Ha BbIpaXXeHHY 60/b
B HOCY, pebeHOK 6blf1 OCMOTPEH OTOPUHONAPUHIONOTOM
W rocnuTanu3upoBaH. Npu MHCTPYMEHTANbHOM 0b6Cne-
[OOBAaHMN BbISIBMIEHbl MHOXECTBEHHbIE TPAHYAALUM Ha
CNU3UCTON BEPXHMX AblXaTeNbHbIX NYTEW — B MNOMOCTU
HOCa, Tpaxeu, rnaBHbIX 6GPOHXOB. M0 AaHHbIM BMoncuUm
HabnoAanacb rMCToNOrNYeckas KapTMHa rpaHynemaTo-
32 C NOMMAHTUUTOM. [N UCKNIOYEHNS CUCTEMHbIX 3360-
nesaHuin 07.02.2020 r. nepeBefeH B peBMATONOrNYECKOE
otaenenne Mopo3osckon ANKb. Ha cepum KT-CHUMKOB
oT1 11.02.2020 r. onpepensanocb naTosioruyeckoe copep-
XUMOE B OTAESNbHbIX KNeTKax COCLEBUAHOM0 OTPOCTKA
cnpasa, nonucuHycuT. Mo pesynbratam buoncum cnu-
31CTOM NEeperopoakn Hoca: mopdonoruueckas KapTu-
Ha HEKPOTWU3UPYIOLLEr0 BACcKyNMTA C FPaHynemMaTo3oM.
Take Habnoganoch noebiweHne ypoBHa cANCA go 2,5
HOPM. Ha OCHOBAaHWU KNMHMKO-AaHAMHECTUYECKNX AaH-
HbIX M MOMYYEHHbIX pe3ynbTaToB 06CNeA0BaHNs, Masib-
UMKy ycTaHoBneH AauardHo3 ANCA-accouuMmMpoBaHHbIN
BaCKynuT (rpaHynemartos3 C MoNUaHrMUTOM), NOKanM3o0-
BaHHas opma. Ha3HaueHbl rMOKOKOPTUKOCTEPOUADI
(TKC) m3 pacueta 1r/Kr/cyTku, unknodocdamma 1 pas B 4
HeJlenu co 3HAUNTENbHON NONOXUTENbHON AVHAMUKON.

K asrycty 2020 r. go3a INKC cHuxeHa fo 20 mr B cyT-
Kn, MPOAo/MKeHa Tepanus uuknogochammgom. OgHa-
KO B HOsbpe 2020 r. COCTOSAHNE pebeHKa YXYAWMIOCh:
nosaBKUnacb 3anoXeHHocTb B nesom yxe, 09.11.2020 r.
pebeHOK OCMOTPEH OTOPWUHONMAPUHIONOrOM MO MEeCTy
XUTENbCTBA, Ha3HauyeHbl MECTHbIN MPOTUBOBOCMANN-
TeNbHbIW aHaNbre3npyoLMin aHTUCENTUK, IeKOHFeCTaH-
Tol. Cnycta Bpems, 20.11.2020 r., nofBunacb CunbHas
60M1b B yWax, MHULUMPOBAHA Tepanus rpamuLugnHom,
OEKCAMETA30HOM,  (PPAMMLETMHOM, MOMETA30HOM,
amokcuumnuHom no 500 mr 3 pa3a B feHb. [pu noBTOp-
HOM O6palleHMn K OTOpUHOMapuHronory 22.11.2020 r.
6bin BbINONHEH NapaleHTe3 CfeBa, YBeNMUYeHa [03a
amokcuumnmHa o 2000 mMr B CyTKHU.

Ha cneaytowmii feHb, 23.11.2020 r., y Manbunka oTme-
yanocb NOKpacHeHue rnasa, OKynucTom NoATBepXaeH



AMArHo3 — rpaHynesHbiil 6nedapoKOHBIOHKTUBUT. 0-
cnutanu3mpoBsaH B JIOP-otaenenne MAIKB ¢ xanobamn
Ha ycuneHue 6onu B neBom yxe, cyb6ebpunutet. Mpu
06CcnefoBaHUM MO [aHHbIM KOMMbIOTEPHOW TOMOrpa-
(1M yCTaHOBNEHbI NONNCUHYCUT, MACTONAMUT, THOWHDINA
OTUT CNneBa. B peBMaTonornueckom otaeneHun pebet-
Ky NPOBEAEHO 4 KypCa Tepanuu FeHHO-WHXEeHEPHbIM
6ronornyeckum mpenapatom putykcumabom off-label
(,ueKa6pb 2020 r., ntoHb 2021 1., ekabpb 2021 ., NOHb
2022). Ha 3ToM (hOHe COCTOAIHME MALUMeHTa C 3aMeTHOM
NONOXWUTENbHON JMHAMMKOW. B CBA3M C OTCYTCTBMEM
cybnonynsunii B-numcounToB 1 BbipaxeHHON numdo-
NeHnen, NPOAOMKEHA MMMYHOCYNpecCUBHAA Tepanus
FKC n modeTnn mukoeHonaTom c 0TMEHON BBeAEHMUA
puUTyKCUMaba.

AyTOoMMMYyHHble 3a60neBaHns, Takme Kak AAB, uaue
BCEro Ae6TUPYIOT C Hecneunguuecknx CUMMNTOMOB.
Heobxoanma HaCTOPOXEHHOCTb B OTHOLIEHUM TPaHY-
nemaTto3a BereHepa, Tak Kak CBOeBpPeMeHHas Mnocra-
HOBKA [lMarHo3a 1 nHuumMauusa cneumdnyeckon ummy-
HOCYNPecCUBHOM Tepanui MNO3BOAAIOT MpeaynpenuTb
pa3BMTME CUCTEMHbBIX OCMOXHEHWIA, @ TaKXKe CHU3UTb
PUCK peuuanBoB 3aboneBaHns M MHBANUAM3ALKUN Na-
LMEHTOB.

TPYAHOCTU ANATHOCTUKN
NEPBNYHOIO FrEMO®AIOLUTAPHOIO
NMMOOrnCTNOLINTO3A
BHykoBa E.B., MocecoBa E.A.

HayuHbili pykogodumens:
K.M.H., doyeHm JlapuHa J1.E.

PHAMY um. H.. Muporosa M3 PO
Kathenpa nponenesTuky feTckux 6onesHen Nd

BeegeHue. lemodharountapHbii  AumdoructTuoum-
103 (M) — pefkoe onacHoe 3aboneBaHne, CBA3aHHOe
C AucperynsiuMen WMMYHHOTO OTBETA U pa3BUTMEM
MMMYHOOMNOCPeAOBaHHOW NONMOPraHHOW HeaocTaTou-
HocTK. MepBMYHas opma accoLuumpoBaHa C reHeTuye-
CKUMU MyTaLMAMKM, YTO MOATBEPXKLAETCA NPU NOMOLLM
MONEKYNAPHO-TeHEeTUYECKOro TeCTUPOBAHMSA, TaKXe B
€€ Nonb3y MOXEeT roBOpuUTb Ae6IOT B Nepuoj HOBOpPO-
XAeHHOCTU. 3aboneBaemocTb cocTtaBnaeT 1 Ha 50 000
HOBOPOXJEHHbIX B ro4. BropuuHble hopmbl XapakTep-
Hbl 41 B3POCNOr0 KOHTUHIEHTA NALUEHTOB U ABNAIOTCA
pe3ynsTaTOM MMMYHHOMO HapyleHus Ha PoHe UHeK-
LMK, Heonnasmu, ayTOMMMYHHbIX 3ab6oneBaHuid. Knu-
HUYECKUMU 1 NabOopPaTOPHbIMM NPU3HAKAMUM ABASIOTCA:
NuUXopajKa, cnneHomeranus, UATOMNEHMA ABYX U 6onee
POCTKOB, TMMEPTPUIINLEPUAEMUS UM TUNOGNOPUHO-
reHemus, remoharounTos, CHMKEHNE aKTUBHOCTM ecTe-
CTBEHHbIX KMNNepoB, runepdepputuHemMmns, nosbille-
Hue nHTepnenkuHa-2 (CD-25). Il ycTaHaBnMBaeTca npu
HanMuuu 5 n3 8 NpeanoXeHHbIX KpUTEPUEB.

KnuHuueckun cnyvan. Manbumk A.17.09.2022 r.p., oT
maTtepu 39 net, C OTATOWEHHbIM COMATUYECKUM aHaM-
He3oM (runoTupeos, oxupeHue 1 cteneHn, muonus). OT
4-01 6epeMeHHOCTM NpoTeKaBLIen Ha hoHe NnaLeHTap-

HOW HeAOoCTaTOUHOCTW, MANOBOAUA, YMEPEHHON Npe3-
KNaMMCum, 4-bix NpexaeBpemMeHHbIX CAaMOCTOATESbHbIX
pofioB Ha CpoKe 36 Hefenb, OKONONIOAHbIE BOLbl MEeKO-
HuanbHble. OLeHKa no wkane APGAR 8/9 6annos. Mpu
poXAeHun: macca 2650 r, AnnHa 48 cMm. B 1 cyTKM pa3su-
Tue IH 1 cTeneHu Ha doHe PAC, BPOXAEHHOW NHEBMO-
HUW, TUNOTNIUKEMUA. JHTEPANIbHOE NMUTAHNE BPEMEHHO
OTMEHEHO B 6 YaCOB XXWU3HW B CBA3U C HANNYMEM 3aCTOM-
HOFO COAEPXMMOr0 B XeNyaKe, XenyaouHO-KULLIEYHbIM
KpoBOTeueHneMm. B inHammke HapacTaHnue [1H, pa3sutue
reMopparuyecKoro CMHApPoMa (KpOBOM3NUAHNA B KOXY)
pacueHEeHHOro Kak remopparuyeckas 60ne3Hb HOBOpPO-
XIeHHbIX. Ha 2 cyTku nepeseneH Ha CPAP, nposoannach
WHOTPOMHAsA NoAAepXKa, aHTMbAKTepnanbHas, aHTure-
mopparuueckas 1 UHY3noHHan Tepanuu.

C 4 CyTOK XWU3HU NMPOAOKEHA PECMMPATOPHAA NOA-
AepXKa Yepes HasanbHble KOHIONW, pebeHOK NepeBefeH
8 OPUTH MArKB. NMpu 06cnegoBaHmnn: aHemus, TPOM60-
LMTONEHMUSA, TUNONPOTEUHEMUS, TUNOANbOYMUHEMUS,
runepbunupybuHemMns 3a cueT Henpsmol dpakuum,
CMHIPOM X0NecTasa v LMTonmn3a, rmnokoarynauus c ge-
UuUTOM nnasmeHHbIX (HakTopoB, runepdeppuTuHe-
MUSi, anKanos, r’MnoKanmemus, NoBbIlEHHAA IKCKpeLus
C Mouomn Kanus, Kanbuusa, docodopa. NHdunbTpaTue-
Hble U3MEHEHWS B HWKHEN JONe NPaBOro Nerkoro, cnne-
HOMEranms +2 CM, KUCTO3Hble BK/IOUEHUS B MPOEKLMN
COCYAUCTOro CNieTeHNs NPaBoro 60KOBOIo Xeny[ouka.
Mpu ocmoTpe Ha cebs obpallana BHUMAHUE UKTepuu-
HOCTb KOXW W CNM3UCTbIX, Pa3BMTUE OTEKOB. MpoBO-
AMNacb aHTUGAKTepuanbHasa Tepanus (AMIULUNNUH+-
Cynb6aKTaM, reHTaMULMH), aHTUKOAryNsHTHAs Tepanus
(komnnekc akTOpoB CBEPTbIBAHWA, KPUONPELUIUTAT,
TPOMBOKOHLEHTPAT, MeHaANoHa HaTpua 6ucynbdur),
aHTMaHeMnueckasa Tepanus (3pUTpouuTpaHas CMech),
otoTepanusa. Ha 6 cyTku npu Y3U cocynos obHapy-
XeH OKK/I03MOHHbIN TPOMBG03 HapyXHOM NOAB3AO0LWHOK
BEHbl, 06Lel 6eAPEeHHON BeHbl, Ha3HAY€eHa renapuHo-
Tepanns B MUHUMANbHOW JO3MPOBKE.

B ancdepeHLnanbHbliii NOUCK BKOYEHbI: 60Ne3HM
HapyLWeHNs aMUHOKWUCNOTHOTO O6MeHa, HefoCTaTou-
HOCTb anba-1-aHTUTPUNCKUHA, HAPYLUEHWE CUHTE3a
XENUHbIX KUCNOT, MH(AHTUNbHBIE MOHOTEHHbIE (DOPMbI
MEUEHOYHON HeJOCTAaTOYHOCTM, IKCYAATMBHAA 3IHTe-
ponaTus, CuHApom bappeTta, MyKOBMCLWAO3, ranak-
To3emua. Mpu [MArHOCTUKE: MOBbIWEHME APrUHUMHA,
nenumHa, MEeTUOHNHA, PeHUNanaHnHa, TMPO3NHA, FOMOo-
LMCTeNHa, CHWKeHNe anba-1-aHTUTpuncuHa. HeoHa-
TaNbHbIN CKPUHUHI: HapylleHne 06MeHa ranakTosbl. B
CBA3M C BbIIBNEHMEM rafnaKTO3eMuu NPOBeeHa CMeHA
MUTaHUA Ha 6e3NMaKTO3HYI0 CMecb. [iBaw bl NpOBOAM-
Nacb NyHKLMA KOCTHOTO MO3ra — nonyyeHa nepudepu-
yecKas KpoBb.

Ha 21 cyTKu Xn3HuU pebeHOK nepeBefieH B HEOHATO-
nornyeckoe oTAeneHue ¢ aguarHosom: HapylweHne obme-
Ha ranakTo3bl. BTopnyHaa cmelaHHas koarynonaTus.
OKK/I03MOHHbIN MPaBOCTOPOHHWUIA 1NeodemMopanbHblil
TPOM603. McKntoueH NepBUUHbIA UMMYyHOLeUUMT Ha
OCHOBAHMKM PEe3yNbTaTOB MMMYHO(EHOTUNMPOBAHMSA
numcountoB, TREC, KREK. Pe6eHOK KOHCYyNnbTUPOBaH
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reHeTUKOM: MOBbILEHNE AMUHOKWUCNOT U CHUXKEHNE anb-
(ha-1-aHTUTPUNCMHA BTOPUUHOrO XapakTepa Ha (oHe
MOpaXXeHWA NeuyeHn, HapylleHnss 6enKoBO-CUHTETHNYE-
cKoW dyHkumu. flanee auddepeHunanbHbin AUArHO3
MPOBOAUNCA MEXAY KNacCUUeCKoW ranakTo3emuen,
ranaktosemuein [lyapte, rpynnoi nM3ocomanbHbix 60-
ne3Heil HakonneHus. Mo pe3synbTaTtam MCCNeAoOBAHWIA
AMArHo3bl UCKAtoUeHbl. CaH aHann3 Ha NOMHOe CekBe-
HUPOBaHMe 3K30Ma. 18 NCKNUeHNs remodaroyntap-
HOrO CUHApoMa pebeHKY NPOBeAeHO McCnefoBaHue
AerpaHynaumn ecTeCTBEHHbIX KUNNePOB, onpeaeneHne
kcnpeccumn nepdoprHa Ha NUMEOLUTAX — CHUKEHKE
CTUMYNALMOHHON AerpaHynauum NK-numdoumTos.

B 1 mec 16 AeHb pebeHKy BbiCTaBMeH AMArHo3 re-
moarouuTapHbln NMMMOrncTUoLMTO3, NepeBefeH B
oTAeneHne TPaHCMMNAHTALMUM KOCTHOTO MO3ra M remo-
MO3TUYECKUX CTBONOBbIX KNETOK. B oTAeneHuu Haua-
Ta Tepanua B pamkax npotokona HLH-94. MposefeHo
HLA-TunuposaHwue, nogo6paH 10/10 COBMeCTUMbINA pog-
CTBEHHbI AOHOP (cTapwmi 6paT). Yepes mecsu npose-
[EeHa annoreHHas TPaHCNNAHTALKUA remono3TUYECKUX
CTBONOBbIX KMeTOK. Ha MOMeHT Hanucanus paboTbl
(MapT 2023 r) TpaHCnAHTAT YHKLMOHNUPOBAN, NPU3Ha-
KoB PTMX He 6bin0.

3aknioueHune. B npeacTaBneHHOM Hamu cryyae y pe-
6eHKa 6b110 5 U3 8 KpuTepues, YTO NO3BONUIO NOCTA-
BUTb AMArHO3 W cpa3y Hauatb neyenue. [T — oueHb
pepkoe 3aboneBaHue, UCX0L KOTOPOro 3aBUCUT OT
MHOTUX (hakTOpoB. KnuHuumMcTam cnepyert yuuTbiBaTb
TNT npu guddepeHumanbHOM ANArHOCTUKE Yy HOBOPO-
X[EHHBbIX C NNXOPAAKON, CNSIEHOMEranuei, LLMToNeHu-
e, runepdeppuTuHemMmnein, runepTpurnnLepuaemmnen,
runotmbpuHoreHemMmeil, BOCNANUTENbHOW NOAMOPraH-
HOW HEAOCTATOYHOCTbIO. PaHHAA AMArHOCTUKA, NeyeHne
W TPaHCMNaHTaLusa NOBbIWAKT 61aronpuATHOCTb NPO-
rHo3a.

CNYYAI NO3AHEN ANATHOCTUKI
NEPBUYHON LIWANAPHOWM ANCKNHE3UN
V NAUMEHTA 15 NET
MaromepgoBa X.3., Bonkosa A.W.

HayuHbiii pykoeodumernb:
accucmenm lllamoxuxa 0.B.

PHUMY nm. H.W. Muporosa M3 PO
Katheapa rocnuTanbHoOW neanaTpun UM. akagemmnka
B.A. TabonuHa N@

MepBuuHan uunnapHas anckuuesna (NUA) — pepkoe
3aboneBaHue W3 rpynnbl LUANONATMIA, B OCHOBE KOTO-
POro NeXMUT reHeTUUYeCKN AeTePpMUHNPOBAHHbIN AedeKT
YNbTPACTPYKTYPbl PECHUYEK 3NUTENUA PECNUPATOPHOro
TPaKTa U aHaNOrMYHbIX UM CTPYKTYP, NPUBOASLLMNA K Ha-
pYLIEeHNI0 UX ABUraTenbHON (PYHKLMM. PacnpocTpaHeH-
HocTb NMUA — oT 1:2200 go 1:60000. Wnpokumn pasbpoc
YacToTbl 06YCMOBMEH PA3NMUMAMK B KpUTEpUsX ana-
FTHOCTUKMW, TEXHUYECKMMMN acneKTaMn pacyeta AaHHOro
nokasaTens, NOMyNALMOHHbIMU O0CO6EHHOCTAMK. [na-
rHoctuka MUJA npencTaBnseT onpefeneHHble 3aTpya-
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HEHUSA U3-3a HeJ0CTAaTOYHOM OCBEJOMITIEHHOCTH Bpayen
0 3aboneBaHUN 1 CNOXHOCTEN C €ro NofATBePXAeHU-
eM, B CBSI3M C YeM, HECMOTPSA HAa paHHMe NpPOABEHUs
60ne3Hu, cpeiHUN BO3PACT NOCTAHOBKM AMArHO3a CO-
CTaBnseT B Mupe npumepHo 5 net. ins Bepudukaumu
AMarHo3a npeanoXeHbl pa3fnyHble NolaroBbie anro-
PUTMbl, 0653aTENbHbIMI KOMMNOHEHTaMW KOTOPbIX fB-
NATCA OLEHKA ABUraTeNbHOM CNOCOBGHOCTI pecHUYeK
MepLLaTeNbHOrO 3NUTENNA U INEKTPOHHO-MUKPOCKONN-
yeckoe uccnefoBaHe 6uontata CAU3MCTON 060M10UKK
6pOoHX0B. 3010TOr0 CTaHAapTa AwarHoctukm MNUA He
CYLLECTBYET., YTO eLle 6oNblle 0CNOXHAET NPOLECC No-
CTAaHOBKM AMarHosa.

KnuHuueckun cnyyan: MaumeHt [., 15 neT. NocTtynun
B 11 nHdekunoHHoe oTaenenne ANKb N9 r. MockBbl
C %anobamu Ha 3aTPYAHEHHOE JbIXaHWe C YYBCTBOM He-
XBaTKW BO3AYXa, NPOAYKTUBHbIN KalleNb C OTAeNEHNEM
06UNbHON THOWHOW MOKPOTbI, HapacTawLy 601b B
NeBOW NONOBUHE FPYAHON KNETKN Npu CMOKOMHOM Abl-
XaHUMW.

Anamnesis vitae: NMoapocTok oT IV 6epeMeHHOCTH,
IV dhn310N0OrMUYHBIX CPOUHBIX POJIOB, C HEOTArOLWEHHbIM
AKYLWepCKMM aHaMHe30M y matepu. OueHKa no wkane
Anrap — 86. Macca Tena npu poxgexnun — 3500 1, pocT —
52 cm. PaHHee pa3BuTMe no BO3pacTy. epeHeceH-
Hble 3abonesaHus: OPBU, BeTpAHaa ocna, nHdekums
COVID-19 (B 14 net). HacneACTBEHHOCTb He OTArOLWEHa.

Anamnesis morbi: Ha 5 cyTKu XW3HM ANArHOCTUPO-
BaHa MHEBMOHMW, C MOCNEAYIOWNM MOLKNIOUYEHNEM NC-
KYCCTBEHHOW BEHTUAALUU NErkux B TeueHue 14 AHen.
B pesynbrarte Tepanuu C MapeHTePasbHbIM BBEJEHNEM
aHTUGAKTepManbHbiX MNpPenapaToB 6bi10 [OCTUTHYTO
Bbl3gopoBfieHne. HaumHasa ¢ 2-x neTHero Bo3pacTa y
naumeHTa — yactble OP3, GPOHXWUTbI, OTUTbI, CUHYCK-
Tbl. MH(EKLNM BEPXHUX AblXaTeNbHbIX MyTei COnpoBo-
XAANNCb ANUTENbHBIM Kawiem, TPYAHO MoAAaloLWumcs
neyveHnto. ¢ 10 net HabngaeTca y OTONApUHronora
C ANArHo30M XPOHWUUYECKUIA CUHYCUT, OTUT. C 3TOrO Xe
BO3pacTa Yy Ma/buuka OTMeYalnTCs Nepuosnyeckui
Kalenb C OTXOXAEHWEM THOWHOW MOKPOTbI, Hapylle-
HUe TONEePaHTHOCTU K hM3MUECKON HArpy3Ke Harpyske,
YyTOMNAEMOCTb. B 14 neT, n3-3a rHOMHOTO PUHOCYHYCU-
Ta, NI0OX0 OTBEYAILLEr0 Ha KOHCEPBATUBHYIO Tepanuio,
npoBeAeHa ABYCTOPOHHAA raiimopoTomus. Torga xe
MoAPOCTOK 6bifl KOHCYNbTUPOBAH MYNbMOHOMOIOM 1 MO
pe3ynbraTam (YHKLMU BHEWHEro AbIXaHWUs, KAUHUYe-
CKOW KapTUHbI HA MOMEHT 06CNefoBaHmMA, 6bin YyCTAHOB-
NeH AMarHo3 — OB6CTPYKTUBHbIA GPOHXUT, NOBTOPHbIE
nu3odpl. HazHaueHa n npoBedeHa Tepanua 6epoay-
anom u NynbMUKOPTOM 6€3 Kakoro-nn6o sddexTa.
Yepe3 gBa MecsLa BHOBb 6Obin roCnWTanu3MpoBaH B
nynbmoHonoruyeckoe otgenedue MArKb, roe snepsble
MpoBefeHa MyNbTUCIMPANbHAA KOMMbOTEPHAA TOMO-
rpacdua (MCKT) opraHoB rpyaHOW KNeTKN W BbiAB/EH
ABYCTOPOHHWUIA NONMCErMeHTapHbIA MHAUNBTPATUBHbIN
NpoLecc ¢ KoHconuaaumen S9 NpaBoro nerkoro, MHo-
XECTBEHHble 6POHX03KTa3bl, NPAaBOCTOPOHHUM TMApo-
Topakc. [locTaBneH AuarHos: «bpoHXo3KTaTuyeckas
6onesHb. [PaBOCTOPOHHWUIA XPOHWUUECKUI TFHOWHbIN



cpeaHuin otuT, 060cTperme. CybToTanbHas nepdopauus
6apabaHHOI NepenoHKW, pUHOCUHYCUT.» bbina npose-
JieHa Tepanus aMOKCULMINKMHA KNaBynaHaToOM, a3uTpo-
MULMHOM W CEAHCbl MHTPanyibMOHaNbHON NEepPKyCCu-
OHHOM BEHTWUNALMK. B pe3ynbTaTe fleueHns oTMeyeHa
BbIpaXK€HHas MONOXMTENbHAA ANHAMUKA B COCTOSHWM
naumeHTa. OfHAKO U Mocnie BbLIMUCKM M3 CTauuoHapa
Kallenb COXPaHANCA, BO3HUKANU 3NM3040B 060CTPeHUs
6POHXO0MEroUHbIX MHMEeKUWiA. B 14 net (aHBapb,2022) no-
cne 060CTpeHNs OTUTa NPOBEAEHa TUMMAHOMNACTHKa
cnpasa.

HacTosdwas rocnutanusauus: npum noCTynneHun co-
CTOSIHME TsXenoe — 06YCNOBNEHHOE SBNEHUAMW [bl-
XaTeNbHON Hef0CTAaTOYHOCTU: BblpaXeHa OTAbllKA B
nokoe Ao Y474 28 — 30 B/muH; Sp0O2 — 93%, 0OTMeUaeTcs
yuacTue BCMOMOraTeNlbHOW MyCKYnaTypbl B aKTe AblXa-
Hus. TpyAHas KNeTka He CMMMETPUYHA — OTMevaeTcs
BbIHY)/EHHbII HAKNOH Tynosuwwa Bneso. Koxa 6nea-
Had. flumdaTnueckme y3nbl He yBenuueHbl. [lbixaHue
yepes HOC 3aTPYAHEHO, CKYAHOE rycToe CAU3NCToe OT-
JNensiemoe U3 HOCOBbIX XOA40B. AYCKYNbTaTUBHO B NIErKUX
AblXaHWe XeCTKoe, 0CMabNeHHOe B HWKHUX OTAenax,
60nblue CNpaBa, HEOBUMbHbIE CyXMe, CBUCTALLME XPUTbI
ANt dy3HO; B HMKHMX OTAeNax 060MX Nerkux MHoxe-
CTBEHHbIe MefIKoMny3blpyaTble U KpenuTupylolme xpu-
nbl. Mpu NepKycun nerkux — NPUTynaeHme nepkyTop-
HOFO 3BYKA B HWXHWUX OTAeNnax, KOPOHOUHbIN OTTEHOK
3BYyKa B BepXHeW YacTu rpyaHomn KneTku. TOHbI cepaua
PUTMUYHbIE, WYMbl He ayCKYNbTUPYOTCS. XXUBOT MAr-
Knin, 6e360Nne3HeHHbIN, [OCTYNEH rYy60KOo Nanbnauum.
MeueHb BbICTYNAET HA 1 CM U3-N0JA Kpas NpaBoi pebep-
HOW Ayru. MouencnyckaHue, aechekaLns B Hopme.

Mpu o6cnefoBaHNM: YMEPEHHbIA HeNTPOUNbHbIN
nemkoumMTo3 6e3 nanoukosfepHoro casura B op-
myne (14,4x10°/n, HeTpodunbl — 75 %), CO3 8 mm/u.
OcTanbHble MOKasaTenu CTaHAAPTHOMO WCCNefoBaHus
6UOXMMNYECKOTO COCTaBa KpPoBW B npedenax pede-
PEHTHbIX 3HaUeHN . Mpy UccneaoBaHN MOKPOTBI: CU-
3UCTO-THOWHASA, 3eNeHas, BA3Kas. AHANN3 MOKPOTbI Ha
thnopy sbissun: Staphylococcus aureus, Streptococcus
viridans. Ha MCKT opraHoB rpyaHon KneTku: Mpu3sHaku
30Hbl KOHCONMAALMN B 6a3anbHOM CermeHTe S9 neBo-
ro Nerkoro, UMAMHAPUYECKME U MeLloTUaTble nonmcer-
MEHTapHble BPOHX03KTa3bl, NPOABAEHUS OGPOHXNOMUT.
KoHcynbTaums OTONAPUHronora: XpOHUYECKUA THOW-
HbI CPEAHUIA OTUT CNPaBa, ME30TEMNAHNT CNPaBa, BHE
060CcTpeHus. NpoBeeHO neyeHne: KOMOUHUPOBAHHAS
aHTMbakTepuanbHas Tepanus LeUNMMOM U NeBO-
(hNAKCOLMHOM, WHFANALUA C NYNbMUKOPTOM, MYKOMM-
Tuyeckas Tepanus. B pesynbrate neueHus cocTosiHue
pebeHKa CTabunN3MpoBanocb, OTMeYanacb MONOXKM-
TenbHas JMHAMMKA B NMaHe KynupoBaHUs 60NEBOro
CMMNTOMA, CHWKEHWS MIHTEHCUBHOCTW KaLns, OTAbILIKM
(Tonbko Npu (hU3nNUECKON Harpyske), ayCKynbTaTUBHO
AbIXaHne B NErKUX CTano NpoBOAMTLCSA BO BCE OTAENbI,
COXPAHANNCh BNAXHbIE XPUMbl B MeHbLIEM 0ODBEME., HE
NOCTOAHHbIE Ny3blpuaTble. YA 24 B/muH; Sp02 — 96% —
6e3 goTauum kucnopona, Sp02 — 99% — c goTaunen
Kncnopoga. boina nposefeHa KOHCynbTauus NynbMo-

Honora: bpoHxo3kTaTuueckas 60ne3Hb, ABYCTOPOHHME
MONIMCErMEeHTapHbIE ULWNWHAPUYECKME U MeLloTyaTble
OGPOHX03KTa3bl, Mepnog 060cTpeHus. bpouxmonut. [bi-
XaTeNbHas HeAOCTAaTOYHOCTb 2-0i CTEMEHW. C YYeToM
aHaMHe3a, laHHbIX 06Cej0BaHMS HEOHXOAMMO NPoBe-
cTn auddepeHUManbHbin AUArHO3 MeXay NepBUUYHON
LUMNNAPHOW AUCKMHE3MeWl, MYKOBUCLWAO030M M MMMY-
HOLEMUMTHBIMN COCTOAHWUAMK B YCNOBMA Cneumanu-
3MPOBAHHOrO MYNbMOHONOINYECKOro oTaeneHus. My-
KOBUCLMA03 6blfl UCKNOUYEH NYyTEM NPOBeAeHUs NPo6bl
MakpopakT: pesynbrat — 32 Mmonb/n (Hopma). IMMyHo-
fiornyeckoe o6cnefosaHne (MMMyHornobynuHbl G,M,A,
TREC KREC) nameHeHuit He BbiABUNO. MOAPOCTOK 6bif
nepesefeH B otaeneHue nynbmoHonorun MACKb gna
A006cnef0BaHmMsA, rae 6bi10 NPOBEAEHO 3MEKTPOHHO-
MWUKPOCKOMNYECKOe NCCNeloBaHNe PeCHUYEK pecnupa-
TOPHOrO TPaKTa, N0 pe3ynbraTaM KOTOPOro B akCOHEME
pecHuyeKk 06HapYXeHO OTCYTCTBUE HAPYXHbIX WU BHY-
TPEHHUX AUHEMHOBbLIX pyyek. Tak e no pe3ynbraTam
ayaMomMeTpuUn YCTaHOBMEHa NPABOCTOPOHHAS KOHAYK-
TWBHAA TYroyxocTb Il cteneHu.

Takum o6pa3om y nauueHTa 15 neT yCTaHOBNEH Au-
arHo3: «BpoX/eHHbIA NOPOK Pa3BUTUS OPraHOB Ablxa-
HuA: NepBuuHas LunnapHas auckuHesus (quddysHbie
BPOHX03KTa3bl 060UX NErkux). XpoHuueckas [bixa-
TeNnbHas HEAOCTATOUHOCTb 1-2 CTeneHu. XpoHUYeckun
FHOWHbIN CPEIHUM OTUT CNpaBa, ME30TUMMAHMT CpaBa.
[TpaBOCTOPOHHAA KOHAYKTUBHAA Tyroyxoctb Il cTene-
HUY.

3aKNueHne: HeCMOTPS HA ANWUTENbHbIA AHAMHE3
(C 5-ro [HA XNU3HKM MO HacToALLee BPeMs), TAXenoe Te-
ueHMe GakTepuanbHbIX UHGekumn TOP-opraHoB 1 op-
raHoB [blXaHUA C MPOrpeccMpoBaHuem, pa3BuUTHEM
OPOHX03KTa30B, [bIXaTeNbHOW HEJOCTAaTOYHOCTM U He
NOAJAIOLMXCA NOMHOMY W3NeYEeHUI), OKOHYATENbHbIN
ANArHo3 6bln yCTaHOBMEH TONMbKO B 15-neTHeM BO3pac-
Te, UTO 0OYCNOBNEHO PefKo BCTPeyawlumes 3abone-
BaHWEM W MPUMEHEHMeM AN ero ANAarHOoCTUKMN Cheuu-
aNnbHbIX HEPYTUHHbIX METOA0B.
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