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NYHLU-MA3YPUHCKME YTEHUA.

MaTepuanbl V Bcepoccunckon HayuyHO-NpaKkTUYECKOW KOHdepeHLMn Monoabix yyeHbix um. P.O. JlyHua un
A.B. MasypuHa (2024 r.) /konnekTuB aBTOpoB (NoA peAakuueii K.M.H. J1.E. JlapuHoii n a.M.H. A.b. Moucee-
Ba). — M.: PHUMY um. H.1. NMuporoea, 2024. — 40 c.
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UWUPPO3 NEYEHU U KAPAUOMUOIATHUA
Y NOAPOCTKA C XPOHUYECKUM
BUPYCHbIM r'EMATUTOM C.
CNOXXHOCTU ANOOEPEHLLMANIbHOM
OUATHOCTUKH
Hukudoposa A.0.

Hayvunblii pykoBogutensp: [pewHsakoBa B.A.
OHKLUMBE ®MBA Poccun

AxTyanbHocTb. XpOHUYECKWA BUPYCHbIA renatut C
(XBIC) y meTeit npoTekaeT NpeuMylLeCTBEHHO 6naro-
NPUATHO, 63 BbIpaXxeHHOro pUbpo3a NeyeHn u BHene-
YeHOYHbIX 0C/IOXHEeHWIA. TpagMLUOHHO, CHUXEHKE YPOB-
Hs anbbyMuHa ¢ HOPMMPOBAHMEM OTEKOB Y NaLMEHTOB
¢ XI'C TpakTyeTcs Kak CneAcTBUe HapyleHus 6enko-
BO-CUHTETUYECKOM YHKL MW NeYeHN — NpU3HaK Luppo-
3a, TaKXe, Kak u npesanupoBaHue ypoBHa ACT Hap AJIT.
OAHaKO Mbl CTOJIKHYUCH CO CJIOXHBIM KJAWHUYECKUM
cnyyaem y nogpoctka ¢ XBI'C, noTpe6oBaBwuMM npo-
BEJEHMA LWMPOKOro 06CNeAOBaHUSA ANA UCKNHOYEHUS
conyTcTBytowen GoHOBOI NaToNoOrnmM, KoTopas Morna
Cnoco6cTBOBaTH GOPMUPOBAHMIO CTONb TSAXKENON CUM-
NTOMaTUKM.

Llenb. MMoBbICUTb HACTOPOXEHHOCTb CMEeLuanucToB
B OTHOLUEHUM KOMOPOUAHOCTH N BO3MOXHOCTHM aTUNNY-
HOFO TAXENOro TeYeHUs XpoHuyeckoro rematuta C y
neTen.

Knunuyeckuit cnyvaii. [lesouyka, 16 net 6bina Ha-
npaBneHa Ans o6crnefoBaHUsA B KPYrnOCYTOYHbIA CTa-
unoHap ®rey AHKLUWBE ®MBA Poccum ¢ puarHosom
«B18.2 XpoHuyeckwuii BupycHblii renatut C, 0CnoxHeHue
OCHOBHOr0 3a6oneBanus K74.0 Liuppos neyeHm».

N3 aHaMHe3a 3aboneBaHus U3BECTHO, YTO yBeNnYe-
HWe MeyeHu, No AaHHbIM YNbTPa3BYKOBOro WUCCNeAo-
BaHUA o6HapyxeHo Brnepsble B 2013 roay. B 2019 roay
BMepBble OTMEYEHO MOSIBNEHWE runepPepMeEHTEMUN
(ANT 107 ep/n, ACT 83 eg/n), npu fanbHeiiem o6ene-
JOBaHUKN MapKepbl BUPYCHbIX renatutoB B u C (MDA)
oTpuuaTenbHbl. Takxe ¢ 2019 roga HabnaaeTcs Hed-
POSIOTOM C XPOHWUYECKUM NMUENOHEPPUTOM, MOYEKAMEH-
HoOW 60ne3Hbto noyek. B 2021 rogy noBTOpHO NpoBeAeH
NOA kpoBu — anTuTena k BWY, Bupycy renmatuta C u
HBsAg He BbisBnieHbl, MUP kposu PHK Bupyca renatuta
C (BrC) He npooaunock. 1o 2023 roaa no gaHHbIM Me-
OVUMHCKOI KapTbl OTMeYanucb NEPUOSMYECKME NOBbI-
WEHUA CbIBOPOTOYHbIX ()EPMEHTOB, COXpaHaiach rena-
TOCNNEHOMeranusa no faHHbiM Y3W opraHoB 6poLLHON
nonoctu. lfenatut C guarHoctupoBaH B deBpane 2023
roga (ot 01/02 PHK BrC 1,5x107 ME/mn, 1 reHoTun).
MpoTMBOBMPYCHOI Tepanun He nonyyvana. [Mpuobenepo-
BaHWU B UHHEKLMOHHOM CTaLMOHape N0 MECTY XUTENb-
CTBa B reMorpamme — TpoM6ouuTonenus (104x109), no
JAaHHbIM 6MOXMMMWYECKOTO aHann3a KPOBU CHUXEHWE
6eKOBO-CUHTETUYECKON DYHKLMN (anbbymuH 28.2 1/n,
061wwuii 6enok 67,7 r/n), MUHUMAaNbHbIA LUTONU3 U XONe-
cTas. KoarynorpamMma — TEHLEHUMUS K TMNOKoarynayuu
(NTW 51,2%, MHO 1,38, ¢pu6GpuHoreH 1,8 r/n). MoBTOpPHO
o6HapyxeHa PHK BI'C. Mapkepbl renatuta B (WdA) He

BbIsiB/IEHbI. AyTOMMYHHbI CKpuHUHT (LKM-1, ANA, AMA,
SMA) — oTpuLaTeNbHbIA. -EeTONPOTENH HE3HAYUTENb-
HO noBbliweH 536 ME\mn. 3nactorpadus neyenm 26.3
KMa, F(IV) no METAVIR. CeMeiiHblid, annepronoruyeckuii
W ANMAEMUONOrNYECKUA aHaMHEe3bl, CO C/I0B, HE OTAro-
LWeEHbI.

Mpu nocTynneHun y AeBOYKW OTMEYanuchb Xanobbl
Ha HOCOBblE KPOBOTEYEHUS, NPUMEChb anoil KpoBU B
cTyne (2 snnu3ofa B aHaMHe3e), NOBbIWEHHY YyTOMNA-
€MOCTb, CHUXEHUE BHUMaHUS, MOTEPI0 Macchl Tena (3
Kr), BbICbINaHWSA Ha KOXe, 0TEYHOCTb NULA U HOT, Gonee
BbIPaXXEHHYIO B yTPeHHUe yacbl. COCTOSAHME cpepHei
CTEMNeHU TAXeCTH, cTabunbHoe. CosHaHue AcHoe. Kox-
Hbleé NOKPOBbl 6neAHO-Po30Bble. CKnepbl CyOUKTepUY-
Hbl. [1aCTO3HOCTb BEK, OTEYHOCTb HMXXHUX KOHEYHOCTEN
B 06/1aCTM TOJIEHOCTOMHbIX CYCTaBOB. TOHbI ceppaua
AICHblE, PUTMUYHbIE, NAaTONIOTMYECKUX WYMOB He onpe-
pensetca. YCC 86 ya. B MUH. ApTepnanbHoe faBneHue
117/74 mm pt. cT1., YA [ 18 B MUH., AbiXxaHue Be3UKynap-
HOe, NPOBOAMTCA MO BCEM OTAenam, Xpunos Hert. Mpu
nanbnawuyu opraHoB 6PHOLIHON NONOCTH: XXMBOT MATKUIA
6e360N1e3HEHHDIIi, AOCTYNeH FNy60Koi nanbnauuu, ne-
YeHb +2 cM M3-noj Kpas pe6epHON Ayru, Kpai NaoTHbII,
OKpYrNbli, 6e360ne3HeHHbIN. CeneseHka o +1 cM us-
nop kpas pebepHoit ayru. Onpegensetca cBob6ogHas
XUAKOCTb B GPIOLIHON NONOCTU. [Uypes CHUXEH, MO-
yencnyckaHue cBO60AHOE, He 3aTPYAHEHO, NPON3BOJb-
Hoe, 6e3601e3HEHHOE.

MpoBeseHo nabopaTopHOE W WHCTPYMEHTaNbHOe
obcnefoBaHue: d KNMHUMYECKOM aHanuae KpoBM neii-
konenuss 3.47*109/n, aHemMusi Nerkom CTeneHu TaXe-
cT — remorno6bun 105 r/n, TpombouutoneHus 110 Teic.,
yckopeHue CO3 o 25 MM/y. B 6MoXMMMUYeCKOM aHanmse
KPOBM MUHUManbHblii untonus (ANT 77 ea/N, ACT 163
en/n), xonectas (ITT 78.7, 06wuit 6unupy6uH 26,2 MK-
Monb/n, npsimoii 17,3). Koarynonatus: NTU 53%, dbubpu-
HoreH 1.8 r/n, MHO 1.53. AMMuak kposu 108 mkMonb/n,
B JMHAMUKe CHUXeHUe Ao 64 MKMonb/n. MpoTenHypus
0.3 r/n.

YposeHb LMK nosbiweH — 158 e. IgG cymM. noBbiwwe-
Hbl (27,96 r/n). AyTOMMMYHHas NaHeNb NOPaXeHus neve-
HU oTpuuatenbHas (AHO, AMA, ATMA, LKM-1, AHLA).
Megb Moun 1,4 mkmonb/n (0,1-1,3), cyTouHas akckpe-
ums meau 1.33 MkMonb/cyT. MeAb CbIBOPOTKN CBO6OS-
Has 2,7 MKMonb/n (1,1-3,5), mefb o6uwas 9,5 MKMonb/n
(12.5-24.5), uepynonnasmuH 178 mr/n (240-480 mr/n).
OcmoTpeHa obTanbmonorom: konbua Kainsepa-Onei-
Lepa He onpejentoTcs.

Y3W OBI: TenatocnneHomeranud. OuddysHbie us-
MEHEHNS neyeHu ¢ 06eHEHNEM COCYANCTOr0O PUCYHKA,
nepunopTanbHbiM Gu6po3oM. MopTanbHas runepTex-
3ns. YMepeHHOe KOIMYecTBO CBO6OLHOI XUAKOCTH (ac-
uuT). MPT opraHoB 6ptowHoii nonoctu: MP-npusHaku
HEeO4HOPOAHOI CTPYKTYPbl NEYEHWN C MHOTOUYUCTEHHbI-
MM TUNEPKOHTPACTHbIMM OYaramMu B renatobunmnapHyto
(asy KOHTpacTMpoBaHMA B NpaBOWl [0Ne JMaMeTpoOM
MeHee 1 cM (pereHepaTtopHble y3/bl); CNeHOMeranus;
nopTanbHas TrUNEPTEH3UA; acuuT, MepuxoNeLucTur,
runepnnasuu numdaTuyeckux y3nos B BOpoTax neve-
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Hu. [paBOCTOPOHHEr0 XPOHUYECKOr0 nuenoHedputa B
cTagun 060CTpeHUs; NPU3HAKW NPaBOCTOPOHHErO ru-
apoTopakca. 3xoKrI: Cepaue chopmnpoBaHO npaBuiib-
Ho. CokpaTuTenbHas cnoco6HOCTb MUOKapAa B HOPME.
Ounactonnyeckasn GyHKUMA He HapylweHa. [lnactonuue-
ckuin pasmep JDK u JIN yBenuueH. TpukycnuaanbHas
peryprutauns 1 ctenenn. [edekTbl neperopopok He
noumpytotca. LleHTpanbHas remoMHamMuka He HapyLle-
Ha. PeakTUBHOE pacxoxfjeHue NUCTKOB nepukapga no
3CJTX n Bepxywke go 5-8 mMm. PekTtocurmockonua —
6e3 natonorun. ®rAcC — spuremaTosHas ractponaTus,
HP otpuuartenbHo.

Mo pesynbtataM 06CNefoOBaHUA OblN UCKNIOYEHDI
ayTOMMMYHHbIE NPUUYKHBI MOpPaXkeHusi neyeHn. He 6bino
MONYYEHO [OCTAaTOYHbIX [AaHHbIX LN YCTaHOBNEHMA
AuarHosa 6onesHb BunbcoHa-KoHoBanoBa u geduunta
a-1-aHTUTPUNCUHA, TaK KaK YMEPEHHOE CHUXEHNE ypOB-
HA (EepMeHTOB AWArHOCTUYECKW HE3HAUYMMO M MOXET
OblTb paCLieHEHO Kak pe3yNnbTaT CHUXKEHUS 6eJIKOBO-CUH-
TeTMYECKON QYHKLMN neYyeHn. MCKNoYeH reMoXxpoMaTos
(ypoBHM xenesa u TpaHcheppuHa B Npefienax HopMbi).
ConyTtcTByloWwMe MHOEKLMOHHbBIE MPUYUHDBI MOPAXEHNS
neyeHu Takxe 6binu ucknwoyderbl: MUP OHK HBV oTpu-
uatenbHo, MUP AHK B3b, LIMB, BI'46 oTpuuaTtenbHo.

Mocne BbiNUCKKU pebeHKY peKOoMEeHAOBAHO [006-
cnepoBaHue y Kaphuonora, KoTopoe, BRnoclieAcTBUK
U NPOSACHANO CUTyauulo — JMarHocTupoBaHa Kapauo-
MuonaTua (PecTpeKTUBHbI GEHOTUN) C HapylIeHneMm
cokpaTuTenbHoii cnoco6HocTu (OB no Teitxonbuy 46%),
auactonuueckas gucyHkuus JDK. Ounataums npea-
cepauit n MX. Tuneptpodua nesbix 0TAENOB cepaLa.
BTopuuHasa neroyHas runepteHsusa? XpoHuyeckas npa-
BOXENYA0YKOBasA HEAOCTATOYHOCTb.

Takum 06pa3oM N0 COBOKYMHOCTU KNUHUKO-nabopa-
TOPHbIX AaHHbIX 6b1N1 BbICTaBNEH ANarHo3 XpoHuyeckui
BUPYCHbIA renaTuT C, OCNOXHEHHbIA GOopMUMpOBaHMEM
uupposa neuyeHu kn. B no Yainng-Meto, MELD 13 6annos,
C NMpU3HaKamMu MeyeHOUYHOW HeAO0CTaTOYHOCTM: Meye-
HoYyHas aHuedanonatua 2 cT. Acuut, 1 cT., HeHanps-
XeHHbli. [lopTanbHas runepTeHsus. KapanomuonaTus
(pecTpekTUBHbIA (EHOTUM) C HapyLEeHWeM COKpaT-
TenbHoI cnoco6HocTy (OB no Teiixonbly 46%), AMacTo-
nuyeckas guchyHkuma JDK. Ounatauns npeacepanii u
MX. mneptpodusa neBbix oTAENOB cepaua. BropuuHas
neroyHas runepTteHsua? XpoHuyeckas npaBoxenyaou-
KoBas Hel0CTaTOYHOCTb.

3aknoueHne. YunTtbiBasi NoNyyeHHble AaHHbIE U He-
COOTBETCTBUE TAXKECTU KAMHUYECKUX NPOABIEHUNA na-
60paTopHbIM NOKa3aTensM, laHHbIA cnyvaii aBnsaetcs
ANArHOCTUYECKU CNOXHBIM. HN Y MHDEKLMOHNCTOB, HI Y
KapAKnOonoroBs A0 H.B. HET MONHOTO NOHUMaHMUSA — Kakas
13 NaTonNoruili NepBuUYHa. IBNSeTCA NN Kapgumuonartus
CnejCcTBMEM NIErOYHOI runepTeHsun Ha GoHe LMpposa
UNM B JaHHOM CNyYae MMeeT MeCTO fABa napannenbHo
npoTeKaloWMx 3aboneBaHus, OTATYawLNX TeyeHue
APYr Apyra u coctosiHue naumeHTta. CNoXHO OTBETUTb
Ha BOMPOC, YTO AABMJOCb MEPBOMNPMYMHOI NOpaxeHus
CEepAeYHO-COCYAMCTON CUCTEMbBI M NpUBENO K hopmupo-
BaHMIO TSKEJbIX OTEKOB.
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[aHHbIA KNUHWUYECKMWIA cnyyvail HarnagHo AEeMOH-
CTPUPYET CNOXHOCTW AMArHOCTUKU MPUYUH KINHKUYe-
CKOWi CUMNTOMATUKM Y NAaLMEeHTOB C LMPPO3OM NeyeHu
U MojyepkuBaeT Heob6XOLUMOCTb AOMNOAHWUTENIbHOTO
MoucKa Ux BO3MOXHbBIX MPUYMH MPU HETUMNYHOM Teye-
Huu XI'C.

BOJIE3Hb AAEHTA, KAK MPU4YUHA
U30/IMPOBAHHOWN NPOTEUHYPUU
BHykosa E.B.

Hayunbiii pykoBogutens: Lllectepukos H.B.

ArKB um. 3.A. balunseBoi
PHUMY um. H.W. Mnporosa MunHsapasa Poccuu

AkTtyanbHocTb. bonesHb [eHta 1 Tuna — X-cue-
nieHHas MpoKcUManbHasa TybynonaTus, CBA3aHHas C
myTauueir B reHe CLCNS, xapakTepusylowascs Hus-
KOMONIEKYNAPHON  NpoTeuHypuen, HedpoKanbLUHO-
30M, MOCTENEHHbIM Pa3BUTUEM XPOHUYECKOH 60Ne3HU
noyek. M3-3a heHOTUNUYECKON TeTeporeHHoCTU Ao-
CTOBepHasi pacnpoCTpaHeHHOCTb 3a6osieBaHNs Heus-
BECTHa, N0 JaHHbIM nuTepaTypbl onucaHo MeHee 300
cnyyaes B MMPOBOi MpaKTUKe.

Llenb. [leMOHCTpaLmua KAMHUYECKOTO cnyyasn 6ones-
Hu [eHTa 1 TMna, Kak pe4Koi NpUYnNHbI U30AUPOBAHHOM
MpoOTeUHypUm.

KnuHnyeckuii cnyvaii. Manbuuk B., 5 net, noctynun B
Hedponormyeckoe oTaeeHne NO HanMpaBJiIEHNIO yyacT-
KOBOrO neAuaTpa B CBA3U C U30IMPOBAHHOW NMPOTEUHY-
puen, nonuauncueil.

AHaMHe3 XU3HU: pe6eHOK OT NepBoi 6epeMeHHOCTH,
npoTekaBwWwen Ha GOHE recTauUoOHHOro nNuenoHedpuTa
W Yyrposbl NpepbiBaHMSA, NEPBbIX CAMOCTOSTENbHbIX PO-
AoB Ha 37 Hepene. Macca Tena npu poxaenun 3440 r,
AnuHa 53 cM. HacneacTBeHHbI aHaMHEe3 OTATOLWEH: Y
MaTepu NpoTenHypus, He 0bcnefoBaHa, y 6abyLkn xpo-
HUYECKWii nnenoHedpuT.

AHamHe3 3a60neBaHUsA: POAUTENM OTMEYanu, Yto C
paHHero Bo3pacta Manb4uK N1a MHOIO XUAKOCTH, NpK
OrpaHMYyeHun NUTbEBOrO pexuma Bén cebs 6ecnokon-
Ho. B HacTosLlee BpeMs BbiNnuBaeT 1,5-2 nuTpa YnCTOiA
BOJbl B IeHb, B OTAE/bHbIE AHU 0 3 IMTPOB.

Bnepeble M30onMpoBaHHas NpoTenHypus Ao 1 r/n
3adukcupoBaHa B Bo3pacTe 2 nieT (2019 r). 3aTeM npu
am6ynaTopHoM o6cneposanum 09.2020 (3 roga) cyTou-
Has noteps 6enka (CMB) coctaBuna 2,16 r/cyT. 04.2021
(3,5 ropa) B o6wem aHanuse moumn Genok 2,07 r/n. Mo
AaHHbIM Y3 noyek — NpusHaKu YNAOTHEHWUS CTEHOK
YalleYyHOo-0XaHOUHOMN CUCTEMDI.

04.2022 (4,5 roga) pe6beHOK rocnuTanu3npoBaH B
uHdekunoHHoe otaenenne OMKb um. 3.A. bawnseBoii
C KNMHUKON OCTPOW KUWeYHoii uHpekuuu. MNpu obene-
AOBaHMW: NpOTeNHYpHUs (6enok B 06LEM aHann3e MoYM
Ao 0,97 r/n), HopMmoaszoTemus (MoyeBMHa 4,5 MMONb/N,
KpeaTuHuH 42 Mkmonb/n). Y3U noyek: runepaxoreHHbiii
0600k BOKPYr nupamup. PekoMeH0BaHO nnaHoBoOe
o6cnefoBaHne B HEDPONOTrMYECKOM OTAENIEHUN.



B 06.2022 (5 neT) Manb4mK rocnuTanu3npoBaH B Hed-
ponoruyeckoe otaenenne ArKb um. 3.A. bawnseson.
Mpu obcnepoBaHuu: aptTepuanbHoe fasneHue 106/69
MM pT. CT., npoTennypus go 0,75 r/n ¢ npeocbnagaHmem
Ty6ynsapHOro KOMNoHeHTa (a1-Mukporno6ynux 187 mr/n,
B2-mukporno6ynud 109 mr/n), CNB 0,18 r/cyT, runep-
GunbTpauma, runepkanbuueMus, TUNEPKanbLNypus,
YNbTPa3BYKOBbIE MPU3HAKN MEAYNNAPHOTO HepPOKanb-
LiMHo3a o6enx noyek. Mokasatenu KLIC, ropmoHanbHo-
ro npoounsa B Hopme. NcknoyeHbl MHPEKLMS M aHOMa-
NNK PasBUTUS MOYEBLIBOAALWMX NYTel, NPEpPeHanbHble
U GYHKLMOHaNbHbIe NPUYUHDI NPOTEUHYPUK. B cBs3M ¢
HannyneMm TYOYNAPHOI NMPOTEUHYPUU PEKOMEHAO0BAHO
reHeTUYyeckoe obcnefoBaHMe ANS WUCKIIOYEHUS Ha-
CNepCTBEHHON TyGynonaTum.

BbinonHeHO cekBeHMPOBaHWE NOMHOIO 3K30Ma, 06-
Hapy>XeHa paHee He ONUcaHHas reMM3MroTHas MyTaums
B reHe CLCNS ¢.536G>T/p.Gly179Val, Ha ocHOoBaHuK yero
yCTaHOBNEH iMarHos 6onesHb [leHta 1 Tuna.

Ha6ntopgeHne nauueHTa NpofonXaeTca No Hactos-
wee Bpems (AHBapb 2024). Kaxble 6 MECALEB Manbuuk
rocnuTanusmpyeTca B Heponoruyeckoe OTAENEHME.
Mpu fMHaMUyeckoM HabnoaeHn 0TMeYeHo GopMUpo-
BaHWe apTepuanbHON rMNepTEH3MN CO CPeAHUMU 3Have-
HuaAMM 120/80 MM pT. CT., UNbTPaLMOHHAS QYHKLMA NO-
YeK M YpOBeHb MPOTEUHYPUM OCTAKOTCA CTABMNbHLIMU
(kpeaTuHuH 50 Mkmonb/n, 6enok 1-1,5 r/cyT). Pe6eHKy
HasHayeHa KOMOMHMpOBAHHAas aHTUrMNepTeH3WUBHasA,
HedponpoTeKTUBHAs Tepanus, npodunakTuka Hedpo-
NNTNa3a, C NONOXUTENbHbIM 3O(PEKTOM B BUAE HOPMa-
nn3auun nokasateneit apTepuanbHOro faBlieHus.

3aknioueHmne. PaHee 60ne3Hb [leHTa M3-3a BbICOKOM
NPOTEUHYPUN M OTCYTCTBUA OTBETA HA MMMYHOCYNpec-
CMBHYIO Tepanuio pacueHuBanacb Kak cTepoupapesu-
CTEHTHbIIi HeQpOTUYECKUA CUHAPOM, HO 6narogaps
pasBUTUIO METOLOB TFEHETUYECKOro McchepoBaHus,
nosiBuiIacb BO3MOXHOCTb BepuduuMpoBaTb AMarHos.
Mpw febioTe NPOTEUHYPUM B paHHEM BO3pacTe HE0HX0-
OMMO B NepByIo oYepeAb UCKNHOUUTb HAaCNeLCTBEHHYIO
natonoruto. B npefcraBneHHOM cnyyae Ha OCHOBaHMU
KNMHUYECKUX [aHHbIX U pe3ynbTaToB 06CNnefoBaHuMA
yfanocb 3anofo3puTb 60ne3Hb [leHTa, KOTOpY noj-
TBEPAMIO MONEKYNIAPHO-TreHETUYECKOE UCCNe0BaHMe.

PAHHAA QUATHOCTUKA CUHAPOMA
ANEPTA: KNTMHWYECKOE HABJIIOAEHUE
CmonbsiHHukoBa A.b.', Kantytuc C.C.

HayyHbie pykoBogutenn:
AOLEHT, K.M.H. CapkucaH E.A.", kK.M.H. Bopoxa J1.]]."

TPHUMY um. H.WN. Tnporoea MuHsapasa Poccuw,
Kadegpa rocnuTanbHo negnaTpumn M. akageMuka
B.A. TabonuHa N
2HML nm. B.®. BoitHo-AceHelkoro

Beegenue. CuHapom Anepta (CA, akpouedanocuu-
paktunusa tunal, Apert syndrome, MKB-10 Q87.0) siBnsieT-
Cs 04HOMN 13 popm akpouedanoCUHAAKTUINMN U PeAKUM
BPOX/EHHbIM 3a60N1€BaHNEM, UMEIOLLUM Ype3BblvaiiHO
cneumduyecknin MonekynsipHbin mexannsm. CA — ato
ayTOCOMHO-AOMWHAHTHOE 3aboneBaHue, 06YCNOBNEH-
HOe MyTauuel reHa peuenTtopa ¢akTopa pocta ¢pu6bpo-
6nacTtoe-2 (FGFR2). AkpouedanocuHpaktuams tuna |
XapakTepusyeTcs KpaHMOCUHOCTO30M, MOpPOKaMn pas-
BUTUS CPefHei 4yacTu nuua, TAXEeNOoN CUHAAKTUANe
PYK U HOT, @ TaK)Xe aHOMasnsMm1 KOX U, FOSIOBHOF0 MO3ra
U BHYTPEHHUX opraHoBs. YacTtoTa coctasnsiet ot 1 go 65
000-200 000 HOBOPOX ,€HHBIX, C CAMbIM BbICOKUM YPOB-
HeM pacnpoCcTpaHeHHOCTH CpPeau a3naTCcKoro Hacesne-
HuA, 6e3 pasnnyuil B 3a601€BAaEMOCTM MEXAY NONaMMU.
Bo BceM mupe nepBblil 3aJ,0KYMEHTUPOBAHHbIA CNyyail
CA 6bin 3apukcupoBaH B 1894 rogy. YepenHo-nuuesble
aedopmaumm, xapaktepHbole ana CA, BKJHOYaOT: akpo-
uedanuio («baleHHbli Yepen» ABNAETCA CleACTBUEM
pPaHHEro CWMHOCTO3a MHOTMX LWBOB Yepena — KOpo-
HapHbIX, YewyhyaTblX, KIMHOBULHbIX U Ap.), 60NbLWON
POJHMYOK CMellaeTcs KNepeau Ha No6, xapakTepHa
rMnonniasma cpegHeii yacTu mua, NAOCKNA UNK BbICTY-
narowmi 106, rnybokme KoXHble CKNaaKu Hag 6poBaMy,
MeJIKue rnasHuubl, ak3ohTanbm, NPonTo3, runeprene-
OpW3M, aHTUMOHIOJIOMAHbIA pa3pes rnas, MaleHbKUMn
HOC, C YN/IOWEHHOW CMUHKON U LWMPOKUM KOHYUKOM,
BEPXHAS MUKPOTHATHSA, HU3KO MOCAaXEHbI YLWHbIE PaKo-
BUHbI, BbICOKOE AyroobpasHoe He6o, pacliennHa Heba,
pacuiensieHne HebHOro A3blyka, No3aHee NpopesbiBa-
Hue 3y60B, aHOMaNUW MONOXEHUS OTAENbHbIX 3y6OB,
nonatoo6pasHble peslbl, HEMpaBU/bHbIA NpUKyc. Xa-
PaKTEPHbIMK MPU3HAKAMU KUCTU ABNSIOTCS KOPOTKUMN,
pafuanbHO UCKPUBNIEHHbIA GONbILON Nanewl, CNoXHas
CUHL,aKTMNINSA YKa3aTebHOr0, AJIMHHOIO U 6e3bIMAHHO-
ro nanblLeB, CUHAAKTUAUA YETBEPTOro NepenoHYaToro
npocTpaHcTBa u cumbananrusm. Y naymeHtos ¢ CA va-
CTO BCTpPeYalTCsi Npobnembl C MUTaHUEM, NOTEPS CNy-
Xa U NpPOrpeccupyroL it CUHOCTO3 HECKONbKUX KOCTeil
(nporpeccupylowmii  KpPaHUOCUHOCTO3, CMOHAMIOAES
LeiHbIX MO3BOHKOB, KOCTEei PyK U HOT, 3aNACTbA U Npej-
ntocHbl). CO CTOPOHbI BHYTPEHHUX OPraHoB, Y YacTu
petent ¢ CA, amarHocTmpyroTca CTPYKTYpHble aHOManuu
cepaua (10%), aHoManum MoYenonoBoii cucteml (9,6%),
W XeNnyaouHo-KuweyHoro Tpakta (1,5 %).

KnuHuyeckuii cnyvaii. lesouka b. o1 maTepu 34 ner,
C OTArOWEHHbIMWU COMaTMYeCKUM (MOMIZINHO3, TUNOTH-
peos) U FTMHEKONOrMYeckKuM (CMHAPOM MOJIMKUCTOSHbIX
SIMYHWUKOB) aHaMHe3aMu, OT NepBoii 6epeMeHHOCTH. Pe-



O€HOK OT NepBbIX CPOYHbIX POAOB NYyTEM ONepaLmumn Ke-
capeBa cevyeHus B 40 Hegenb. Macca Tena npu poxae-
Hum 3020 r, anuHa 49 cm, oueHka no wkane APGAR: 8/8
6annos. Mpu oueHke no wkane INTERGROWTH-21st ¢u-
3MYeckoe pasBuTHe pebeHka rapMoHKMYHoe. Ha cpoke
rectauum 11 Hepenb no AaHHbIM Y3W 6bina BbiABNEHA
CUHAAKTUAMA KucTei u cton. Mpu poxaeHun B HEBPO-
NOrMYeckoM cTaTyce OTMEYanoCb YyMepeHHOoe CHUXe-
HMe MbIWEeYHOro ToHyca. Pednekchbl Bbi3biBanuch, HO
ObICTPO MUcToWanucb. Ha BTOpble CYTKNU XW3HKU 6bIN0O
OTMEYEeHO HapacTaHWe CUMNTOMOB MWH(EKLWUOHHOIO
TOKCMKO3a, AblXaTeNbHOi HEJOCTaTOYHOCTH.

Mo na6opaTopHbIM AaHHbIM OTMEYanucb Neikoum-
TO3 CO C/BUrOM BneBo, nosbilweHne CPb po 33 mr/n,
No [aHHbIM peHTreHorpadun OpraHoB rpyaHON KneTt-
KM — Npu3Haku nHeBMOHMMW. lpoBoaunacb aHTMbak-
TepuanbHas Tepanus C NOJOXMTeNbHbIM 3hheKToMm.
B Bo3pacTe 13 CYTOK XU3HM peBEHOK OblN NepeBefieH
B IbY3 «HILU cneumanbHO MeAMLMHCKOW MOMOLLM
petam [13M» ons onpepeneHns ganbHeilwei TaKTUKK
BefeHus u neyeHusi. 06uiee CoCTOSAHME NpK NocTynne-
HUM OLLEHWBAJIOCh KaK CPpefHel CTeMneHmn TAXECTH, CBSA-
3aHHOEe C BPOXAEHHOW CMHAPOMaNnbLHOM natonorueii ¢
KOpPOHapHbIM KPaHUMOCMHOCTO30M Ha (hOHe conyTCTBY-
OLWero TeYeHMs BPOXAEHHOW NHEBMOHUW. [lpn ocMo-
Tpe o6pallano BHUMaHNe pacxXoXxjeHue KocTei yepena
Mo carutTasbHOMy WwBy Ao 1,5 cM, Mo N06GHOMY WBY A0
1,5 c™, namé6goeugHomy go 0,5 cm. GeHoTunuyeckne
ocobeHHoCTM: fedhopMaLma yepena 3a CYET CUHOCTO3a
KOpOHapHbIX WBOB C ABYX CTOPOH, 6paxuuedanus, ru-
nonnasus opbuT U cpepHeil TpeTn nuLa, 3anaeLas ne-
peHocuua, KNOBOBUAHDBI HOC, MUKPOTHATKA, apKOBUS-
HOe HE6O, HM3KO PacnosioXeHHble YWHble PaKOBUHbI,
MonHasa CMHAaKTUAUA Kucten u cton. lMpucytcTBoBa-
N HEBPOMOrMYeckne NpPUsHaku CUHAPOMA YrHETEHUA
(peakuua Ha OCMOTP MMWHUMANbHOW [BUTATENbHOM
akTuBauueit). dukcauus B3opa oTcyTcTBOBaNa. Coxpa-
HANOCb NPU3HAKKU CUHAPOMA «BANOro pebeHKa»: runo-
TOHUA U runopedexkcus.

HeiipocoHorpauyecku BW3yaNM3NpoOBaNUCh 3XO-
Npu3Haku punatauun 60KoBbIX Xenyfodkos. Mo aaH-
HbIM 9xoKappuorpaguu: OTKpbITOe OBanbHOE OKHO
(2 Mmm), He6onblias aHEBpPU3Ma MeXMNpeLCcepAHON nepe-
ropogku (L-Tun), AONONHUTENbHASA XOpAa B 1EBOM Xe-
nynoyke. B Mukpo6uonornyecknx noceBax M3 pasHbix
NOKYCOB BbIfiB/eH 3010TMCTbIN cTabunokokk. AHK rep-
nec-BMPYCOB pasHbIX rpynn He BbiBAEHO. [onyyaemas
aHTMbaKTepuanbHas Tepanus no BbiSBNEHHOI YYBCTBU-
TenbHocTu. llpoBogunacb KOppeKuus WU3MEHEeHWii B
rasoBOM KWUCJOTHO-OCHOBHOM cTaTyce, MH(Y3UOHHas
Tepanus. MuTaHue pebeHka No BO3pacTHbIM TpeboBa-
HUAM. AyANONOTUYECKNii TECT NPOIJIEH C 06eMUX CTOPOH.
HapyweHunit rnasHoro fHa He BbiiBAeHO. 10 AaHHbIM
pacWWUpPeHHOro HeoHaTanbHOr0 CKpPUHWHra MaTonoruu
He BbISIBJIEHO.

[poBefeHne MONEKYNAPHO-TeHETUYECKOro uccre-
J0BaHWA NyTeM NONHOIK3OMHOr0 CEKBEHUPOBAHUA Bbl-
ABUNO MyTauuu B reHe FGFR2, KoTopoe B COBOKYMHOCTH
C BblllenepeyncrieHHbIMM aHaMHeCTUYECKUMMN faHHbl-
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MK, NoATBepAMNO cuHapoM Anepta. Hanuuue cuHgpo-
MaNbHbIX KPaHMOCHHOCTO30B B CEMENHOM aHaMHese
poauTenu oTpuuanu. Pe6eHOK 6bli BbIMUCAH JOMOIA.
Ha MOMEeHT BbINMCKM GU3NYECKOE N HENPONCUXNYECKOE
pa3BuTMe pebeHKa COOTBETCTBOBANO BO3pacTy. bbino
PEKOMEHJO0BAHO HabnlofeHWe neaunaTtpa, HeBponora,
OTOPWUHONAPMHIONOra, YeNCTHO-NMLEBOFO XUpPYpra,
Helpoxupypra B NONMKANHUKE U CNeLnanu3npoBaHHbIX
yYpexaeHusix No MecTy XUTenbCTBa.

3aknioyenne. CuHapoM AnepTa JAeMOHCTpupyeT
GONbLIYI0 KAWHMYECKYO BapuabenbHocTb. HecMoTps
Ha XxapaKTepHOe MHOTOCMCTEMHOE NOPaXeHne, BKNK0Ya-
lollee MOMMMO KPaCHUOCMHOCTO3a, MOPaXeHU KoHeu-
HOCTEeA W YenCTHO-NNLEBOI 061acTH, BPOXKAEHHbIE
MOPOKM PasBUTUSA OPraHOB 3peHMs M chyxa, cephua,
MOYErnosioBOM CUCTEMbI, BCTPeYaTCA KAWHUYEecKue
NposABNEHMA TONbKO B BUAE 6paxuouedanun 1 NosHoii
CMHAaKkTunun. HecmoTpsi Ha ayTOCOMHO-AOMMWHAHT-
Hblii XapakTep HacnefoBaHus, MOryT HabnwopjaTbcs
cneyuduyHble reHHble MyTaluuu, BO3HUKWMe de novo.
HecMmOTps Ha CNOXHOCTM, ONUCAHHbIE B HAYYHOI Mefu-
LIMHCKOM nuTepaTtype, 3anof03puTb cuHApoma AnepTa
MOXHO yxe ¢ 11 Hepenu rectayuu. B HeoHaTanbHOM
nepuoge 3aboneBaHue 4acTo CONPOBOXAaeTcA NaTono-
rMen [aHHOro nepuopa, NpuBoAALLEi NOMUMO KpaHU-
OCWHOCTO3a, K CHHAPOMY «BSIOF0 pe6eHKa» u TpebyeT
AOMNOSHUTENbHbIX 1IeYE6HO-[MAarHOCTUYECKMX MEPONPHU-
ATUIA. Pa3nnune KNMHMYECKNUX NPOABAEHUIA onpegenseT
WWpoOKNUin anddepeHumanbHO-AMarHoCTUYECKHIA NOUCK
CpeAm HacneAcTBeHHbIX KPaHUOCUMHOCTO30B. Bepenue
CMHAPOMAanbHOr0 KpaHWOCMHOCTO3a ONTUMU3MpPYeTCH
MeXAUCLMNANHAPHbIM NOAX0LOM. PesynbTaToM 3TOro
CTaHOBUTCA o6ecneyeHne af,eKkBaTHOrO Heliponcuxmye-
CKOro pasBuTUA U yNyUlleHMe Ka4yecTBa XMU3HW.

OCOBEHHOCTWU TEYEHUA CUHAPOMA
NOANDOEPA B HEOHATAJIbHOM
NEPUOJE
CmonbsaHHukosa A.b.', NpaBocnaBHas 0.B.

HayyHble pykoBoguTenn:
AOLeHT, K.M.H. CapkucaH E.A', k.m.H. Bopoxa J1.[."?

" PHUMY um. H.WN. Muporoea Munsapaea Poccum,
Kadefpa rocnuTanbHo neguaTpumn M. akageMmnka
B.A. Ta6onnHa Mo
2 HML| um. B.®. BoitHo-AceHewkoro

Beepeunue. Cungpom MNdaiiddepa (CM, Pfeiffer
syndrome, Q 87.0 unn akpouedanocuHgakTunua V
TMNa) — pefKoe ayTOCOMHO-AOMWHAHTHOE 3abonesa-
HWe M3 Tpynnbl CUHAPOMANbHbIX KPaHWOCHHOCTO30B,
XapaKTepu3yrLeecs YepenHo-NMLEBOA gucnnasuen B
COYeTaHWUu co cKeneTHbiMKU fedopmauusamu. Bnepeble
natonorusi 6oina onucaxa B 1964 rogy HemeukuM neau-
aTpom Pygonbdom MNoaiipdepom. OHa BcTpevaeTca y 1
13 100000 HOBOPOXAEHHbIX U 3aHUMaeT BTOPOe MecTo
B MMPE N0 pacnpoCcTPaHEHHOCTM U3 FPynMbl CUHLPOMOB
akpouedanocuHpakTunum, nocne cuHgpoma Anepra.
YacToTa He 3aBUCUT OT pachbl, HALWOHANBHOCTH M Mona.



MoMMMO KpaHWOCMHOCTO3a YacTo HabMfaTCA: 9K-
30(TanbM, MUKPOrHATUSA, HapyLLEeHME POCTa U pa3BUTUSA
3y60B, MOBbIWEHWE BHYTPUYEPENHOrO [aBNEHNS U3-3a
npexjeBpeMEeHHOro cpalleHus KocTell yepena, Koco-
rnasue. [1na faHHOro CUMHAPOMA XapaKTEpPHO Hanuuue
KOPOTKMX CPeAHUX anaHr v HemonHas CUHAAKTUAUSA
nanbues pyk u Hor. Mpu HeKoTopbIX opmax 3abonesa-
HUS, N3-32 aHOMaNuUit HapyXHOro CNYX0BOro Npoxofa u
CpefHero yxa, [MarHoOCTUpYeTCsA TNyxoTa, HapylleHue
PEYM U MHTENNEKTYyaNbHOro pa3BuTus. NMpuynHa passu-
A obycnosneHa gedektamu B reHax FGFR1 u FGFR2,
KOTOpble OTBEYAOT 3a 3KCMPECCU peLenTopoB dak-
Topa pocTa pubpo61acToB, yyacTBYOLWMX B TpaHCOp-
MaLuuW CTBONOBbIX KNEeTOK B OCTeo6nacTbl BO BpPeMs
ambpuoreHesa. MyTauus B 3TUX reHax NPUBOANT K ANu-
TeNbHOI nepefaye 6eNKOBbIX CUTHAMOB, B pe3ysibTaTe
Yero NpoMCXoAuT NpeXAeBpeMEHHOE CpalleHue KoCTell
yepena W HenpaBU/IbHOE pa3BUTUE KOHEYHOCTEN. B 3a-
BMCUMOCTM OT TOr0, B KAKOM reHe Npon3oLia MyTaums,
ClN noppaspgenserca Ha 3 Tuna. Tun 1 — Bbi3bIBaeTcA
myTaumsamu nu6o B FGFR1, nu6o B FGFR2 u cuntaertcs
deHoTUNNYeCKN Hanbonee 6NaronpusTHBIM. Tunbl 2 U
3 — myTaumsa B reHe FGFR2, B cpaBHeHuu ¢ Tunom 1 —
TAXENO0e TeYeHue.

KnuHnyeckuit cnyvaii. [leBoyka X, pogunacb oT Mma-
Tepy 37 NeT ¢ OTATOWEHHbIM COMaTUYECKUM (I3BEHHas
60/1e3Hb ABEHAALATUNEPCTHON! KULKM, XONELNCTIKTO-
MUS, anneHgIKTOMUA) U TMHEKONOrMvyeckuM (3posus
ek MaTKK, 5 MEANLMHCKUX a6OPTOB) aHAMHE3aMMu.
OT 8 6epeMeHHOCTH, 3 pofoB GUXopHanbHO GUaMHMO-
TUYeCKON [ BOMHEN, NpOTeKaBLei ¢ Yyrposoii npepblBa-
HUsI, onepaTMBHbIM NyTeM Ha 34 Hepene. Ha 29 Hepene
recTalMOHHOro Bo3pacTa no pesynbTaTam ynbTpasBy-
KOBOr0O CKaHupoBaHusa y 1-oro nnofa 6binu o6Hapyxe-
Hbl NPU3HaKN aHOManbHbIX CPpaLLeHuii KocTeil yepena u
NULEBOro AN30CTO3a, YTO NOATBEPAMNIO HaNMuKue BO3-
MOXXHOT0 KpaHMOCMHOCTO3a. Macca Tena npu poxge-
Hun — 2570 r, pocT — 47 CM, OKPYXHOCTb ronoBbl — 34
CM, rpyan — 33 cMm, oueHka no wkane APGAR 4/6 6annos,
npu pOXAEHUN UMena rapMOHMYHOE pa3BUTUE K CPOKY
rectauuu cornacHo Ta6nuue INTERGROWTH-21st.

Btopoit pe6eHok (feBoyka) U3 ABOMHKM pPoaunca c
maccoi Tena 2650 r, pocToM 46 CM U OKPYXHOCTbIO 0~
nosbl 32 cM. Ouenka no wkane APGAR coctaBuna 9/9
6annoB. bbin BbINUCAH AOMOIE NoA HabNOAEHNE NeAna-
Tpa Ha 5-& CYTKM XMU3HMU.

CocTosiHWe nepBoro pebeHka Npu poXAEHUN OLEHN-
BaNIOCb KaK KpaiHe Tsxenoe. B cBA3M ¢ ymepeHHoIi ac-
¢duKcueil B pofax, HalMYyMeM BblpaXeHHbIX AbixaTenb-
HbIX PacCcTpOCTB M BPOXAEHHOr0 MOpoOKa pasBUTUA
(Au30CTO3 NMUEBOro Yepena) ¢ NepBbiX MUHYT XU3HU
OblnN NPOBEAEHbI peaHMMaLMOHHbIe MeponpuaTus. Pe-
6eHOK Haxoauncst Ha UBJ1 ¢ aHpoTpaxeanbHOW UHCTUA-
nAuMen 3K30reHHoro cypdaktaHTa. MHOXECTBEHHbIe
CTUTMbI U33MOpuoreHesa: 6aweHHas Gopma yepena c
BbITAHYTOI NOOGHO-TEMEHHOI YaCTbHO, TMNEPTENOPU3M U
9K30(TaNbM, CKOLIEHHbIIi 3aTbINOK, HU3KO MOCaXEHHbIe
AMCNNACTUYHbIE YILHbIE PAKOBUHbI U YKOPOYEHUE Lien.
MpusHakKu «BANOro pe6eHka» (BbipakeHHas MbllieyHas

TMNOTOHMA) 6bIW 06YCNOBEHbI KaK NPOABEHUAMN Je-
3ajjantauuu B paHHEM HeoHaTaNbHOM Nepuoje, TakK u
HacnejCTBEHHOW CMHLPOMANIbHON NaToNOrnei.

Ha HelipocoHorpadgum oTMeYanocb HapacTaHue
NMPU3HAKOB FMUMOKCUYECKM-ULLIEMUYECKOTO NOpaXeH!s
BEllecTBa rOJIOBHOMO MO3ra, PaclUUpeHUe TPEeTbero
N GOKOBBIX XXeNy[4OUYKOB, HalNYME KPOBOUINUAHUS B
MWUHAANNHY MO3XeuKa cieBa. B cBA3M ¢ YeM 6bi1o nNpo-
BEAEHO BEHTPUKYNO-NEepUTOHeaNlbHOE WYHTUPOBaHMUE.
Bbinn BbISBNEHbI GUKOPOHAPHbIA U 6UNAMOA0BUAHDII
CUHOCTO3bl, (POPMUPOBAHUE Yepena B BUAE «IMCTa
Knesepa», YNjolleHne yepena B nepeAHe3aHeM Ha-
NpaBfEHUU U YMeHbLUIEHUE 6ONbLIONO 3aTbI/IOYHOMO OT-
BepcTus. Takxe 6bin1 BbiBNIEHbI aHOMasMK IMLEBOr0
yepena B BUAe YNJIOWEHNUS U YKOPOUEHUS KOCTEN HOCa,
OTCYTCTBUS [JOCTOBEPHOW BU3yanusaLuu CNyXOBbIX
MPOXOAO0B M aHOMaNNMN KOHEYHOCTEN B BUAE YAMHEHUS
W pacluIMpeHns NepBoro nanbla cton u kucteit. OTona-
PUHTONOrOM JMarHOCTMPOBaHbI aTpeauns XoaH 1 HenoJ-
Has aTpesaus CyXoBbiX NPOX0OL0B. AHOMaNuM NMLEBOro
yepena GeHOTUNUYECKM NPOSBUINUCH NIOXKHBIM 3K30(-
TanbMoM.

Cpean na6opaTopHbiXx OTKAOHeHWii: aHemus (Hb 95
r/n; 9p 2,6x10"%/n), neitkoumnTo3 (14x109/n), TpOMGOLMUTO-
uuTo3 (510x109/n) u noBbiweHue 6enKOB ocTpoit dhasbl.
B mukpobuonornyeckux nocerax BbisBneHol Klebsiella
pneumoniae u Pseudomonas aeruginosa. 3aknio4nTenb-
HbIM 3TanoM B NMOCTaHOBKE JMarHo3a crano nposeje-
HUE NOSHOIK30MHOr0 CEKBEHUPOBAHMSA C BbIIBIEHNEM
myTauuu B reHe FGFR2, koTopas B COBOKYMHOCTHU C Bbl-
WenepeyncneHHbIMi  aHaMHECTUYECKUMN  JaHHbIMU,
noaTeepauna cuHgpom Nbainddepa 2 Tuna. PebeHok
nonyyan aHTUOAKTEpWaNbHY M NPOTUBOrPUOKOBYIO
Tepanuio (uedenum, BaHKOMULMH, LiedonepasoH/cynb-
6akTaM, HeTUMULMH. prykaHason). Ha remorpamMme Ha
(GoHe NpoBOAMMONM Tepanun HabNAANUCb NPU3HAKM
perpecca aHeMuu W HopMmanusauuu rnokasateneit (Hb
127 r/n; 3p 4,41x10"%/n).

Mo gaHHbIM KT-uccnefoBaHus ¢ TpeXMepHO peKkoH-
CTPYKUMWEN, NPU3HAKU BHYTPMYEPENHO TMNEPTEH3UMN U
rugpouedanuu nporpeccupoBani, YTo NOCNYXuUno oc-
HOBaHWEM K MPOBEAEHMIO NIAHOBOI0 XMPYPruyeckoro
BMewaTenbcTBa. B Bo3pacte 1 mecaya 20 gHeil XNU3HH
pebeHKy 6blna nNpoBeAeHa ABYCTOPOHHAS NUHeiHas
KpaHuoTomus. B 4 MecsiLla oH 6biN1 BbINUCAH AOMOVE Noj
aM6ynaTopHoe HabnoAeHNe B NONMKIUHUKE U UMEN OT-
CTaBaHWe Kak B MCMXOMOTOPHOM, TaK U B (U3M4eCKOM
pasBUTUM.

3akniouenue. CuHapom lMdaindpdepa 2 Tuna BCTpe-
yaeTcsl AOCTAaTOYHO PefKo W CONpOBOXAaeTca Tsxe-
NbIM TeYeHneM. XapakTepu3yeTca NpexLeBpeMEHHbIM
cpacTaHUeM HecKo/bKUX WBOB Yyepena, YTo NpuMBOAMUT
K U3MEHEeHNI0 GOPMbI TOJIOBbI, YMEHbLIEHUIO MOJIOCTH
yepena u, Kak cnefcTBue, pasBUTUEM OCNTOXHEHMIA. [In-
arHos CTaBMTCS Ha OCHOBAHMU METOZ0B HEWPOBKU3Yyanu-
3aLUWUM M MOLTBEPXKAAETCSA MONEKYNAPHO-TEHETUYECKUM
MEeTOAOM. Hanuuue y HOBOPOXJIEHHbIX XapaKTepHO
(Gopmbl yepena B BUAE «IMCTa KJIeBEpa» U YEPENHO-NU-
LLeBOr0 AWU30CTO3a CNYXMUT NOKasaHUEM Ans reHetTuye-
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CKoro o6cniefoBaHus (BbisiBieHME MyTaLun B 9 9K30HE
reHa FGFR). KnuHndeckoe TeueHne cuHapoma Maoaiig-
(Gepa HepefKO OTAIMYAETCA OT ONUCAHHbIX B INTEpaType
cnyyaes. Y onucaHHoro pebeHka KocTu yepena 6binu
yN/oWweHbl B NepeAHe3afHEM HamnpaBieHuW, AUarHo-
CTUPOBAHO CNUSIHWE BONbLIOTO POAHMYKA U CaruTTaNb-
HOro WBOB B €AWHbIA AnacTas, BbISIBAEHO YAJNHEHNE
60MbLUMX MaNbLeB KOHEYHOCTE, YTO He b0 ONUCAHO
paHee. OTCYTCTBOBA/N HEKOTOPbIE XapaKTEpPHble CTU-
Mbl AM33M6puoreHesa. Taxenoe TeyeHne 3aboneBaHms
OblJ10 TAKXXe CBA3aHO C MaToJIOrMEN HEOHATaIbHOrO ne-
puoaa.

Ha ceroHAIWHNIN AeHb OCHOBHbIM METOLOM NeYEHMs
0CTaeTCsA XUPYpPruyeckoe BMeLWaTeNbCTBO, KOTOPOe Mno-
3BONAET YCTPaHMTb AedopmMaulnumn Yepena u nULEBOrO
CKeJsieTa, a TakXe YBEMUUTb 06bEM MOJIOCTHM yepena,
YTO NO3BOJIUT NPEeAOTBPaTUTL PUCK Pa3BUTUS HEBPO-
NOFMYecKnX OCNOXHEHU. PaHHee BbifiBNeHWe 3abose-
BaHWA U CBOEBPEMEHHOE JIEYEHNE MOTYT 3HAYUTENbHO
YAYYWUTb NPOrHO3 U KAYEeCTBO XM3HN TaKMX MaLUEHTOB.

Bynyuwee 3a peTanbHON HEAPOXUPYPTUER U TEHHO-UH-
XEHEepPHbIMU MeToAaMu Tepanuu.

GFAP-ACTPOLIUTONATMUA
C AyTONOAOBHBIM ®EHOTUIOM

06oa3uHckasn T.E., AnekcangpeHnkoBa A.H.,
Napuoxos I.B.

Hayunbie pykoBogutenn:
npodgeccop, 4.M.H., lenepanos B.0., K.M.H. CagbikoB T.P.

KnuHuka «naHetaMep»

BeegeHue. V3BeCTHO, 4TO ayTOMMMYHHble 3a60-
neBaHMA HepejKo NopaxarT LEHTPaNbHY HEepBHYHO
CUCTEMY, N KJIMHUYECKas KapTMHa Takoro MMMYHO-0Mo-
CpefoBaHHOro NOPaXeHUs HEPBHOI CUCTEMbI XapaKTe-
pusyetcs NoAUMOPGU3MOM KIMHWUYECKMX MPU3HAKOB.
B page cnyyaeB TeyeHne ayTOMMMYHHOrO npoLecca He
COMPOBOXAAeTCA OCTPON HEBPOSIOTMYECKON CUMMTO-
MaTMKOW 1 NpOSBAAETCA B U3SMEHEHWUU NCUXOHEBPONO-
TMYeCcKOro crartyca, B YaCTHOCTM, B IeTCKOM BO3pacTe
B BM[E 3aJEePXKN NCMXOPEeYeBOro U NcuxoMoTOPHOro
pasBUTUSA, NOBeLEHYECKUX PacCTPOMCTB, HapyLIEHWii
CHa U HapyleHWUin paboTbl BEreTaTUBHOW HEPBHON Ccu-
cTeMbl. Takaa Hecneunduyeckas KNMHMYeCKas KapTu-
Ha nnA pebeHKa C 3aJepXKOoil NMCUXOPEYEeBOro pasBu-
TUA U HeXenaTesbHbIM NOBeJEHWEM NPUBOANT valle
BCEro K obpalieHunio K NCUXKUaTpy, a He K UMMYHONOTY
unu Heeponory. Takum 06pa3om, 6e3 IPKO BbIPaXEHHbIX
NPM3HaKOB ayTOMMMYHHOI NaTtonorum u sHuedanuta,
nauMeHT MOXeT [LNNUTENbHOE BPeMs ocTaBaTbhca 6e3
HEo6X0LMMOro eMmy Ccneuuanu3upoBaHHOrO JeYeHus.
GFAP-acTpouuTonatus — pepkas GopMa ayTOMMMYH-
HOro 3a6oneBaHWs HepPBHOW CUCTEMbI, CONPOBOXJak0-
werocs GopMMpPOBAHUEM ayTOAHTUTEN K [ManbHOMY
pubpunnapHomy kucnomy 6enky (GFAP) — KOMMoOHeH-
Ty uutockeneta actpouutoB. GFAP-acTpouutonaTus
yawe HabnfaeTca y B3pOC/bIX NALMEHTOB W KJIMHU-
YeCcKM MpoTeKaeT Kak MEHUHrO3HLeGanuT unu MeHuH-
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rosHuedanomuenut. Ho Takxe GFAP-acTpouutonatus
MOXET BCTPeYaTbCA M y NaLUeHTOB AETCKOro Bo3pac-
Ta, KJIMHMYecKas KapTWHa KOTOPbIX XapakTepusyetcs
MEHbLIMM YPOBHEM OCTPOTbI MO CPaBHEHUIO CO B3pOC-
NbIMKU 60MIbHLIMU U OMpeAensieTcs 3afepXKoi ncuxo-
PEYEBOr0 Pas3BUTUA W HEXeNnaTeNbHbIM NOBEAEHUEM,
YTO NPUBOAMT K MOCTAHOBKE AMarHosa paccTpoiicTBa
ayTMCTMYECKOro CnekTpa TakuM nalueHTa u ux Habnio-
AEHUI0 BPAYOM-NCUXMATPOM.

Knunuyeckuit cnyvaii. MauneHtka M 5 net ot 6epe-
MEHHOCTM NpOTEeKaBleil, B LenoMm, GU3nonormyecku,
AOHOLLEeHHasA, pPoAbl cTumynupoBaHHble, APGAR 9/9,
rPYAHOrO BCKapMJIMBaHUA He 6biN0 MO MaTEpPUHCKUM
NMPUYMHAM, UCKYCCTBEHHOE BCKapM/IMBaHUE C poxje-
HMA. BakuuHMpoBanacb COrnacHo HauWoHanbHOMY
KaneHpaplo, nepeHocuna BaKUMHaLUIO YLOBNETBOPU-
TenbHo. [lo 1 roga 2 mec. passuBanacb COrnacHo Hop-
MaTWBaM, feneTHas peyb nosBuUnacb Ha cpoke 8 mec.,
nowna B 1 rof U akTUBHO KOMMYHWULMUPOBana ¢ oKpy-
Xarolwmnmu, urpana no BospacTy. YKasaTeNibHbIid XecCT
U 3pUTENbHBbI KOHTAKT chopMupoBanuch BoBpems. B
BospacTe 1 rofa u 2 Mec. nocsie nepeHec&éHHon NHTep-
KYppeHTHOIi uHdekumn (OPBU) 1 nocTaeieHHOi B 3TOT
Xe nepuof NpoBeAEHHOI NonMBakLuMHaLuM B TeYeHue
HECKOMIbKUX CYTOK NMPOMW3OLIEN perpecc B pasBUTUM B
BMAE OTCYTCTBMA 3pUTENbHOIO KOHTaKTa, peakuun Ha
Umsa 6e3 UsMeHeHus noseaeHus. MocTeneHHo K 2 ro-
AaM NOSIBUNIMCb M36UpaTeNibHOCTb B NUTaHUM, rpy6bble
HapylleHWs B NOBeAEHUU, UCTEPUKM, arpeccuu u ayTo-
arpeccun, HeyCUAYMBOCTb U BO3BYXAEHHOCTb. Mpoxo-
Auna HeoJHOKpPaTHO Tepanui BpavyaMu-HeBPOJiOraMu
W NcuxuaTpamu, a COCTOsHUE Onpepenanoch kak ¢ap-
MaKope3UCTEHTHOE K MCUXOTPONHbIM npenapatam. Ha
npuéme Bpaya 06BHEKTUBHO BbIFAANT CTaplue CBOEro
BO3pacTa, KOXHble NMOKPOBbI 6NeAHble BNAXHble, Hey-
CUAuYMBa M BO36YXEHA, 3pUTENbHBIA KOHTAKT He yaep-
)XMBAET, a OT TaKTU/IbHOrO KOHTaKTa OTCTpaHaeTcs, npu
3TOM 06palLEHHYI0 peyb He MOHUMAET U He BbINOMHAET
MHCTPYKUNK. [0 AaHHbIM NabopaToOpHOro uccnepoBa-
HUS BbIABNEHO noBbiwieHue TI, T3, Kanus n Kanbuus,
anbda-1-rnobynuHoB. A B pe3ynbraTte LONONHUTENbHO-
ro MMMYHOJIOTMYECKOrO MCCNEeAOBaHNUS OGHapYXeHO
yBenuyeHne Tutpa aHtuten Kk GFAP. Takxe 6binn no-
BblLIEHbl KOHLEHTpaLun 6MoMapkepoB HeiipoBocnarsne-
Hus: 6enka S100b, HelipoH-cneunduyeckoit eHonassbl,
W TakXe rnokasatefieid HEMpPOMMMYHOTecTa, NOKasbl-
BalOWMX HaNPsXEHHOCTb Hecneuuhuyeckon peakuuu
MMMYHHOTO KOMMOHEHTA HEPBHOIi TKaHW (nelikouuTap-
Hasi anacTtasa, anbga-1-NpoTenHasHbIit UHFUGUTOP) U
crneyndmyeckoi peakLum KOMNOHeHTa (ayToaHTMTENa K
6enky S100b 1 ocHoBHOMY 6esiKy MUennHa). Ucxops us
06bEKTMBHBIX Pe3yNnbTaToB UCCNef0BaHMA BbICTaBNEH
anarHo3 GFAP-acTpouuTOonatum U M3MeHeHa TaKTWKa
Tepanuu, OCHOBHOM 4acTbto KOTOPOW cTana NpoTUBO-
BOCManMTeNnbHasa M UMMYHOPErynaTopHas.

3aknioyenne. TpoJeMOHCTPUPOBAH KIUHUYECKUI
cnyyvaii pefikoro ayTouMMyHHoro 3a6onesanus (GFAP-a-
cTpouMTONaTHs) B AETCKOM BO3pacTe, NPOTEKAaBLINUM
noj Mackol MCUXOHEeBPONOrMYeckoro paccTpomcTBa.
BbisBnieHNWe naToreHeTUYECKoro pakTopa pa3BuTHA na-



TOMIOTMYECKOTO COCTOAHUA Y AAHHOM NaLKUEHTKM onpe-
Jenuno TepaneBTUYECKYK cTpaTeruto, Kotopas BMno-
CnepcTBMM B KaTamHe3e cnoco6cTBoBana 6biCTpOMY
HUBENIMPOBAHMIO NOBEJEHYECKMUX PACCTPOIACTB U MONOo-
XWTENbHOW AMHAMMKe C HapacTaHMEM NpuUobpeTeHus
HaBbIKOB NaLMEeHTKONR. [JaHHbIA KAUHUYECKUA Cchyyvail
AEMOHCTPMPYeT, YTO NaUUEHTbI C 3afepPXKON ncuxope-
YeBOro pasBUTUS M ayTUCTUYECKUMU paccTpoiicTBaMu
Tpe6yloT 06WHPHOTo AnddepeHLnanbHO AnarHocTuye-
CKOro noAxoAa, B TOM YUC/e U UCKITIOYEHNS «BONbLINX»
ayTOMMMYHHbIX 3a60/1€BaHMWIA, U B TOM YUCIIE, TEX, KOTO-
pble NPU3HAHO CYMTaTb PEAKUMMU U XapaKTePHbIMU ANS
naLueHTOB B3POCNIOro BO3pacTa.

NMCUXOHEBPOJIOTMYECKAA KAPTUHA
3AAEPXKU MNCUXOPEYEBOIO
PA3BUTUA KAK MACKA 411 PEAKUX
HACNEACTBEHHbIX 3AB0JIEBAHUN

Napuonoe I.B., 06opa3unckas T.E.,
AnekcanppeHkoBa A.H.

HayuHbie pykoBoguTeNnn:
npogeccop, 5.M.H., leHepanos B.0., k.M.H. CagbikoB T.P.

Knuuuka «MnaHetaMepy»

BeepeHune. leHeTuyeckne 3aboneBaHus, 06ycnoB-
NeHHble MONHbIM NpeKpaleHnem pa6oTbl GepmeHTa,
Ha3bIBalOTCA HAcNeACTBEHHbIMU 601€3HAMM OOMEHa
(HBO). OpHoi M3 Takux sBnAeTcA (EeHUNKETOHYpUS
(PKY). MyTauus npu OKY Bo3HuKaeT B reHe dbeHuna-
naHuH-4-rugpokcunasbl. TeM He MeHee CyLWeCTBYHOT
nofmmopdumamMbl NaTonoruu B BULE FETEPOSUTOTHOMO
COCTOSIHUS,, KOTOPOE KJMHUYECKM XapakKTepuayercs
3a[ePXKOii NCMXOPEYEeBOro M MOTOPHOrO pasBUTUSA.
Takum o06pasoM, (GeHunanaHWH He npespaljaeTcs B
TUPO3MH. [laHHas cUTyauusi ypeBaTa HaKOMJEHNEM He
TONbKO eHUNanaHuHa, Ho U ero TOKCUYHbIX IepMBaTOB,
TakuX Kak peHuNnuMpoBMHOrpaAHas, GeHnnykcycHas u
deHnnMonoyHasa Kucnotel. B pesynbtate nmpoucxoguT
JecTpyKuua rematoaHuedanuueckoro 6apbepa (F36)
C AanbHenwei HeiipopereHepaunen, NeYeHn U NoYek.
AKTyanbHOCTb [aHHOW TEeMbl BblpaXeHa B Hanuuum
nayueHTa ¢ HeneyeHHon ®KY. Ha paHHbIi MOMEHT y
HOBOPOXJEHHbIX AeTeil 6epyT KPoBb AN CKPUHUHTra
mHorux HBO, B Tu. n ®KY. 310 noapasymeaert, yto HBO
06Hapyu1BaloTCA eLé B paHHEM NOCTHATaNbHOM Nepu-
ofle 1 cpasy nojBeprawTcs Koppekuuu. Ho Ha faHHbIi
MOMEHT [0 CMX NMOP B HEKOTOPbIX PErMoHax U CTpaHax
CKPUHUHT He MPOBOAMUTCA U B TaKMX CNy4asx Bpay aein-
CTBMTENIbHO MOXET BCTPETUTb BNEPBbLIE BbISIBIEHHYH
®KY Bo B3pocnom Bo3pacTe.

KnuHnyeckuii cnyvaii. MayueHT M 7 net noctynaet ¢
Xanob6amu Ha rpy6yto 3afepXKy NCMXOpeyeBoro passu-
TUA. Pe6EHOK OT GM3NONOrNYecKoii 6epeMeHHOCTH, f0-
HOLLEHHbIW, poaunca ¢ Becom 3520r, oueHKa no wkane
APGAR 9/9. Ha 1 roay )u3Hu He 6o5ien, BaKLMHMPOBaN-
CSl COTNacHo MnaHy, peakuuit Ha BaKLWHaLMIO He 6blTO.
C 1 roga Habniopaetcs 3afepXka NCUXOMOTOPHOro
pa3BUTMA: BOBPEMSA He Cenl U He nolweén. MNpoBoannoch

MHOrOKpaTHOE JleYyeHne HEBPOIOraMu U peabunnTono-
ramu c Kypcamu HOOTPOMHOW Tepanuu, maccaxa. Ha-
yan xoautb B 2,5 roga. B 7 net Ha MOMeHT nocTynne-
HUS MOHUMaHWE peyu rpybo CHUXEHO, COBCTBEHHOI
peun HeT. [0 AaHHbIM MeJMLUMHCKOA [OKYMEeHTaLuu
BE/NCA HEBPOJIOraMW C BXOAHbIM AMarHo3oM OpraHu-
yeckoe nopaxenue LHC, aHuedanonatus. 06bekTns-
Has AWArHOCTMKa NOMKUMO O6LLEro n 6UOXMMUYECKOrO
aHanusa KpoBM, 06LEro aHanusa MoYM BKJtOYana uc-
cnefoBaHue 6enkoB-6MOMapKepoB HelipoBoCnaneHus
(HeiipoH-cneunduyeckas eHonasa, 6enok S100b), uc-
cnefoBaHMe aMUHOKUCIIOTHOTO COCTaBa KpPoBM (B TAu.
KOHLIeHTpauua ¢eHunananuHa go 1510), uccnego.a-
HUE MOUM Ha opraHuyeckue KucnoTol (60 nokasartenei,
BKJ/IIOYAIOWMX B T.M. MeTa6onnTbl eHunanaHuHa). B pe-
3ynbTaTax aHa/lM30B Ha ce6s o6palyaeT BHUMaHUE MHO-
rOKpaTHOE NMOBbIWEHNE KOHLEHTpaLnu GeHunanaHmuHa,
3-GeHNNMONOYHOW N GEHUNNUPOBUHOTPALHOI KUCNOT
C KOHTPY3HTHbIM a6COMOTHbIM MCTOLLEHNEM TUPO3MU-
Ha Kak NaToOMOXMMWYECKMX 3BEHbEB 3ab0NieBaHUS.
Mpu aToM HabnopaeTcs MOBbIlIEHUE 6GMOMapKepoB
HeiipoBocnaneHns (HelpoH-cneuubuUyecKoit eHonasbl
n 6enka S100b), cBUAETENBCTBYIOWMNX O ANNUTENLHOM
npouecce HeMpoBoOCNaneHns U HelmpogereHepauuu Ha
(OHe XPOHMYECKOr0 MHTOKCUKALMOHHOIO CHUHLPOMA.
Takum 06pa3oM TepaneBTUYECKOW cTpaTerueii paboTbl
C AaHHbIM NaLWEHTOM 3aKJ1H04aNoCh B CPOYHOM BBeEfE-
HUN MeTaboNnyYecKoii KoppekLuu, B MepBY0 0Yepeab
cneuuduyeckoro paumoHa nNMTaHuA, npenapaTos, CHU-
XaLWMX YpOBEHb NOGOYHbIX NPOAYKTOB PeHunanaHu-
Ha u npenapaToB PepMEHTaTUBHOIO BOCCTAHOBJIEHUS U
NpOTMBOBOCMANNUTENbHbIA NPOTOKON. B KayecTBe peko-
MeHAaLuid cTano cTporoe co6ntofeHne fueTbl, NpoBe-
AeHne NnpoduiakTUYeCcKOoii BaKLMHALKUM CTPOro NpoTH-
BONOKa3aHo, co6nt0AaTb PEXMM CHa U 60APCTBOBAHMUS.
[lneTnyeckoe neyeHune 3aKK04aNOCh B UCKITIOYEHNUU U3
NUTaHUSA NPOLYKTOB C BbICOKUM coflepXaHueM 6enka (B
TY. U QeHnnanaHnHa): Maco, MCHbIe NPOAYKTHI, pbiba
W pblbHble NPOAYKTbI, TBOPOT, fiila, 6060Bble, OpPeEXH,
WwoKonaa v ap. lonycTuMble B fueTe HaTypabHble Npo-
AYKTbl, OBOLWMW, GPYKTbI M HEKOTOPbIE APYrue NPOAYKTbI
C HU3KWUM coaepxxaHueMm benka BBOAAT B COOTBETCTBUM
C MOACYETOM cofepxalierocsa B HUX GpeHunanaHuHa. B
CyTKM He MeHee 1800 Kkan. benok 3a CYET ecTecTBeH-
HblX MPOAYKTOB B AWETe PaccyuTbiBaNCs UCXOAS M3
JONYCTUMBIX CYTOYHbIX KONUYECTB (eHunanaHuHa c
YYETOM, 4TO 1 T 6enKa CofepXuT npuéanantensHo 50
Mr peHunanaHuHa. MNpm 3ToM KONMYecTBO PeHnnanaHu-
Ha cocTaBniano He 6onee 20 Mr B cyTku. HepocTatouee
KOJIMYecTBO 6es1Ka BOCMOJIHANOCH 3a CYET crneyuanusu-
POBaHHbIX NEYe6HbIX NPOJYKTOB — CMeceit aMUHOKMC-
not 6e3 GeHunanaHnHa u HU3KOOENKOBbIX MPOAYKTOB
nuTaHua. B TeyeHne rofa NeyeHns NPoM3oLLIIO CHUXE-
HMe KOHLEHTpauuu (eHunanaHuHa u ero JepuBaToB
(xomneHcauusa aedekTa pepMEHTATUBHbIX CUCTEM), Ha
(GoHe ynyylweHns MeTabonuyeckoro ctatyca BO3HUKNO
NOHMMaHMe peyn U cobCTBEHHAN peyb Ha YPOBHE Npo-
cTbix dpas.

3aknioueHne. [poAEMOHCTPMPOBAH KJMHUYECKWNIA
cnyyaii BnepBble BbiiBNEHHOI 60n1e3HN Gennuura y na-
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LMeHTa 7-neTHero Bo3pacTa, OGHApYXeHNe U nevyeHne
KOTOpOIi CTasIo BOSMOXHbIM TOIbKO MOC/1e NPOBEEeHMUs
NnabopaToOpHOI ANArHOCTMKU, BbICTABNEHUS KOPPEKTHO-
ro JMarHosa U HasHauyeHus Heob6XOA4UMOTrO JIeYEHUS B
YaCTHOCTM crneuuanuMaupoBaHHoro nutauus. Ha ¢doHe
KOppPeKTHOI Tepanuu B KaTaMHese Habnwopganacb no-
NoOXuTenbHas AUHaMuWKa. OTOT cnyyail nokasbiBaeT
aKTyaNbHOCTb CBOEBPEMEHHOTO CKPUHUHFA U HEO6XO-
AMMOCTb NOBTOPHbIX UCCeA0BaHMIE METAabONUYECKOTO
cTaTyca faxe y nauneHTOB HeEMJIaf,eHYeCcKoro Bo3pac-
Ta, TaK KakK, 3a CYET HecneunMYeCcKom NaToormMyeckon
KapTWHbI, OHW BOCMPUHMMAKOTCSA KaK MaLWeHTbl NCUXO-
HEBPOIOrMYeckoro npodunsa u MHOro neT CONPoOBOXAa-
toTcsi 63 cneymann3upoBaHHOro IeYeHus.

FEHETUYECKW OBYCNIOBJIEHHAS
KAPOQMOMMWOMNATUA C DUBPO30M
NMEYEHU U NNETOYHOW TMNEPTEH3UEN

AnekcanppenkoBa A.H., 06oa3unckas T.E.,
Napuonos I.B.

HayyHble pykoBoguTenu:
npogeccop, 4.M.H., leHepanos B.0., K.M.H. CagbikoB T.P.

Knunuka «lnaHetaMeg»

BeepeHne. OCHOBHble MPUYMHBI KapAuMOMUONaTuid
JeTCcKoro Bo3pacta — reHeTUyeckue, BKovawolme B
cebs MyTaLumM reHoB CapKOMEPHOro KOMMJIEKCa, a Tak-
)K€ pas3NMyHble HAaCNeLCTBEHHbIE HApYLWEHNs 06MeHa K
MWUTOXOHApPUanbHble natonoruun. Mpu aTom Metabonu-
yeckue HapylleHus HepefKo MaHudecTupywT nocne
WMMYHHOM KOMMpOMEeTaLumu, nocsie Yero NOSIBNSOTCS
nocTeocnannTeNbHble USMEHEHWUS B MUOKapfe, a 3a-
TEM MpPOSIBAAIOTCA afanTUBHble M3MEHEHUA MeTabo-
NINYecKoro xapakTtepa, KOTOpble, Kak MpaBWio, HOCAT
cucTemHblii apdekT. 06HapyKeHne N30IMPOBaHHOIA re-
HETUYECKON MyTaLuUM He MPUHOCUT Bpayy-KAUHULMUCTY
JOCTaTOYHOW MHoOpMauuu pns npoBefeHus addek-
TUBHOI neyebHOI U NpoduUNakTUYECKoi Tepanuu, Tak
KaK He JaéT NONIHOro BUAEHUA TOW MeTabonuyeckoi
KapTUHbI, KOTOpPas Bbi3biBAaeT CUCTEMHbIE 3P HEKTDI.

Knunuveckuii cnyvait. MauneHt M. 9 net. Pe6eHok oT
BTOPbIX POAOB, NpOTEKaBIUKMX HAa QOHE IHAOLepBULMTA
U BarmHuTa Ha cpoke 23 Hefenb u OPBU Ha 32 Hegene,
POXJAEeH B CPOK, oueHka no wkane Anrap 8/9. PaHHee
husnyeckoe 1 NCMXOMOTOPHOE pa3BuUTUE 6e3 0cobeH-
HocTei. BnepBbie nameHenus Ha KI 6binu o6Hapyxe-
Hbl B BO3pacTe 2r 3 Mec., No faHHbiM 30Kl — noxHble
xopabl JDK. locne nepeHeceHHOro MOHOHYK/eo3a B
Bospacte 3 r 7 mec. Ha 9KI npusHaku runeptpoduu
npasblX OTAENOB, AnWactonuyeckasa neperpyska JIK.
Mo paHHbIM IxoKI — gunataunsa neBbix OTAENOB, CHU-
xeHue OB JIX go 42%, peryprutaums Ha MUTpanbHOM U
TPYKYCNuAanbHOM KnanaHax, AuarHocTupoBaHa funa-
TauuMoHHas kapanomumonatus. YposeHb NT-proBNP 3193
nr/mn. MauyueHTy 6bina HazHayeHa Tepanus (Basoguna-
TaTop, uHrnéuTop AM®d, auypeTuk u npenapatbl Kanus).
Ha doHe Tepanuu oTMeyvaeTcs HapacTatowas gunara-
LMA NeBbIX OTAENOB CepALa, HapyweHUs ceppeyHoro
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putma. MaymenTy B 2019 roay 6bi710 NpOBEAEHO MOJIEKY-
NAPHO-TEHETMYECKOEe MCCefoBaHUe, NO pesynbTaTam
KOTOpoOro BbifiBneHa mytauus B reHe TNNT2, kogupyto-
wero TponoHuH T2. MyTtauun B reHe TNNT2 onucaHbl y
nauMeHTOB C KapguomuonaTtuei n HacneayoTca ayTo-
COMHO-AOMUHAHTHO. [lpu obcnefoBaHuM poauTenei
nauueHTa MyTaumii B reHe TNNT2 He BbisiBNeHo, criefio-
BaTe/bHO, B KIIMHUYECKOM npuMepe nauueHTa 1. myTa-
uus Bo3Hukna de novo. Mo pesynbTaTam nocnegyoLmnx
o6cnepnoBanuii (2020-2021rr): BblpaXeHHas aTpuoMe-
ranus, yMEPEHHOE CHUXEHWE COKPaTUTENbHON (YHK-
LMK, HEJOCTAaTOYHOCTb MUTPANbHOIO U TPUKYCNMAanb-
HOro KnanaHoB, HEKOMMaKTHbIA Muokapg JIXK, XCH 2A.
cT.OK Il no NYHA, Y3-npu3Haku noBbllWeHNs AaBneHus
B npaBblx otaenax, NT-proBNP 4135 nr/mMn, no gaHHbIM
tdubpoanactorpadum — KapananbHblit GUGpPoO3 NeveHu
(F4), cy6knuHuyeckuit runotupeos (TTI 6,8 MMEa/n,
cT3 4,24 umonb/n).

B mapte 2022 r. nauueHT I1. mocTynun Ha Kypauuto
B KJIMHUKY C Xano6amu Ha rpy6yto cnabocTb, yTomnse-
MOCTb, HETOJIEPATHOCTb K GU3UYECKUM U YMCTBEHHbBIM
Harpyskam. MauneHTy 6bino HasHayeHo AoobenepoBa-
HWe, NO pe3ynbTaTam KOTOPOro 6blNM BbiSIBJIEHbI MU-
TOXOHApManbHas NaToNoOrMa C BbICOKUMU NOTEPAMM
9Heprocy6cTpaToB ¢ MOYOii (MONoYHas kucnota 7,869
MMOJ/Ib/MONIb KpeaTUHWHA, MMPOBUHOrpagHas Kucnota
53,061 MMonb/MONb KpeaTUHMHA, NUMOHHAA KucnoTa
349,744 MMmonb/MONb KpeaTMHWHA, LUMC-aKOHUTOBaASA
kucnota 93,507 MMOnb/MONb KpeaTUHUHA), HapyLIeHue
o6MeHa koaHsuma Q10 (3-ruapokcu-3-MeTUnrnyTapo-
Bas kucnota 18,954 MMonb/MOMb KpeaTUHUHA), HapyLue-
Husa |l dasbl geTokcuKauumu B neYyeHn. B cooTBeTCTBUM
C pesynbraTamn nabopaToOpHbIX WUCC/Ief0BaHUA nauu-
eHTy M. B ONoNHeHUe K KapAnanbHON Tepanuu 6bina
HasHayeHa KOMMeKCcHasi MeTabonuyeckas Tepanus u
AEeTOKCMKALUWOHHAa Tepanus. Takxe nauyueHT npouen
12-AHEBHbIN KYpC KOMOMHMPOBAHHON OKCUreHoTepa-
nuu, BKOYaoWMin B cebs runokcutepanuio, runepba-
PUYECKYI0 OKCUIeHaLMI0 U 030HOTEpanuio.

Ha ¢oHe npoBoAnUMOIi Tepanuu y nauneHTa oTMeyYa-
eTcsl yBeNUYeHue TONEpPaHTHOCTU K (U3NYECKUM Ha-
rpyskam, ynyJyweHue obuiero coctosHus. Mo gaHHbIM
IxoKl — monoxutenbHas AMHaMuKa C HapacTaHUeM
COKpaTUTeNbHOW PYHKLMM CepaLa, No faHHbIM Gubpo-
anactorpa@un — CHWXEHWe BblpaXeHHoCTU Gubposa
nedyenn (F2). MayMeHT NPOJOMKAET HAXOAUTCS NOA Ha-
6nt0eHEM Bpayeil KNMHUKW Ana UHAMUYeCKOW Kop-
peKkLun NpoBOAMMON Tepanuu.

3akniovyenne. peAcTaBneHHblii KNUHUYECKUIA cny-
yail feMOHCTpUpyeT Kapauomuonatuio, 06ycnoBneH-
Hyto MyTauueit reHa TNNT2, nporpeccupyiolyio Ha
doHe cTaHpapTHOro nedyenus. [ononHuTenbHoe 06-
cnepoBaHue pebeHKa MO3BOMMNO BbIABUTb Y HEFO Mu-
TOXOHAPMaNbHble HAapYLWeEHUA C 3Heproaed@uuUTapHbIM
CTaTyCOM, KOTOPbIe AOMOJIHUTENBHO OCNOXHANN UMELD-
wytocs nartonoruto. MNpoTekatowme Ha GoHe aHeproje-
duunTa nonncucTemMHble Hecneunduyeckne CUMNTOMbI
60N1bHOI0 MacKUpoBannucb 1 6bin UHTEPNPETUPOBaHDI
Kapamonornyeckum AuarHosom. Mpu 3TOM, Kak Knu-



HUYECKHM, TaK U NabopaTOpPHO NMOATBEPXKAEHHbIE YXYA-
WEHWUS COCTOSAHUA NauueHTa OblIM acCOLMMPOBaHbI C
MMMYHOJIOTMYECKUMU TPUTTEPAMK, CNOCOGCTBYHOLUMU
pasBUTUIO MMMYyHOMeTabonmyeckoro Kpusa. Boiserne-
HUE N KOPPEeKLNS MeTaboINYecKnxX HapyLLeHMii No3Bo-
nunn nopo6path nauueHTy sQpPeKTUBHYIO TEPannio Co
3HAYUTENbHBIMU KTMHUYECKUMM YNYYLLEHUAMM.

TPYOQHOCTH ﬂ,VI(D(DEPEHU,VIAJ'IbHOVI
OUATHOCTUKU 303UHOOUNUN
Monosa A.I.

Mopososckasa Kb

Beepenne. C 303uHOUANE B AETCKOA NpakTu-
Ke BCTpPevyalTCs MHOTMe CneuuanucTsl — NeanaTpsl,
annepronoru-MMMYHoONIOTH, FacTPOIHTEPONOrK,  WH-
dekuuoHucTbl, rematonoru. LWupokuit kpyr pudde-
peHuManbHbiX ANArHO30B Yy pebeHka ¢ 303MHOGUNnEi
TpebyeT HaCTOPOXEHHOCTM M pa3paboTKM YETKUX 3Ta-
MoB AWArHOCTMKU. [laxe camble, Ha NepBblii B3rnaf,
nerkue 303MHOGMNMM, COMPOBOXAAKLMECH BbIpa-
60TKON XeMOTaKCUYHbIX (AKTOPOB, MOTYT NPUBOAUTb
K 3HAYNTENbHOMY MOPaXEHUIO OpPraHOB-MUILEHEN C
pasBMTMEM XW3HEYrpoXatLux coCTOsHNA. bonbwas
yaCTb 303MHOQUNIMI MMEEeT peakTUBHbI XxapakTep U
BCTpeyYaeTca Npu rebMUMHTO3ax, aniepruyeckux 3abo-
neBaHWAX, BacKynnTax, HeONaacTMYeCcKUx npoueccax,
B PEAKMX Cnyyasx — Npu peakTMBHOM TUNep303MHO-
(GUNbHOM CMHAPOME, BbI3BaHHbIM HEOMYXONEBOMN 3KC-
naHcueid knoHanbHbIX T-nMMGOLMTOB C abeppaHTHbIM
¢peHotunom (CD3-CD4+), MuenonponudepaTmBHbIX
3aboneBaHnsx. J03MHODUAUA MOXET UMETb TaKXe U
KNOHanbHbIA xapakTep, YTo TpebyeT NpoBefeHNs cneu-
npuyeckoro obcneposaHua. Ha npumepe onucanus
KJIMHUYECKMX CJTyYaeB NaLMeHTOB C rMNep3o3nHodunu-
eii, HanpaB/eHHbIX Ha 06cneo0BaHMe B remaTonoruye-
CKOoe OTAeneHue, 6yayT npefcTaBneHbl 3Tanbl guarHo-
CTUYECKOro noucka.

Knuuuuyeckue cnyvau. MauymeHtka N°1 B BO3pacTe
8 MecsAueB 6blna rocnuTanMsMpoBaHa B remMartosoru-
yeckoe OTAeNeHMe C NOAO03PEHWEM Ha remob6nacrtos,
)Xano6aMu Ha Cbifb W BbIBNIEHHbI NpU NaHOBOM 06-
CNefOBaHUN 303MHOQUBHBLIA TrunepneikoynTos 63
TbiC/MKN. M3BECTHO, YTO ¢ 4 MecsiLleB MaMa oTMevana
NosIBNIEHNE MUTPUPYIOLLE YPTUKAPHONM CbIMK, C COXpa-
HEHWEM 3NnemMeHTOB 6ofiee CYTOK, KOTOpble yracanu
C SIBNEHMAMW runepnurmeHTaumn. CamocTOATENbHO
MCNoNb30BanM aHTUrMCTaMMHHbIE NpenapaTtbl ¢ Kpat-
KoBpeMeHHbIM addekTom. Mpu obcnepoBaHuu B Kpyr
aubdepeHLanbHbiX AUarHo30B Obln BKIOYEHbI Ae-
60T remo651acT03a, BapuaHT PeakTMBHOIO rMnepaosu-
HOQMNBLHOTO CHHAPOMA C HEOMyXONeBOi aKcmaHcuei
KNnoHanbHbiX T-nuMboOLUTOB C abeppaHTHbIM (eHOTU-
noM, mMuenonponubepaTuBHble 3aboneBaHus, WAWO-
naTUYecKmit rMnNepan3MHOGUAbHBIA CUHLPOM, neiike-
MougHasa peakuus Ha GoHe TeyeHMS UHEKLMOHHOrO
(napasuTapHOro) MnuM annepruyeckoro npouecca, ru-
CTUOLUTO3, AEBIOT MEepPBUYHOTO0 UMMYHOAEDUUUTHOrO
COCTOSIHWS, WANONATMYECKUA runep303MHOGUbHbIIA

cuHppoMm. Mo pesynbTataM MUeNorpaMmbl UCKJIOYEH
AebloT remobnactosa. Mo pesynbTataM LMTOreHETH-
Yeckoro MccnefoBaHWs KOCTHOrO Mo3ra MCKI4YeHa
KJIOHaNbHasA 903uHGunusa (MyTtauuii PDGFRA, PDGFRB,
FGFR1 He o6HapyxeHo). MckoueH BapuaHT peakTus-
HOTO rMNepao3nHOGUIBHOIO CUHAPOMa (MCCeAoBaHMe
KnoHanbHbix T-nuMmdounToB C abeppaHTHbIM (eHo-
Tunom). NpoBefeHO uccnefoBaHUe MMMYHOTpaMMbl,
TREC, KREC, Burst-TecT — AgaHHbIX 3a NepBUYHbIA UM-
MyHozeduuuT HeT. MccnefoBaH Kan Ha o60raweHHble
nuTaTeNbHble Cpefbl — UCKJIOYEHA FUCTHAsA MHBA3US.
YunTbiBas BbIpaXeHHY 303uHopunnto 40052 kn/Mkn
OblN0 MpoBeAeHO 06Cnef0BaHMe AN UCKIHOYEHUS
903UHODUIBHOTO MOPAXEHNA OPraHOB MULLIEHei (3xo-
kapauorpadus, KT rpynHoit KneTku) — naTonornu He
BbISIBNEHO. Ha MOMEHT BbINMUCKK NneiikeMoupHas peak-
LMs 903MHOQUIBHOIO TUNA pacueHnBanacb B paMkax
WANONATUYECKOTO  FMNEP303UHOPUNIBHOTO  CUHAPO-
Ma. 3a Bpems HabNLeHNst B OTAENEHUM OTMEYanoch
yMeHblUeHue neiikounTosa (c 58,9 7/mMkn no 34,9 1/mkn),
coxpaHsanacb 303uHodunna (68%-60%). Mpu BbINUCKE
annepronorom 6bina peKOMeHAo0BaHa NpobHas anuMu-
HaLWOHHas AMEeTa C UCKJIlOYeHMEM 6Genlka KOpOBbero
MOJIOKa, Tepanus aHTUrUCTaMWHHBIMW NpenapaTamu.
B nepuos KaTaMHECTUYECKOTO HAGMIOJEHNUS KOXHbIif
CUHLPOM 6bl1 NOMHOCTHIO KYNUPOBaH, YpOBEHb NeiiKo-
LMTOB ¥ 303MHOGUNOB NOCTENEHHO HOPMaNM30Bancs, B
nUTaHue BBeAEHbl BCE NPOLYKTbI NPUKOPMA — CbiMb U
903MHOGUNS He peLuanBUPOBaNM.

MauuneHT N22 rocnuTanusmpoBaH B CTaLMoHap B BO3-
pacTe 7 NieT B CBA3W C BbIIBNEHHbIM NpU AUCNaHCepH-
3auumn nenkoumntosom 71 Toic/MKN. B remorpamme npu
NOCTYNAeHUN neiikouuTtbl 87 ThIC/MKA, 303UHO(MIDI
77% (66990 kn/mMkn). O6pawan BHUMaHUE OTArOLLEH-
HbI annepronorMyecknit aHamHes (NoANMHO3), a Tak-
X€ MONOXUTENbHbIN aHaNN3 Kana Ha siila raucToB npu
o6cnepoBaHum paHee. Mo pesynbtataM 06¢neoBaHus
UCKII0YeH 6bln Ae610T remobnacTosa, KJioHanbHasa 90-
3MHO(GUNUA, BApUAHT PEAaKTUBHOIO rMnepao3mHodub-
HOr0 CUHApPOMa, BPOXAEHHble fedeKTbl UMMYHUTETA.
Mo pesynbTaTaM WMHCTPYMEHTaNbHOTO 06CNeA0BaHMUS
AaHHbIX 33 303MHOGUNLHOE NOpaXeHWe 3HZOMUOKaAp-
Aa, Nerkux, Xenyfo4YHO-KUWEYHOro TpakTa He nony-
yeHo. lpu uccnefoBaHUN Kana Ha 06OraleHHbIX Nu-
TaTeNbHbIX cpegax BbisBneHa Dientameba fragilis, npu
ceponoruyeckoM obcnenoaHum IgG Kk naménuam. Jo-
3uHoGuNMa pacueHuBanacb Kak BTopuyHas. Mposepe-
Ha NpeBeHTUBHAA Tepanus anbbeHnasonom, 6oiia no-
nyyeHa NONOXUTeNbHaA AUHAMUKA B BUAE YMEHbLUEHUS
neiikounTo3sa Ao 19 Toic/Mkn, 303MHOPUAbI 50%.

MauyunenTtka N3 B Bo3pacTe 1 roga, rocnutanusnpo-
BaHa B OTAe/IeHNe reMaTosorum B CBA3MN C BbIABNIEHHbIM
npu nnaHoBoMm 06Cnef0BaHWM MO MECTY XUTeNbCcTBa
303MHOGMNbHBIM NeHKoLMTO30M (303MHOGUAbI 32—
30%-5760 kn/mkn). Mpu ocMoTpe 06pallano BHUMaHUe
TeyeHne aTOMUYECKOro Aepmatuta, OfHaKO CTeneHb
TAXECTN KOXHOr0 NopaxxeHWs He COOTBETCTBOBaNa ru-
nepaosuHoduanu. B ceA3n c yem npoBeeHo Komnnexc-
HOe noaTanHoe obcneaoBaHue, ONUCaHHOE B NpeabIAY-
WMX KAMHUYECKUX NpumMepax, 6blin UCKNOYEHbI BCe
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nepBUYHble 303UHOGUAUK. JlelikeMoupHasa peakuus
903MHO(UIBHOIO TUMa pacLeHnBanacb B paMkax uam-
onaTUYeCKoro runep3aon3nHounbLHOr0 CUHApPOMA WU
BTOPUYHON 303MHOGMAMM (annepruyeckas peakuus).
BbinucaHa ¢ pekoMeHfauuamMu anneprosaora no fonos-
HUTENIbHOMY 06C/ef0BaHU0, Tepanun aTOMMYecKoro
AepMaTuTa U AMHAMUYECKOT0 HabLEeHNUS.

MauneHT N4 OT mMaTepu C XPOHMYECKOW BUPYCHOW
uHdekumen (BUY). B HeoHaTanbHOM Nepuoje NPoBoO-
Aunacb aHtTupetpoBupycHas Tepanus. C Bo3pacta 2x
MecsLeB B reMorpaMmax oTMeyanacb 303uHouIMs,
B 6MOXMMMYECKOM aHann3e KPOBW CUHAPOM LUTONM3A.
Haxoauncs Ha o6cnefoBaHuu B CTaluuoHape, rae uc-
KNtoueHbl BUpYCHble renatutsl B u C, EBV, CMV, 60ne3nu
HakonneHus Mmeaun, peduunt anbda-1-aHTUTPUNCUHA,
00Ne3HM HAKOMNEHWUS TAWKOreHa, abetanumnonpoTeu-
HeMus, 9K30KpUHHAA HefgocTaTouHocTb XK, Bocnanu-
TeNbHble 3a60NeBaHWUs KULWEYHWUKA, FeslbMUHTO3bI. B
AVHaMuKe Ha QOHe Tepanuu ypCcoLe30KCMX0NEBOI KUC-
NoTOW JOCTUrHYTa HOpManusauus nokasarenen AJIT un
ACT. C 4x mecsueB nosiBneHue nanynesHomn cbinu «no
TUMY YKYCOB KOMapOB» Ha Tynosue. Ha GpoHe Tepanum
aHTUTUCTaMUHHBIMU C HEKOTOPOI NONOXUTENbHON Au-
HaMukoi. OAHAKO Hayanu NOABAATLCA 3NEMEHTbI CbiMK
ApYyroro xapaktepa — Ha BOJIOCUCTOW 4acTW ronoBbl,
nanynesHble 3JIEMeHTbl BCKPbIBANUChb C BblAENEHUEM
rycToro cofepXxumoro. bbin gnarHoctTupoBaH 303UHO-
GunbHbIiE NycTyNé3HbIA donnukynut Odyaxu, nonyyan
Tepanui TOMUYECKUMM CTepoufamu npu MnosiBNEHWUM
HOBbIX 9JIEMEHTOB. B CBfi3W C COXpaHEHUEM 303UHO-
Gbunum Bbin rocnMTaNnM3MpoBaH B remaTosioruyeckoe
otaeneHue. lpu nocTynneHun B remorpaMmme nemko-
LMTbI 5,5 Tbic/MKN, 303MHOGMAMA 41%. Bbinn uckntoye-
Hbl BTOPUYHbIE NPUUYUHBI 303UHODUNUN, [e6I0T reMob-
nacTo3sa, BapuaHT peakTMBHOIr0 runeps03MHOPUIBbHOIO
CUHAPOMa, KNOHabHble GOpMbl 303UHOGUNNK, A TaKXKe
nepBUYHble UMMYHOAE(UUUTHbIE COCTOSHUS, B TOM
yucne XxpoHuyeckas rpaHynemaTtosHas 6onesHb. Jleit-
KemMoupHasa peakuus pacueHuBanacb B pamkax ugmo-
NaTUYeckoro runepan3uHOPUIbHOrO CUMHAPOMA MU
BTOPUYHON 303uHOGUMAMKM (honnukynut 0dyaxm). Mpu
BbINUCKe NaLUeHTY 66110 PEKOMEH[0BAHO NPOBEAEHNM
OMONCUN KOXM ANA YTOUHEHUS XapaKTepa KOXHOro no-
paXKeHus, a Takxe NpoLoSIKeHUe NOCTOAHHON Tepanuu
TONUYECKUMM CTeponaamu.

3aknioueHne. [IMarHocTMyeckuii NOUCK NaLUeHTOB
C 903UHOQUNMeli pasHoo6pa3eH U 06wupeH. B nepeyto
oyepefb HeOH6XOAMMO NPOBOAUTL 06CNefoBaHue, Ha-
NpaBfeHHOE Ha UCK/IOYEHUE PeaKTUBHbLIX BapUaHTOB
903UHODUANIA, TaKWUX Kak annepruyeckas CEHCMOMU-
NW3auns, TAUCTHble WHBAsMM U Jpyrue napasuTosbl,
NeKapCTBEHHO-UHAYLMPOBaAHHAsA 303UHOGUNIMUS, 303U-
HOQUNbHble 3a601E€BAHNS NIETKUX, CEPALA, CUCTEMHbIE
BacKynuTbl. MokasaHO racTpO3HTEPONOrNYEecKoe 06-
cnefoBaHue AN UCKNTIOYEHNS 303UHODUABHOTO 330(a-
rUTa, racTpuT, Konuta. Mpu NoJO3PEHUN HA BPOXKAEH-
Hble AedekTbl MMMYHUTETa, COMpPOBOXAAOWMECH
303UHOGUANEli — MpoBefeHWe WMMYHONOrUYECKOro
o6cnenoBaHus. B cnyyae ucknoyeHus Bcex BTOPUYHbIX
NPUYKUH 303MHODUAMIA, NaLUEHTY Heobxogumo obene-
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AOBaHWe B YCNOBUAX rematosiormyeckoro otaeneHunsa
AnAa nposejeHUa LUToNorn4yeckoro, UMToreHeTu4ecko-
ro uccrnefoBaHmit KOCTHOro Mo3ra.

no3aHAA AUATHOCTUKA
AYTOUMMYHHOIO FENATUTA
B CTAAUU LUPPO3A C AEBIOTOM
B BUAE MAHUUTOMNMEHUU
Kenosa A.A.
HayyHblii pyKoBogHTENb: fOLEHT, K.M.H. JlapnHa JI.E.

PHUMY um. H.W. Mnuporosa MuHsgpasa Poccuu,
Kadenpa nponefeBTUKM [eTCKux 6one3Heit MO
ArKB um. 3.A. balinseBoi

Beepienune. Y feTeii ayTOMMMYHHbIA renatut (AUT)
SIBNIAETCA OTHOCMTENIbHO pefkum 3aboneBaHuem. Pac-
npocTtpaHeHHocTb B EBpone u CLUA coctaBnsiet 3-17
cnyyaeB Ha 100 000 HaceneHus. OfHako B TeuyeHue
nocnefHuX LBYX LecATWneTwii Habnwopaetca 6-kpat-
Hoe noBbllleHue 3abonesaemocTu AWM. [na ae6toTa
3a60/ieBaHNsl  XapakTepHbl KJWHWYECKWE BapuaHThbl
nopaxeHMs neyeHn OT 6eCCUMNTOMHOIO TEYEHUS A0
dynbMuHaHTHOro. OTCyTCTBME CMeyu@UUYHbIX CUMNTO-
MOB 3abofieBaHWsi 3aTpPYAHSIET CBOEBPEMEHHYIO AMa-
rHoctuky AWM. Mo AaHHbIM nuTepaTypbl, HA MOMEHT
Bepumkaunm gmarHosa ot 36 fo 78% peten yxe uMeroT
LMPPO3 NEYEHU, YTO FOBOPUT O MO3AHEH AnarHocTuke
AUT. CTOUT OTMETUTb, YTO Y fileTeil U NOAPOCTKOB Teye-
Hue AUT 6onee arpeccMBHOE, YEM B CTapLLEM BO3pacTe,
U B OTCYTCTBMMU NIEYEHNSI XapaKTepHO 6bICTPOe Nporpec-
cCupoBaHue 3ab6oneBaHus B LUMPPO3.

KnuHnyeckuii cnyyaii. Manbuuk P., 16 neT noctynun
B ATKB um. 3.A. bawnseBoii ¢ paHee yCTaHOBMEHHbIM
ANarHo3om: «AyTOMMMYHHbIA renaTuT, LUPPO3 NeyeHu,
pekomneHcaums. MaHyutonenus. MNevyeHoyHas aHueda-
nonatus 1-2 ctagus».

N3 aHaMHes3a M3BecTHO, YTO B TeyeHue 2021 ropa
OTMeyYan nosiBfieHUe remMaToMm, HOCOBbIX KpoBOTeye-
HWA, CO CNIOB MaTepu, HECUMMETPUYHOE yBeNMyeHue
XMBOTA, K Bpauy He o6pawancs. B centabpe 2021 roaa
nepeHec HOBYK KOPOHaBUPYCHYI WHbeKLNI0, nabopa-
TOPHO He noaTBepxaeHa. Ha ¢poHe nHdekyun oTmeva-
nacb lieiiHas nuMbageHonaTus, cnaeHoMeranus, gnu-
TenbHas nuxopajka. JlabopaTopHo oT okTa6ps 2021
r.. neiikonewus (neiikountol — 2,8-2,3x109/n), Tpom-
GounToneHus (tpomboumntbl — 54-56x109/n), aHemus;
MapKepbl LMTONK3a, Xxonectasa, aNbOYMUH B HOpMe.
Mo noBoay naHuuToneHun B okTA6bpe 2021 r. rocnuta-
NN3UPOBaH B OTAENeHME OHKONOrMKU U rematonoruu. B
Xo/le 06CcneloBaHNA UCKJIOYEHbI annasus, remo6aacTo-
3bl, MUeNoAUCNNACTUYECKMIA CUHAPOM, 3aboneBaHUs
COeMHUTENbHON TKaHW, HacnejcTBeHHble 60N1e3HU
o6bmeHa, BUY, renaTtutbl B, C. AHTUTENA CyMMapHble K
SARS-CoV-2 nonoxwutenbHble, 1gG K ABycnupanbHoi
OHK nosbiweHbr — 187,5 ME/mMn. UHcTpymeHTanbHo:
Y3W 0OBI1, neyeHu u cocypos o1 22.10.21 — guddysHbie
CTPYKTYPHblE M3MEHEHUS MapeHXUMbl MEYEHW, ycune-
HWe COCyAMCTOro pucyHka neyenu, cnneHomeranus. KT



OBMM ot 23.11.2021: uMppo3 neyeHun, cnaeHoMeranus,
KT-npusHaku nopTanbHON rMNEpPTEH3UN.

MpoBefeHa TenemMeAuUMHCKAA KOHCYnbTauus C
HMUL TUO um. LlymakoBa — nokasaHa TpaHCniaHTa-
UMS neyeHu. 3akJiloyeHne: LUMppo3 MeyeHn B uUcxoge
ayTOMMMYHHOTO renaTuTa, CYy6KOMMNEHCUPOBAHHbINA,
Knacc B no Yaitng-Moto ¢ cuHgpoMamu nopTanbHOM ru-
NepTeH3UMN, NEYEHOYHO-KNETOYHOW HeJoCTaTOYHOCTH,
runepcniaeHnM3ma, ne4yeHouHoii aHuedanonaTumn. HasHa-
yeHa Tepanua B BUAE TMHOKOKOPTUKOCTEPOMAO0B, YpCo-
AesokcuxoneBoii kucnotol (YOXK), remoctaTuyeckoii,
CMMNTOMATUYECKOI — C NONOXMTENbHBIM 3D MEKTOM.

B Hos6pe 2023 r OTMEYEHO YXYALIEHWE COCTOAHUS
B BUAE YBENWYEHUS XWUBOTa, NpubaBku B Macce 6-7
KI, TOCNUTanU3MpoBaH MO 3KCTPEHHbIM MOKa3aHUAM
B CBAA3K C BrepBble BO3HUKIWUM acumToMm B KB nm.
3.A. bawnseBoii. JTabopaTOpPHO-UHCTPYMEHTaNbHas Lu-
arHOCTMKa: aHemusi, NeiikoneHus, TPOMOOLMTONEHMA,
OMOXUMUYECKMIA aHanu3 KpPOBM — yMEpeHHas runep-
OUNUPYOMHEMUS NPEUMYLLECTBEHHO 3a CYET NPAMOI
(hpakunu, runonpoTenHeMus, runoanboyMMHeMus, ru-
nepaMMoHuemus (ypoBeHb aMMHaKa B KpoBU — 71 MK-
MOnb/N), MapKepbl LMTONN3a, XONecTasa — B Npeaenax
HOpPMbI; Koarynorpamma — runokoarynauus (nosbiwe-
Hue AYTB — 59,0 c, runopubpuHoreHemmus (PubpuHO-
red — 1,01 r/n), KOHUEHTpaLWA NPOTPOMGUHA — 34%).
WHcTpymeHTanbHo ot 01.12.23 — Y3W OBI: axonpusHa-
KU BbIpaXXeHHbIX AUGPY3HbIX M3MEHEHMA NapeHXUMb
nedeHn (UMpPoO3), NOAXKENYAOUHOI Xenesbl, CeneseH-
KW, renatocnieHoMeranuu (nopTanbHas runepTeH3sus),
A Y3HbIX UBMEHEHNIA CTEHOK XeNYyHoro nysbips. Y3U
OpIOLIHOI NONOCTH Ha CBOBOAHYIO XMAKOCTb — 3XONpU-
3HaKM 3HAYMTE/IbHOrO KONMYecTBa CBOBOAHOI XMLKO-
cTu (6onee 5-7 nuTpoB). BoipaxeHHblit acuut. IX0-KI —
BbINOT B NOJIOCTM NEPUKapAa B HEG0NbLIOM KONUYECTBE
2,7 MM B NPOEKLINY BEPXYLLKH.

KnMHUYEeCKuniA 0CMOTP: ManbyuK anaTUYeH, KOXHble
MOKPOBbI UKTEPUYHbIE, Nepudepuyecknx OTEKOB HET,
OpraHbl fblXxaHusa n KpoBooGpaLLeHns — 6e3 0CO6EHHO-
CTeil, XXMBOT YBEJINYEH 3a CYET acLuTa, NeyeHb +7 cM,
ceneseHka +10 cM. lpoBefeH TeCT CBS3bIBaHUS Yu-
cen — 75 cek, 4To cCOOTBETCTBYeT 1-2 cTaAuN NeyeHou-
HoIi aHLedanonatuu.

Ha ¢oHe npoBoguMoii Tepanuu B Buie npuema Ka-
nuiic6eperarolumx JUYPeTUKOB, UHDY3UM anbbYMUHOM,
Tepanuu NpejHU30/I0HOM, MEHAANOHOM Kanus 6Ucynb-
GuMTOM, LIe3MHTOKCUKALMOHHOI Tepanuu Gbina gocTur-
HyTa cTabunusauus COCTOSHUS: OTCYTCTBME HapacTa-
HUS acuuTa, ynyylieHue nokasarteneii nepugpepuyeckoii
KPOBMU, CHUXEHUS BbIPAXXEHHOCTU NEYEHOYHOI 3HLEeda-
nonatuu.

B aTom cocTosiHuM aKCTpeHHOo nepeseaeH B HMULL
TWO um. LLymakoBa ans nposefeHUs TpaHcnnaHTauum
neyeHu.

3aknioyenne. 0COGEHHOCTbIO [AaHHOIO KJMHUYe-
CKOro cnyvyas siBnsietca fe6lT 3aboneBaHus B BUAE
reMaTosIorMyecknx HapylweHuii, notTpe6oBaBlnx aud-
(epeHUManbHO AMArHOCTUKM C annasueil KOCTHOrO
MO3ra, reMo61acTo30M M MUENOANCNIACTUYECKUM CUH-

apomoM. inarnoctuka AUT yxe Ha cTagum uupposa He
Mo3BOMNAA CBOEBPEMEHHO WHULMUPOBATbL JIEYEHUE W
oTcpoynTb nepexod AU B umppos, 4To 06YCNOBKO He-
6naronpuATHbIA NPOrHO3 ANA XM3HU. TakuM o6pasoMm,
HEO0OXOAMMO CTPEMUTLCS K paHHel guarHocTuke AW,
TWaTeNbHO co6MUpaTbh aHaMHEe3 W NPOBOAMTb MOJHbIA
(GU3MKanbHbI OCMOTP, OLEHMBATb pasMepbl NEYEHU U
cene3eHKM, 0CO6EHHO Y NaLMEHTOB C Hecneunpuyecku-
MW CUMNTOMaMM U )Xano6aMu Ha NOBbIWEHHY KPOBO-
TOYMBOCTb.

KNUHWUYECKUIA CNYYAHN
PE[KOr0 MOHOIEHHOIO
3ABOJIEBAHUS UMMYHOKOCTHOM
AUCNNA3UU WWUMKE
Kypcosa T.C.

HayyHble pykoBoguTenu:
IMupysunesa 0.P., k.M.H. Moposos C.J1.

HUKW negmaTpun n AeTCKOW XMPYprumn uM. akajeMmuka
t0.E. BenbTuiiena
PHUAMY um. H. W. NMuporosa MuH3aapasa Poccuu

BeepeHue. ViIMMyHokocTHasa aucnnasus Lumke —
KpaiiHe pefkoe MynbTUCUCTEMHOE, MOHOTEHHOE U ay-
TOCOMHO-PELLECCUBHOE Hac/NeACTBEHHOe 3aboneBa-
HUWe, Bbl3blBaeMOe 6UannenbHbIMU MyTaUUAMU B TeHE
SMARCAL1, noteps ¢yHkumu SMARCALT Bbi3biBaeT
HecTabunbHOCTb penninkauum AHK, 4yTo NnpuBOAUT K Ae-
(hekTaM KNeToyHon nponudepayuu n CTUMyNIUPOBaHMIO
anonTosa. Bo BceM Mupe 3apeructpmpoBaHo okono 100
cnyyvaeB. [laHHOe 3ab0NneBaHMe XapaKTepusyeTcs Mysb-
TUCUCTEMHbIM MOPaXeHueM, NpPoABAAIOLIMeCH cKeneT-
HbIMM AedopMaLuamu, MopaxeHMEM MOYEK U UMMYHO-
NOTMYECKMMM HapyLeHUAMMN.

3TN aHOManum BKAOYAKT cnoHaunoanudbusapHyo
AMCnnasuio ckeneta, CTepONAPE3UCTEHTHbIA HePpOTH-
YECKMii CMHAPOM, 06bIYHO C FMCTONOIMYECKOI KapTi-
HOW 04aroBOro W CerMeHTapHOro raomepynockneposa
(dCrC), rymopanbHblii gedguunt ¢ T-kneTouHoi numdo-
nenunen (HU3Kkoe konnyecTso CD4+ T-KNeTOK u/unm ¢ us-
MEHEHHOMN QyHKLMeR).

KnuHnyeckne MposiBfIEHUSt CUABHO BapbUpyHT, OT
ObICTPO Nporpeccupytolero 3aboneBaHus, nNpu KoTo-
pOM [eTV YMUPAKT B NepBble rofbl XWU3HK, 10 Gonee
nerkux GopM ¢ BbXXMBAEMOCTbH BO B3pOC/IOM BO3pac-
Te. Koppensauus reHotuna ¢ GeHOTUNOM OYEHb HU3KaSA,
MO3TOMY HU KJIMHUYECKOE TeUYEHUE, HU UCXO[, NpeacKa-
3aTb HEBO3MOXHO.

Knnunuveckuit cnyyaid. [leBouka 6 net ot 2 6epemeH-
HOCTW, OCJIOXXHEHHO KpaeBOi OTCNOMKOMN NiaLeHTbl Ha
32 Hepene u 3afepXKOA BHYTPUYTPOGHOro pasBuTUS
nnoga 1 cteneHn. B nepBble CYTKW XU3HW y pebeHka
AMarHoCcTUPOBaH YBEUT, [aKPUOLMUCTUT, paHee Gusmnye-
CKOe pasBuTHe C OTCTaBaHMEeM pocTa U Macchl Tena. B 8
MecsLEeB nepeHecna Tsxenyto Gopmy BeTpsHOM ocnbl B
BO3pacTe 2 neT 6bina AMarHOCTUPOBaHa — NeiKoNeHus,
numdoneHus B 06LLEM aHaM3e KpOBH, NPU UMMYHOde-
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HOTUNUPOBAHUN BbLISIBAANOCH CHUXEHME KOJIMYECTBa
T-numdouuTos (CD3+ 0,20 x 109/n, CD3+CD4+ 0,10 x
109/n, CD3+ CD8+ 0,08 x 109/n, CD 19+ 0,44 x 109/n), ypo-
BeHb 1gG 4,9 r/n.

B Bo3pacTe 4 neT oTMevaeTca pa3BuTMe apTepuanb-
HoW runepteHsmu go 140-130/90 mm pT. CT., B cneg-
CTBME Yero 6bina MHULUMPOBAHA TMNOTEH3NBHAA Tepa-
nua u pasBuTUe npoTemHypun fo 1 r/n. Pe6eHok 6bin
MPOKOHCYNbTUPOBAH FEHETUKOM, Ha OCHOBAHUN KNUHHU-
KO-aHaMHeCTMYEeCKMUX [aHHbIX, pe3ynbTaTtoB 06cneno-
BaHus (3aepxka GM3MYecKoro pa3BuTus, KOCTHas Anc-
nnasus, neiikoneHus), 3an0403peHo Hannuue y pe6eHka
cuHapoma LuMke, peKoMeH[0BaHO NPOBEAEHME MOJie-
KYNSIPHO-TEHETUYECKOr0 UCCNeoBaHus, No pesynbTa-
Tam KOTOPOro. BbisiBNEHbl MyTauun B reHe SMARCALI
€.2291G>A p.Arg764GIn, ¢.2542G>T, p.Glu848Ter, Takum
06pa3oM [MarHOCTMPOBAHa MMMYHOKOCTHas pucnna-
3us, cuHapom Lnmke.

B BospacTe 6 neT feBoyka Bnepebie 06CNef0BaHa B
otgeneHun Hedpponorum UHcTuTyTa BenbTuwera npu
nocTynjieHun HedpoOTUYECKUM CUHAPOMOM, accouu-
MPOBaHHBIM C MMMYHO-KOCTHON aucnnasueii Lumke.
Mpu o6cnenoBaHnmn GuUsnyeckoe pasBuTe HU3KOE, NpU
MpoBeJeHNN ayaumorpammbl BbisiBNEHA ABYCTOPOHHASA
CEeHCOHeBpasbHas TYroyxocTb cnpaBa 3 cTeneHu, cne-
Ba 1 cTeneHu. B KAMHUYECKOM aHanu3e KpoBU Neiiko-
nenusa po 2,20 3a cyet abcontoTHOI numdonenuu, COI
41 MM/u,B, NO pe3ynbTaTaM GUOXMMMUYECKOTO aHanu3a
KpoBu runoanb6ymumHemusa fo 32,5r/n, runepxonecre-
puHemusa ao 7,4 MMonb/n, KpeaTuHUH — 37 MKMONb/N,
CK® 84 mn/muH, uyto akBmBaneHTHo XBIl 2 cTtaguu, B
KNUHMYECKOM aHanuse MOYM MOYEBON CUHAPOM BUAE
npotenHypuu fo 1r/n. Mo pesynbtataM ynbTpasByKoBo-
ro uccnefoBaHusi MOYEK — UBMEHEHUS B MEAYNNSAPHOM
CNnoe napeHXxmMmbl NOYeK.

3aknioueHne. ViIMMyHokocTHas Aucnnasus LUumke
SIBNSETCS KpailHe pefkuM 3a60neBaHUEM U U3 NpuUBe-
LEHHOTO0 KJIMHUYECKOT0 CNyYast MOXHO CAieNaTh BbIBOA,
YTO NMauMeHTbl C faHHOI NaTonorueii TpebyeT npuene-
YeHUs MYNbTUAWUCLMNNMHAPHON KOMaHAbl cneuna-
NIUCTOB JNs CBOEBPEMEHHOI AuarHocTuku. Hanuuue
HedpOTUYECKOro CMHAPOMA, 0cobeHHO Mopdosnoruye-
ckn OCI'C, ¢ BbipaXeHHOIi 3afiepXXKoil pocTa y pebeHka
BCerfa jo/KHbl HaCTOpaXXMBaTh Bpaya B NNaHe AuarHo-
3a cuHgpoma Lumke. Hapo oTMETUTD, YTO B pesynbTate
nocnefHUX LOCTUXEHUIA B 061aCTW TpaHCNNAHTaLKUKU U
Ananusa oxugaemas npoAoXUTENbHOCTb XU3HU ITUX
LeTeii yBenmuunacs.
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COBPEMEHHDIE noaxoAbl B NEYEHUU
MATONIOrUN POTOBULLbI Y AETEMN.
KNMWHUYECKUIA CNYYAH.
HukuTtunna A.E, HaBpysanuesa [1..

HayyHblii pykoBogmnTeNb:
npogeccop, 5.M.H Mapkosa E.I0

HMWLU MHTK «Mukpoxupyprus rnasa» um. akag. C.H.
®epnoposa» MuHsapasa Poccum

AKTyanbHocTb. PoroBuyHas cnenoTta 3aHMMaeT
4 mecto (5,1%) u sABnAeTcA couuanbHoit npo6nemoi,
CHWXalolleil KayecTBO XW3HM MaLUEHTOB MOJI0J0r0
Bo3pacTa. OfHoii N3 caMblx cepbe3sHblx Npo6nem B feT-
CKOW 0TaNnbMONOrNM ABNAOTCA A3BEHHbIE MOPAXEHNS
poroBuubl. [10 faHHbIM NNTEpaTypbl, A3Bbl POroBULbI —
TAXENble, Tparnyecku pasBUBAIOLLMECA MPOLECCHI,
BbI3blBaloLUe NONHYIO cnenoty, B 23-25% cnyyaes oc-
NOXHEHbI TOKCUKO-aniepruyeckuMn peakunsamu, npu-
COeAMHEHNEM BTOPUYHON MHPEKLNM, TMIONNOHOM, Lec-
uemetouene, aHaoHTaNbMUTOM U YTpo30i nepdopauun
porosuubl, B 17% 3akaHYMBaOTCA 3HYKIealUnei, aHaTo-
MUYECKOIi rnbenbto rnasa — B 8%. Ha aTane noctaHoBKU
AMarHo3sa v BbIACHEHUS 3TUOJIOTMU 3a60NEBaHNA CeLu-
anucTy Heo6XOANUMDI Tl aTelbHOEe M3yYyeHe aHaMHesa
W KJIMHUYECKOW KapTMHbI NauueHTa.y AeTen, koTopble
UCNONb3YIOT KOHTAKTHbIE NIMH3bI, akaHTaMe6Han s3Ba
pOroBMLbl MOXeT NpeACTaBAATb 0COGYI0 ONAcHOCTb. B
CBA3M C 9TUM, POAMTENN AOJIXKHbI ObITb OCBEAOMNEHbI
0 CO6/I0EHUN KOMMIaeHCa KOHTAKTHbIX JIMH3, a TaK-
X€ 0 CepbesHOCTM 3abo/ieBaHMs U O HEOBXOLMMOCTH
perynsipHoro Ha6ntoaeHusa y optanobMonora. JleyeHue
akaHTaMebHoli s13Bbl POroBULbI NpeAcTaBAseT c060ii
60NblIYI0 NPO6NeMy, TaK KaK Ha AaHHblii MOMEHT HeT
AOCTaTOYHbIX faHHbIX 0 6€30MacHOCTH U 3PPEKTUBHO-
CTW KOHCEPBATMBHOIO fIeYeHUs 3TOro 3aboneBaHus. Ha
CErofHsAWHMNIA AeHb NPenoXeHO leYeHne akaHTame6-
HOIi S13Bbl POrOBULbI METOAOM MOAU(MLMPOBAHHOIO
KPOCCNMHKMHIA POrOBMYHOIO KO/JlareHa ¢ Ucnosb3o-
BaHUeM ynbTpaduoneToBoro usnydyenmsa. Moguduuu-
POBaHHbIN KPOCCAUHKUHT POTOBUYHOIO KOJINareHa c uc-
MoJib30BaHUEM YNbTPadUONETOBOr0 U3NyYeHMs — 3TO
Hambonee 6e360/1e3HEHHDIN U CYLLECTBEHHO 6osee Bbl-
COKO3((PEeKTUBHbIA METOL B JIEYEHWUU I3BbI POrOBULbI
akaHTaMe6HoIli aTonorun y fieteii B No60M Bo3pacTe.

Uenb. OnTuMnusaumsa nevyeHns nauueHToB JETCKOro
BO3pacTa C f13BOii poroBuLieil akaHTaMe6HON 3TUoNo-
ruu. AHanus pesynbTaToB UCCNeA0BaHU HA OCHOBAHUK
KJIMHWUYECKOro cnyyas, oleHka ux aQHeKTUBHOCTU U
6esonacHocTU. PaccMoTpeTb pasfinyHble BbICOKOTEX-
HOMOrNYHbIe METOAbI ANArHOCTMKMW MaToIorMu PoroBu-
ubl y geTeil. M3yunTb COBPEMEHHbIE METOAbI IeYeHus,
BK/IOYaA KOMMJIEKCHYIO IeKapCTBEHHYK Tepanuio, a
TaK)Xe XMPYpruyeckne MetoAbl Takue Kak Moanduum-
POBaHHbINA KPOCCAUHKMHT POrOBMYHOIO KOJINareHa.

KnuHuyeckuit cnyvaii. NMaunenTka 3., 16 net, nocty-
nuna 09.10.2023 roga B MHTK MT ¢ xano6amu Ha cne-
30TeYeHue, NUNKoe OTAENSAEMOe, OLylEeHWe necka u
MHOpOAHOro Tena oboux rnas. M3 aHamHesa U3BECTHO,
YTO BblleyKa3aHHbIE Xanobbl BNepBble NOSBUINCL B



utone 2023 rofa Ha poOHe HOLWEHUSI OPTOKepaTosiornye-
CKMX NIMH3. 10 MECTY XUTeNbCTBA NaLUeHTKe Obin Bbl-
ctaBneH guarHos: OS lepneTuyeckuint KepaTuT, B CBA3U
C YeMm 6blia NPoBefeHa NPOTMBOBUPYCHAs, aHTMbaKTe-
puanbHas, NpOTUBOBOCMANUTENbHAA Tepanus, Ha GoHe
KOTOPOI 0TMeYanoch yXyfleHne COCTOSHNSA B BUAE ne-
PMOAUYECKOrO NOSIBIEHUA TUNEPEMUM U 60NN B 060UX
rnasax. B csAsu c yxygweHuem coctosHusa 25.08.2023
roga naumeHTka 6blna rocnuTanusmMpoBaHa B oprasb-
Mosiornyeckuit ctayuonap getckoit NKb, rae 6bin Bbl-
CTaBfeH AMarHo3 sf3Ba POroBMLbl CMeWaHHOW 3TWO-
noruu (repneTuyeckoii n akaHTaMe6HON) U NPOBEAEHO
neyeHue, Ha GOHEe KOTOPOro MaLMeHTKa NepuoanNYeckm
O0TMeyana nosiejieHue 601 U runepemMum.

B cBsi3u C yXyAleHMeM COCTOSHUSI B OKTs6pe 2023
rofa naumeHTKa caMocTosTesibHo obpatunacb B MHTK
M r. MockBa, rae 6bi10 peKOMeHAOBAHO NPOBefeHNe
KoHdoKanbHOI Mukpockonuu Ha annapaTe Heidelberg
RetinaTomograph Rostock Cornea Module (Fepmanus)
0S: B LEHTpanbHOI 30HE POroBULbl OOHApYXeHa XMU-
Bas U MepTBasi uucta Acantamoeba spp. B cBs3u ¢ no-
NYYeHHbIMU pe3ynbTaTaMu KOHCMIMYMOM Bpayeii 6biio
MPUHATO peleHne O rocAUTann3auun ¢ JanbHeilunm
npoBefieHNeM MOANGULMPOBAHHOTO KPOCCAMHKUHIA
POroBMYHOIO KONareHa c MCnonb3oBaHUeM ynbtpadu-
0N1eTOBOrO U3NyYeHMs B YCNOBMAX CTaLMOHapa AeTCKO-
rootpeneHns MHTK Ml r.MockBbil.

Mpu noctynnenun: 0S — KpaiiHe TAXeNoe COCTONAHME,
KOpHeasbHblit CUHAPOM, peakLnsi Ha CBET 3aMeAsieHa.
KOHbIOHKTMBA — CMellaHHas WHbekLus, Tap3aibHas
KOHDBIOHKTMBA — LlepoxoBaTasl, COCYfAbl PacLUNUpPEHbI.
PoroBuua — oTek, NOMyTHeHUE BACKYNSPU3NPOBAHHOE,
B ONTMYECKOW 30HE PbIX/bl MHOUNLTPAT C HEPOBHBLIMY
Kpasmu paamepoM 3*4 MM, Ha GoHe MHduNbTpaTa 06pa-
30Banachb f3Ba. [nybxenexaliue CTpyKTypbl NI0X0 0-
Tanbmockonupytotcs. Visus: 0S 0,1 v/k; B, 17 mm pT.
cT. MaumneHTKe 6bIN NpoBefeH psag uccnegoBanuii: OCT
porosuubl RTVUE XR 100-2 Optovue(CLUA): poroeuua
HepaBHOMEPHO YTO/LEHA, OTeYHA, OKPYIblA UHUb-
TpaT A0 CPeAHMX CNOEB B LLIeHTPabHOMN 30He, B ONTUYE-
CKOW 30HE HECKOJ/IbKO 0BaibHbIX MHGOUNLTPATOB B 2 MM
OT NMM6a C HEPOBHbLIMMW KPasiMn U pasmepom 3*4 MM.

Mpn aHann3e 6MOMMKPOCKOMMYECKON KapTHUHbI, aHa-
MHe3a, a TakXe [JaHHbIX KOHPOKaNbHOW MUKPOCKONNUM
(annapat Heidelberg Retina Tomograph Rostock Cornea
Module, fepManus) Hamu 6bin BbICTaBNEH OKOHYaTeNb-
Hblii fuarHo3: f13Ba poroBuuUbl akaHTameGHO (cme-
waHHoi) aTtuonorum 0S. 09.10.2023 ropfa nauMeHTKe
6bln MpoBeAeH NepBblii CeaHC MOAU(GULMPOBAHHOIO
KPOCCAUHKMHIa POrOBMYHOIO KOIIareHa ¢ ucnonb3osa-
HUEM ynbTpadnoneToBOro U3NYYEHUs C MHCTUANALNEI
doToceHcubunusatopa [ekcrtpaHa 20% c 0,1% Pu6o-
dbnaBuHOM, a Takxe 6bina nNpoBefeHa NPOTMBOBOCNA-
NNTenbHas, penapaHTHas, aHTUCENTUYecKas Tepanus,
MHCTUANALMA MU PUATUKOB FPYnMbl a4peHOMUMETUKOB.

Mpu BbINUCKE: KOHBIOHKTUBA — CMELIaHHasn UHbEK-
LMs; poroBuLa — 0TeK, NOMyTHEHWE, B ONTUYECKON 30He
PbIX/bI MHGUABTPAT C HEPOBHBIMMU KpasiMn pasmMepoM
3*4 MM (BU3yanM3upyeTCcsi MEHee aKTUBHO), y4aCToK Jie-

anutenusauumaunameTpom 6-7 mm. Visus 0S 0,1 ¢ kop-
pekuueit. bblna pekoMeHA0BaHa Tepanus aHTU6akTepu-
anbHbIM npenapatoM KonbuouuMHOM, MUAPUATUKOM U3
rpynnbl afpeHOMUMETUKOB, NPOTMBOBOCNANNTENbHbIM
rpynnbl 6pomdeHaka, penapaHTom, aHTUCENTUKOM, NPO-
TUBOTPUOKOBBIMW M aHTUTMCTAMUHHBIMK NpenapaTamm
BHYTPb.

16.10.2023 rofa nauueHTtka noctynaet B MHTK MI' 1.
MockBbI € Xanob6amu Ha Cie30TeyeHme, OLyLLeHNE MHO-
POAHOro Tena u necka, CHUXeHue ocTpoTbl 3peHus 0S.
OdTanbmonoruyeckuii ctatyc: CocTosHue rnasa Kpaii-
He Tsxenoe. KopHeanbHbll CUHAPOM. [nas pasgpaxeH.
CMellaHHas WHbEKLUA rnasHoro A6noka. KOHbHOHKTH-
Ba LWepoxoBaTas, COCYAbl pacluMpeHbl, Cy6KOHBIOHKTH-
BafibHble KPOBOW3NUAHMA. PoroBuua — oTek, MoMmyT-
HeHWe, UHPUIbTPAT A0 CPEAHUX CNOEB B LEHTPasbHOIA
30He, B ONTUYECKOI 30HE HECKONbKO MHDUNbTpaToB 3*4
MM C HEPOBHbIMM KpasMu, C 3anN0TeN0CTbI0 3HAOTENMS
Ha paccTOsiHUKM 2 MM OT nuM6a. Pagyxka oTeyHa, pucy-
HOK cTyweBaH. MepepHas kamepa — apdekT TuHaans
2+, [ny6xenexaline cpefbl NIOX0 BU3yann3upyrTCa.

MauueHTKe 6blNN BbINOHEHbI CRefyoLue MeToAbI
AauvarHocTuku: Kepatotonorpadus u KepaTtonaxume-
Tpus, uccnegobanue Ha Lleindnior-kamepe (cuctema
«PENTACAM>», TepmaHus): ToHualilee MecTo 549 MKM.
KoHhokanbHasa mMukpockonus Ha annapaTe Heidelberg
Retina Tomograph Rostock Cornea Module (fepmaHus):
B LIEHTPasnbHOI 30He POroBMUbl Ha rny6uHe 113 MKM
o6HapyxeHa xuBas uucta Acantamoeba spp., Ha ry6u-
He 149 MkM Bu3yanusupyetca mepteas uucta. OCT po-
roeuubl Ha annapate RTVUE XR 100-2 Optovue (CLUA):
poroBuLa HepaBHOMEPHO yTOLLEeHa, OTeYHA, OKPYrblif
MHUNbTPAT L0 CPeAHMX CNOEB B LEHTPabHOIi 30He, B
ONTWUYECKOIi 30HE HECKOJIbKO OBaJibHbIX MHUNLTPATOB
B 2 MM OT NMM6a C HEPOBHbIMM KpasiMu 1 pasmepom 3*4
MM. B-ckaHupoBaHue Ha annapaTe Aviso Quantel10 My
(dpaHums): efMHNYHbIE NOMYTHEHUS B CTEKOBUAHOM
Tene B BUAE TOYEYHbIX BKIKOYEHWIA U TNbI6OK, TpaKLuii
CeTYaTKMW HeT, 060J1I04KM NpUnexar.

Ha ocHoBaHMM GUOMMKPOCKOMMUYECKON KapTUHbI U
AMArHOCTUYECKMX JaHHbIX 6bl1 BbICTAaBNEH AKarHos: 0S
flaBa poroBuLbl akaHTaMe6HOIi (CMeLIaHHOiA) STMoNoruu.
KepatonpuaounknuT nofoCTpbIi, 3KCCYAaTUBHO-NPON-
(bepaTuUBHbIA. BbiNO NPUHATO pelieHWe O NPOBEAEHUN
BTOPOro ceaHca MOAM(ULMPOBAHHOTO KPOCCIMHKKUHIA
POrOBUYHOTO KONMareHa C WUCNonb3oBaHWEM YnbTpa-
(GnonetoBOro U3nyyeHus ¢ nNocneaylowmM BBeLeHNEM
NeKapCTBEHHbIX NpenapaToB B PeTpobynb6apHoe Nnpo-
CTpaHCTBO Yepes kaTeTep. Yepes 2 vaca nocle ycra-
HOBKM KaTeTepa nauueHTKe BBOAKUCA npenapar rpynnbl
rntokokopTukoctepounos 0,4% fo3suposkoii 0,3 mn kpat-
HOCTbIO 1 pas B ieHb, aHTUKOArynaHT 12,5% f03MPOBKOI
0,3 Mn c MHTEpBaNOM BBeAEHUA Kaxable 3 yaca, Bcero 2
pasa B fieHb. Tak)Xe BHYTPUMbILIEYHO BBOAWIICA pacTBop
rpynnbl aHTMKoarynsHTos 12,5% no 2 mn 1 pas B fieHb, B
KOHbIOHKTUBANbHbIA MELWOK NPOM3BOAMIACH MHCTUNNSA-
LiMA rNasHbIX Kanesb rpynnbl agpeHOMUMETUKOB, NPOTH-
BOBOCMANMTENbHbIX Kanesb, a TakXXe penapaHToBpOro-
BULbl, aHTUCENTUKOB, MECTHOAHECTE3MPYIOLLNX Kanenb,
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aHTM6aKTepuanbHbIX NpenapaToB rpynnbl aMUHOTNKO-
3108 1 HTOPXMHONOHOB, NPOTMBOrPUEKOBbLIX Npenapa-
TOB; BHYTPb NPUMEHANNCH aHTUTUCTAMUHHbIE, TPOTUBO-
BUPYCHOE NIEKapCTBEHHOE CPEACTBO.

[laHHOoe KOMMNIeKCHOE NIeYeHne NpoBOAMIIOCH Nauu-
eHTKe B TeueHuUn 7 aHeil. o ucteyeHMu faHHoro cpo-
Ka nayueHTKa oTMeyana nosioKUTENbHYI0 JUHAMUKY B
BUAE CHWXeHU 60NeBOro CUHAPOMA, C/Ie30TeYeHMs,
a TakXxe oTcyTCTBUA 6nedapocnasma U CBETOBOSA3HM.
OdTanbmonoruyeckuii cratyc: nas cnokoeH. KoHb-
IOHKTUBA BEK — LuepoxoBaTas, COCYAbl pacClUUpeHbl.
PoroBuua — oTek OTCYTCTBYeT, BU3yanusupyeTca He-
3HAYMTeNbHOE MOMYTHEHWE POroBULbI, MHOUAbTPAT
[0 CpefHuX CJI0EB LEHTPasbHOI 30HbI, B NpeonTuye-
CKOW 30HE YMEHbWMIOCb KONMYECTBO U pa3mep WH-
GunbTpaToB, Kpas WX OKpyrible, pasmepoMm 2*3 MM
C He3HauyuTesIbHOW 3anoTesoCTbl 3JHAOTENUs, 30Ha
anuTenn3auuMmu no BCel NOBEPXHOCTWU porosuubl. Pa-
AyxXkKa — cTpykTypHa. Vis 0D 0,4 sph -2,0 D=0,8; 0S 0,3
H/K. B[, OU 13 mm pr. cT. bbina npoBegeHa noBTopHas
KoH(poKanbHas Mukpockonus Ha annapate Heidelberg
Retina Tomograph Rostock Cornea Module (fepmaHus):
poCT MUKPO(NOpPbI OTCYTCTBYET, LUCTbI aKaHTamMebbl He
BU3yanusupyoTca.

Mocne NonHOro Kypca neyeHus KateTepbl 6biin yaa-
neHbl. MaymeHTKa 6bina BbiNUCAHA Ha aMbBynaTopHoe
NeYeHune ¢ NONOXUTENbHON AUMHAMUKO.

3aknwouenne. MccnegoBaHue nosBonsieT caenatb
BbIBOZ O TOM, YTO COBPEMEHHbIE MOAXOAbl B NeYeHUu
naTosiorMu poroBuubl y peTeii aenstTcs adppekTUB-
HbIMWU W MO3BONAIT JOCTUYL XOPOLMX PE3yNbTaToB.
Ons peteil MoxeT 6blTb pa3paboTaHO cheluanbHoe
KOMMIEKCHOE JiIeYeHue Npu KOTOPOM YYMTbIBAlOT BO3-
pacTHble 0CO6EHHOCTH PeakKLNK Ha TeYeHne U MOTeHUM-
anbHble pUcku. TeM He MeHee, He06X04MMO NPOBOLUTD
AanbHeiilune nccnefoBaHus ans oNnTMMU3auun neveb-
HblX METOL,0B U CHUXEHNS BOBMOXHbIX OCNOXHEHMIA.

COYETAHHASl AYTOUMMYHHAS
NMATONIOMUA Y PEBEHKA
C ATPO®UYECKON SHTEPONATUEN
locTioxuHa A.[i.

HayyHblii pyKoBOgHTEND:
AOLYeHT, K.M.H. [lMutpuesa [0.A.

PMAHTIO, kapeapa negnatpuv um. I'H. CnepaHckoro

AKTyanbHocTb. [puunHoit atpodum cnmamcToin 060-
NIOYKM TOHKOI KMLWKM (aTpoduyeckoii aHTeponaTtuu, Ad)
B 95% cnyuaes sBnseTcs uenuakusa. CyuwecTsyer knac-
cudpukauusa Ad no Marsh, yumtbiatowas cteneHb aTpo-
Guu BOPCUH M KOMWMYECTBO MEX3INUTeNUanbHbiX NUM-
dhoumnToB, COrnacHo KOTOPOIi Lienmakum cooTBeTCTBYeT
Tin atpoduu Marsh 2, 3A-3C. OgHako ocTaBlmnecs 5%
cepoHeraTUBHOW A3 HepefKO BbI3biBalOT 3aTPYAHEHUSA
Y KIMHULMCTOB, B CBA3M reTepOreHHoM rpynnoii nHdek-
LMOHHBIX, annepruyeckux U UMMYHHbIX 3ab6oneBaHui,
COMPOBOXAAIOLLMUXCA HAPYLWEHWEM BOPCUHYATOrO CTPO-
€HUS CIM3UCTON TOHKOM KULLKMN.
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Llenb. NoBbICUTb OCBEAOMJIEHHOCTb Bpayeil 0 BOS3-
MOXHbIX NpUYnHax A3 U NPOAEMOHCTPUPOBATb Bax-
HOCTb NPOBEAEHUsA NOJHOTO Pa3HOCTOPOHHEro o6cne-
A0BaHUA y AeTel ¢ Lenmakuen.

OnucaHue knuHuueckoro cnyvasa: Manbuuk M., 15
neT, nocTynun B neguaTtpuyeckoe otaeneHune Arkb mm.
3.A. bawnseBoii B aHBape 2023 r. ¢ xanob6amn Ha 06-
Wyt cnabocTb, 60/b B XMBOTE, YYaLLEHHbIA Pa3XUKeH-
HbIW cTyn. boneH B TeyeHne 3 MecaueB — Ha QOHe NoJI-
HOro 3,0pOBbS NOABUNUCL 6ONKM B XXMBOTE U fnapes, B
TeyeHue 3 Hefenb OTMeYancs Nepuoguyeckuil Nogbem
Temnepatypbl Ao GebpunbHbix uudp. Monyyan Kyp-
COBYI0 aHTMbaKTepuanbHyl, mpobuoTuyeckyw, ¢ep-
MEHTHYI0 U NMPOKMHETUYECKYIO TEpanuio C HeCTONKUM
apdekTom. Mpn ambynaTtopHoM o6CnefoBaHUK Gbina
BbIIBJIEHA T[UMOXPOMHas, MWKPOLMUTApHas aHeMus
Ao 83 r/n, nenkoynTos 11 Thic/MKN. YPOBEHb aHTUTEN
K TKaHeBOli TpaHcrnyTamuHase IgA — 61,6 Eg/n (npu
Hopme 0-9), dekanbHOro KanbnpoTekTUHa — 988 MKr/r
(Hopma 0-50). U3 aHaMHe3a U3BECTHO, YTO C 9 neT y pe-
6eHka 0TMeYanocb CHMXEHMe TEMNOB PoCTa.

Mpu NnepBMYHOM OCMOTPE B OTAE/EHUM 06paLLana Ha
ce6sl BHUMaHMe HeJO0CTaTOYHOCTb nuTaHusa (pocT 168
cMm, Bec 45 kr, uHpekc maccbl Tena (MMT) 15,9 kr/m2, SDS
NUMT -2). )XuBOT npu Nanbnauuu MArkuii, 6es6onesHeH-
Hblii, B3LYTUSA HET.

Mo pesynbTaTtam 06CNnefoBaHUs B CTaLWOHape
6bina BbisiBNeHa XenesogepuuntHas aHemuss 89 r/n
(cblBOpOTOYHOE Xene3o 2,8 MKMOMb/N NpU HopMme
7,2-27,7, ypoBeHb depputuHa — 12,7 Hr/mMA npu Hop-
me >30), runepnpoTtenHemus 84 r/n (57-80) 3a cuer
runepramMMarnoGynMHeEMUM — KOHLEHTpauusa obuiero
IgG cbiBopoTkM 19,74 r/n npu HopmMe 7-16. lMo pesynb-
TaTaM CEeposiorMYecKkoro WCCnefoBaHUs 6biNo Bbl-
SIBNIEHO MOBbIWEHME KOHLEHTpaLuUu ayToaHTMTen K
Saccharomyces cerevisiae IgG 25,1 Ea/mn (0-10), aHTu-
Ten K TKaHeBoOW TpaHcrnytamuHase IgA 147,75 Eg/mn
(0-10). AmarHocTuKa MHGMEKLMWA, anneproguarHocTu-
Ka — oTpuuatenbHo. Mo gaHHbIM 3HAOCKONUYECKOro
“cCnefoBaHus BbliIBIEHa KapTUHA racTpPOAYOLEHUTA,
MHOXeCTBeHHble adTbl B MOAB3AOLWIHON M TONCTOW
KULUIKE, YTO COOTBETCTBOBAJO KapTUHe 60ne3Hn KpoHa
B (opme uneokonuta. Mo AaHHbIM TMCTONOrNYECKO-
ro uccnefoBaHus 6UONTaTOB OMpeAesieHa KapTuHa
XPOHMYECKOr0 rpaHynémaTo3Horo aTpoduyeckoro
aKTMBHOTO BbIPaXEHHOT0 AYOAEHMTA C MOBbIWEHUEM
MEX3nUTennanbHblX IMMAOLNUTOB, XPOHUYECKOTO Fpa-
HYNEMATO3HOr0 3PO3UBHO-3BEHHOr0 BbICOKOAKTMB-
HOro TOTanbHOro KonuTa. fMcTonornyeckass KapTuHa
cooTBeTcTBOBasa 6onesHn KpoHa, 0AHAKO, JONONHM-
TesibHble CEepoNiornyeckue mapkepbl (MOBbILEHNE aH-
TUTEN K TKAHEBOW TpaHCrnyTamMuHase), CBUAETENb-
CTBOBA/N B MONb3Yy COYETAHHOIO MMMYHHOIO reHesa
nopaXXeHus TOHKOW KUIWKKM y pebeHKa, UMEeKLero ac-
coumaumio 6onesHn KpoHa u uenmakuu. MayueHT 6bin
BbIMMCaH U3 CTaLuoHapa C PeKOMeHaLUsAMU MOXU3-
HEHHOro co6NoeHna 6e3rnioTeHOBO| ANeTbl, a TaKXe
npuema NpoTUBOBOCNANUTENbHON Tepanun (npegHu-
30J10H M0 CXEMe, a3aTUOMPHH).



Mpu AUHaAMUYeCKOM HabnoAeHUK obpallano Ha ce6s
BHMMaHMWe yropHoe OTCYTCTBUE CTabU/bHOW KNMHNYe-
CKoii AnHamuku (B0306HOBEHUE 3NMU30A0B Gosell B
XMBOTE W HEYCTOMUYNBOrO XapakTepa CTyna), COXpaHe-
HUe Xene3oaedULUMTHOIo COCTOAHUSA, NOTPe6oBaBILEro
NpoBeJeHNA MapeHTepanbHoii (eppoTepanumn, ocTpo-
BOCMA/NTE/NbHbIX MapKepoB (MOBbIWEHWE KOHLEHTpa-
Lun C-peakTUBHOIO 6e/1Ka B CbIBOPOTKU U KaNbNpoTek-
TUHA), NAaTONIOTMYECKNUX U3MEHEHNIT CO CTOPOHbI CTEHOK
TEPMUHANbHOTO OTAENa NoAB3/0IHON KULIKW, HECMO-
TPA Ha NPOBOAMMYIO NMPOTUBOBOCMANUTENbHYIO Tepa-
MU, NOAK/IOYEHME Kypca MepopanbHbIX TOMUYECKUX
KOpTUKOCTEpOMAO0B (6yLecoHNA).

MpW KOHTPONBHOM 3HL0CKOMMYECKOM UCCNEAOBAHNM
(4epes 8 Hepenb OT Hayana Tepanuu) onpeaeneHo co-
XpaHeHWe BbIpaXXEHHbIX BOCMANUTENbHbIX U3MEHEHNI
CNM3NCTOW NOAB3AOLWHON M TONCTON KMLWIOK, YTO onpe-
JEenno HeJoCTaTOYHY0 3OPEKTUBHOCTb NPOBOAUMON
Tepanuu u nNoTpe6oBano NpoBefeHUs 6UoNOrMYeckoin
Tepanuu npenapatamu aHTU®HO. Ha doHe BBEAeHMS
MHPNMKCUMata OTMEUYEeH YeTKUIA NONOXUTENbHbIA 3d-
(GeKT — KynupoBaH abAOMMHANbHbIA, KUWEYHbIA CUH-
APOM, LOCTUIHYTa NpubaBKa B BeCe.

06cyxaeHue. [laHHbI KNMHUYECKMA cnydail UHTe-
peceH ¢ TOYKW 3peHUs fuarHocTUYeckoro noucka. Boi-
fIBNeHMe aTpoduyeckoil aHTeponaTun Npu rucTonoru-
YyeckoM uccnepoBaHun TpebyeT NpoBeAeHUs MOMHOro
avbdepeHuManbHOro guarHosa B rpynne UHOEKLUoH-
HbIX, aniepruyecknx u UMMyHHbIX 3abonesaHuii XXKT
Jaxe Npu ycnoBum, YTO UCXOAHblE KAUHWYECKNEe AaH-
Hble NO3BONIAKT CKNOHATLCS B NOMb3Y OJHOr0 Hambo-
nee BepOATHOro AnWarHosa. [laHHOMy pebeHKy aHanus
Ha aHTUTena K TKaHeBOW TpaHCriyTamuHase 6bin Ha-
3HayeH am6ynaTopHO M NpoAybIMPOBaH B CTaLMOHapE,
4TO NO3BOAKUNO OMPEeAennUTb COYETAHHY UMMYHHYH
natonoruto XKT. OcobeHHOCTH maToreHesa Lenmakuu
n 60ne3Hn KpoHa onpefensioT ux BOSMOXHYH accouu-
auuio, n ycnex npoTUBOBOCNANUTENIbHON Tepanuu npu
6onesHn KpoHa B Takux chnyyasix HanpsiMyto 3aBUCHT
B TOM uKC/le W OT CTPOrocTu cobnofeHns 6esrntorte-
HOBOW AueTbl. pU 3TOM HEeNb3s UCKNHOYUTb, YTO ac-
couuauusa BocnanuTenbHbIX 3a60eBaHUA KULLEYHUKA
C Lenuakueii onpegensier 60nee TAKEN0e UX TEYEHUE,
pe3nCTeHTHOCTb K 6a30BOi NPOTMBOBOCMANUTENIbHOI
Tepanuu W HeoGXOAMMOCTb NPUMEHEHUA Buonoruye-
CKMWX npenapaTos.

PEQAKWUA CNYYAN KONNATEHOBOM
9HTEPOMNATUU Y PEBEHKA
Moxeawesa I.10.

HayyHble pykoBogutenn: goyeHr, k.M.H. Konbbe 0.5.,
AOLEHT, K.M.H. ilMutpnesa I0.A.

OIrKB um. 3.A. bawnsesoi

AkTyanbHocTb. KonnareHoBas aHTeponaTus (konna-
reHoBas Crpy) — TSXKEblit BAPUAHT NOPaXeHUsi TOHKOI
KMLIKK, 3TMONOTUS KOTOPOro B HacToslee Bpems A0
KOHLUA He usyyeHa. [laHHOe 3aboneBaHue BCTpevaeT-
Cfi, B OCHOBHOM, CPeAN XEHCKOI Nonynsiunu, npeumy-
LecTBEHHO CPeAHero W noxunoro sodpacta. OfHaKo,
B nocnejHee BpeMs, BCe Yalle BCTPevyalwTCs chnyvyau
AaHHOW naTonormu cpean Aetckoro sodpacta. OCHOB-
HbIM TUCTOJIOTMYECKUM MapKepoOM KOJIareHoBOW 3H-
TeponaTuu SIBASieTCA CY6anuTenManbHoOe OTNOXEHUe
KonnareHa ¢ atpodueit BopcuH. OuddepeHunanbHblii
AMarHo3 NpuYMH KONNareHOBOW 3HTEpPOonaTum BKIHO-
yaeT UHOEKLNOHHbIE U ayTOUMMYHHbIE NOPaXeHUs Ku-
LWeYHUKa, LieNimakuto, B TOM YKCHe, C YYeTOM CXOLCTBA
TMCTONOTMYECKMX W3MeHeHWii. lpu 3aToM KonnareHo-
Bas 9HTeponaTus, He acCoLMMPOBaHHaAsA C Lennakuen,
Kak NpaBuNo He UMEET MONIOXMTENbHON AUHAMUKM Ha
(oHe 6e3rnoTeHOBOI AueTbl. Cpean TepaneBTUYECKUX
NOAXOAOB Ha HAcTOAWMIA MOMEHT paccMaTpuBaloTCH
AveToTepanua C WUCKIOYEHWEM [/IOTEHCOAEpXaLLnX
NpoLYyKTOB, Tepanus rnloKOKOPTUKOCTEPOUAAMU, UMMY-
Hocynpeccopamu.

Lenb. leMoHCTpaLma KIMHUYECKOrO Cnyyvas.

KnuHuyeckuit cnyvail. Manbuuk A., 2 r.7 mec., no-
CTynun B WHOEKLMOHHOE OTAENeHne C xanobaMu Ha
nuxopagky po 38,5C, XuUAKWIA 3N0BOHHbIA CTYyN 3esie-
HOTO LiBeTa, MHOrOKpaTHYo pBOTY. 13 aHaMHesa XU3HH
M3BECTHO, YTO pebeHok oT |V 6epeMeHHOCTH, npoTe-
kaBlei Ha GoHe npeaknamncuun B Il TpumecTpe, oT |
npexaeBpPeMEHHbIX onepaTUBHbIX poAoB. lpu poxae-
Hun macca tena 2070 r., gnvHa Tena 41 cm. Poc u pa3Bu-
BaJiCA COrnacHo Bo3pacTy. XpoHu4Yeckue 3a6oneBaHus
MaMa OTpuLaeT, anneproaHaMHes He OTATOLLEH.

3aboneBaHMe Hayanocb OCTPO C pa3BUTUA Auapei-
HOro CMHAPOMa, NOBbIWEHMA TemnepaTypbl Tena. Ha
(GoHe Tepanuu 3HTepocOpbEHTaMU — BPEMEHHas no-
NOXWUTeNbHas AWHAMMKa C BO30GHOBNEHWEM [uapeu
CMyCTA HeAeNto OT Hayana Tepanuu, YTO CTaNo OCHO-
BaHWeM pns rocnutanusauyun. CocTosiHMe nNpu nocTy-
NAeHun cpegHen TaxecTn. CUMNTOMbI MHTOKCUKALNM
YMEPEHHO BbIpaXKeHbl. KoXHble MNOKPOBbI 06bIYHOM
OKpacku, HOPManbHoi BRaXHoCTU. Typrop COXpaHeH.
YXuMBOT npu nanbnayun MATrkuii, 6ea6onesHeHHblin. CTyn
KawuueobpasHblii C MPUMECHIO CNKU3HK, 3eNEHOTO LiBETA,
3/10BOHHbIIA. K KOHLY nepBoil Hegenu rocnuTanusauum
OTMEYEHO NPUCOeMHEHNE OTEYHOTO CMHAPOMA (nepu-
(hepuyeckne oTeku AUCTaNbHbBIX OTAENIOB KOHEYHOCTEI,
MOLLUOHKHM, nepuop6utanbHoii o6nacTu). Mo AaHHbLIM
NnabopaTOpPHON AWArHOCTUKK BbISIBAEHblI NERKOLUTO3
(80 22,2 ThIC.), runonpoTenHemus (fo 36 r/n), runoans-
GyMUHeMUs (8o 22,7 r/n), NaTeHTHbIN AeduLNT Xenesa,
runorammarnobynuHeMus, MNOBbILEHUE YPOBHA asb-
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¢a-1-aHTuTpuncuHa B kane. Mo gaHHbIM ynbTpa3ByKoO-
BOV ANArHOCTMKU OPraHoOB GPHOLIHO NONOCTU M MOLLIOH-
KM: 9X0-MPU3HAKN YMePeHHbIX AUPY3HbIX U3MEHEHNI
CTEHOK TONCTOr0 KWULWEYHUKA, CBOBOAHON XMLKOCTHU B
6ptowwHoM nonoctu (8o 24 Mm), numdageHonaTum, coob-
warowenca BOLAHKM 060104eK npaBoro auyka. C yye-
TOM KJIMHUKO-aHAMHECTUYECKMX JaHHbIX U pe3ynbTaToB
npeABapuUTeNbHbIX KUccnefoBaHuii auddepeHuuann-
Hblil AMarHo3 NPoBOANNCA MeXAy NepBuUYHoIi (6onesHb
BanbgMaHa) M BTOPMYHOI# 3KCCYAATMBHOI aHTeponaTu-
el Ha GoHe MH(DEKLMOHHOrO IHTEPOKONIUTA, anyiepru-
yeckoro nopaxenus XKT, cepoHeraTuBHo Liennakuei
(aHTMTENa K TKaHeBO# TpaHCrIyTaMMHa3e B HOPME Ha
GoHe runorammarnobynuHemMuun), Ae6OTOM BOCMANn-
TeNbHbIX 3ab6oneBaHuit kuweyHuka. Mo pesynbratam
9H[,0CKONNYECKOro UCCNe0BaHNs BbiB/eHa KapTuHa
MOBEPXHOCTHOrO AYOAEHUTA, TOTaIbHOMO 04aroBoro Ko-
nuta. o pesynbraTtaM rMCTONOrMYECKOro MCcnefoBa-
HWUA CNM3NCTOI BEPXHUX M HMXHUMX 0TAenoB XKT BbisB-
neHbl Hecreyuduueckne BOCNanuTenbHble MU3MEHEHNS,
B 6onblueii CTeneHu, Kak pesynbraT NepeHeceHHoro
NHOEKLMOHHOTO npouecca. YoeauTeNnbHbIX faHHbIX 3a
Hanuyne numdanrnakTasum, kputepmes B3K, atpodu-
Yeckuit AyoeHNT He nonyyeHo. Ha ¢oHe npoBoAUMOIi
Tepanuu (MHdy3un anbGyMuHa, rnoK030-COMEBbIX pac-
TBOPOB), B COYETAHUU C HU3KOXMPOBOI AMeTOl, mony-
YeH KNIMHMYeCKNiA aQdeKT: yNyylmncs xapakTep cTyna,
YMEHbLUACS OTEYHbIA CUHAPOM, YNYYIIUACS anneTuT.
Peb6eHOK BbinUCaH AOMOWM C AMArHO30M BTOpWUYHaAs Nno-
CTUH(DEKLNOHHAsA 3KCCY[aTUBHASA 3HTeponaTus.

Yepes Mecsl nauuMeHT 6bll rOCNUTanu3MpoBaH B
nejmaTpuyeckoe OTAeNIeHMe NOBTOPHO. B mexrocnu-
TanbHbIA NepuoA, Ha (OHe PEKOMEH[0BAHHOI HU3KO-
)XMPOBOIi fMeTbl, COCTOSIHUE 0CTaBaNOCh CTabUbHbBIM
Ha GOHe yMEpPeHHO BblpaXXE€HHON NacTO3HOCTU MATKUX
TKaHel. Ha MOMeHT rocnutanusauum, no pesynbratam
OMOXMMUYECKOrO aHanu3a, BbiBNEHO COXpaHeHWe ru-
nonpoTeEMHEMUM, TUNoanbbyMuHemMun. [lononHUTeNb-
HO OTMEYeH BbIPaXEeHHbI cuHApoM uuTonusa (10-12
HOpM TpaHcamuHas). JlabopaTopHble Mapkepbl BUpYC-
HblX FenaTUTOB, ayTOMMMYHHbIX 3a60/eBaHMii NEYEHH,
6onesHn BunbcoHa — oTpuuartencHole. o pesynbratam
MONeKynsipHo AuarHocTuku BbisiBneHa JHK LIMB B
CJ/IOHEe MpW OTCYTCTBUM BUPEMUM, YTO HE NO3BONIIO UC-
Knountb LUMB-accoumupoBaHHOe nopaxeHue fneyeHwm,
0fHaKo C YY4eTOM MNONOXMTENbHO! JUHAMUKKM TpaHca-
MWHa3 Ha QOoHe remaToNpOTEKTOPOB OT NPOTMBOBUPYC-
HOW Tepanuu 6bIN0 pelleHo Bo3fepxaTbes. 3a BpeMs
HabntofeHus obpalyanm Ha ce6s BHUMaHMe HecTabub-
Hble MoKa3aTenn NpoTeMHOrpamMMbl, Tpebyrowue pery-
NAPHON 3aMeCcTUTENIbHON Tepanuu anbOyMUHOM, BBUAY
HapacTaHMs 0TEYHOro CUHApOoMa. bbino npoBeAeHo no-
BTOPHOE 3HAOCKOMUYECKOE UCCNnefoBaHNe ¢ 3a60poM
6montatoB cnusmctoii AMNK. Mpu noBTOpPHOM ructono-
FMYECKOM WCCNefoBaHMKU BbiBNEHA KapTuHa Konna-
FeHO3HOro 3HTEpUTa C aTpopuen BOPCUHYATOrO Cof.
Takum 06pa3om, B KayecTBe MPUYNHbI IKCCYAATUBHOM
aHTeponaTuu 6bin BepudMLMPOBaH KONareHO3HbIN 3H-
TepuT. BBUAY YNOPHOIO COXPaHEHUS TMMONPOTENHEMUM
6blla MHMLKUMpPOBaHa Tepanusa cucteMHbiMu FKC (npeg-
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HM30J/10H U3 pacyeTa 1 MI/Kr/c), NOAKoYeHa 6e3rntoTe-
HoBas Aneta. Ha aToM oHe AoCTUrHYTa CTabunmsauus
NPOTEMHOrPaMMbl, YNyylleHUe KJIMHUYECKOro COCTO-
SHUS, KYNUPOBaHKUE OTEeYHOro cuHppoma. Kypc ropmo-
HanbHOW Tepanuu NpoBefieH B TeyeHMe Mecsua C no-
CTENEHHbIM CHUXEHWEM [103bl NPEJHN30/10Ha Ha poHe
NpPoAocMKEHUsT 6e3rnoTeHoBoN AneTbl. Ha aToM doHe
[0 HAaCTOSLLEro MOMeHTa COCTOsIHME pebeHKa ocTaeTcs
CTabWUbHbIM, NapameTpbl NPOTEMHOrpaMMbl B HOpME,
KUIWEYHbIA CUHAPOM HEe peuuauBupyet. PesynbTaTbl
MOJIEKYNAPHO-TEHETUYECKOrO UCCNEAOBAHUS BbISBUU
Hanuumne y pebeHKa reHoB NPeApacnoioXeHHOCTH K Le-
nuakun DQA1*0103, 0501, DQB1*02, 0602-8, HLA DQ2,5,
YTO HEe MNO3BONUSI0O OJHO3HAYHO WUCK/IYUTL Hanuyue
CEpOHEeraTUBHOM LIeNaknu B yCNOBUAX rMNOraMMarsno-
GYNMHEMMUHU, KaK BO3MOXHOW NPUYNHBI KONNareHoBoro
aHTEpUTA.

3akntoyeHue. [JaHHbIi KTMHUYECKUI NpUMeEp LEMOH-
CTpUpPYET peAKuii cnyyaii KOnnareHoBOW aHTeponaTum y
pe6eHKa, B reHe3e KOTOPOii BO3MOXHO paccMaTpuUBaTh
coYyeTaHne UHPEKLNOHHOrO NOPaXeHNUst KULIEYHUKA U,
BO3MOXXHO, CEPOHEraTUBHYHO LieNIakuto, C y4eToMm yaep-
XaHUA KAWHWUKO-NabopaTopHOi pemuccun 3abone.a-
HUA Ha (OHe CTPOroi 6esrntTeHoBOI ANETbI.

MAJIbABCOPBLUA TNMIOKO3bl-
FAJTAKTO3bl B CTPYKTYPE
BPOXXAEHHbIX JZI,VIAPEVI
MusiHoBa A.P.

HayuHbie pykoBogutenu: npogeccop, 4.M.H. 3axapoBa
WU.H., poyeHT, K.M.H. JMuTpHeBa I0.A.

PMAHTIO Mun3apasa Poccuu,
OIKB M 3.A. balunsaesoi

AKTyanbHocTb. Manbabcopouns rnoKo3bl-ranakTo-
3bl (TTM) — peAKoe ayToCOMHO-peLieccuBHOe 3a6one-
BaHWe, BbI3BaHHOE HapylleHMeM TpaHCMopTa rOKO3bl
1 ranakTo3bl Yepes CAU3UCTYI0 06010UKY KuleyHuKa. B
pesynbtate MyTauuu B reHe SLC5AT npoucxonuT CTpykK-
TYpHasi u QyHKUMOHaNbHaA feneuuns HaTpuii-3aBucu-
MOro KoTpaHcnopTepa rioko3bl-1 (SGLT-1) BcneacTeue
Yero BO3HMKAKT TsXKenas guapes U 06e3BOXMBaHMeE.
dnugemmnonornyeckue gaHHole no MM oTcyTCcTBYHOT: €
2001 no 2019 rog Bo BCeM MUpe 6bIa10 3aperucTpupoBa-
Ho Bcero 107 cnyyaes.

Llenb. [lpogemMoHCTpupoBaTb aTanbl [WUarHOCTH-
4eckoro noucka y pebeHka ¢ BPOXLEHHOW fuapeeii u
ONpefennTb KpUTEPUM LUArHOCTUKKM Manbabcopbuuu
rN0KO3bl-ranakTossl.

Knuunyeckuit cnyvaii. Pe6eHOK nocTynun B MH-
tdekuynoHHoe otaenenne AMKb um. 3.A. bawnsesoii B
BO3pacTe 2 MecsileB B COCTOSIHUW CpefHeil cTeneHu
TAXXECTW 3a CYET YMEPEHHO BbIPaXXeHHbIX CUMNTOMOB
WHTOKCMKaL MW, yNTOPHOTO ANaperiHOoro CMHAPOMa.

N3 aHaMHesa U3BECTHO, YTO ManbyuK POXAEH B Ce-

Mbe 6/M3KOPOACTBEHHOrO 6paka oT 6-0i1 6epemMeHHo-
CTW 4 onepaTUBHbIX POJOB Ha cpoke 37 Heaenb, ¢ Mac-



coil Tena npu poxaenun 2970 r, pnuHoi 53 cMm. Tpoe
CU6COB yMEpAU B paHHEM HeOHaTaslbHOM Nepuoje npu
HaMYnu LNapenHoro CUHApPoOMa.

C 3 CYTOK XMN3HU y pebeHKa OTMEeYeHbl YacTbld BO-
AsHUCTbIM cTyn go 10-15 pas, natonornyeckas noteps
B Bece (482 1., -16,2%), BblABNEHbI 3/IEKTPONIUTHbIE Ha-
pyweHus, Tpebylowue 3aMecTUTENbHO! NHDY3NOHHOI
Tepanuu. C poXAeHNUs ManbyuK HaX0AUCA Ha rpyaHOM
BCKapMmnuBaHuu. [lanee B CBA3W C ycyrybneHuwem pe-
¢uuuta Beca, popMuMpoBaHUEM MeTabONNYECKUX Ha-
PYLIEHNIi rpyAHOe BCKapManBaHue 6biN0 MPeKpaLLeHo,
pe6eHOK Obin nepeBefeH Ha aMUHOKUCNOTHYO cMech. C
NATHIX CYTOK XWU3HW MHULMUPOBAHO YaCTUYHOE NapeH-
TepanbHOe NuTaHue, NPOAOJIKEHO 3HTepanbHOe nuTa-
HME CMeCbto Ha OCHOBE aMUHOKMCOT.

B oTaeneHuu naTonoruu HOBOPOXKAEHHbIX MCKIILO-
YeHbl HacCneACTBEHHble aMMHOaLMAoNaTuW, OpraHu-
ueckue auupypum U aedekTbl MUTOXOHAPWUANbHOIO
6eTa-OKUC/IEHNUs, HacNeACTBEHHble XPOMOCOMHble
3a6onieBaHusi. Ha poHe cMMNTOMATUUYECKOTO NeYeHus
O0TMeueHa NooXKUTeNbHas BecoBas KpuBas npu coxpa-
HEHWUU auapeiHoro cuHgpoma. Manbuuk 6bin BbiNUcaH
Ha 43 CYTKM XWU3HWU B yA0BNETBOPUTENBHOM COCTOSIHUN,
npubaeka B Bece 3a 1 mecsiy coctasuna 230r.

Mpu noctynnennn 8 AIKB um 3.A. bawnsesoi: mac-
ca Tena 3200 r, pocT: 53 cMm. CocTosiHMe cpefjHent cTe-
MEeHU TAXKECTU, CUMNTOMbI UHTOKCUKALMUU BblpaxeHbl
YMEpPEHHO, anneTuT COXpPaHeH, NoNyyaeT aMMHOKUCNOT-
Hyt0 cMmecb no 90 Mn Kaxable 3 yaca. KoXHble NOKPOBbI
BNaXHble, TYProp TKaHeil CHUXeEH, 0TekoB HeT. Co cTo-
POHbl OPraHoOB fibIXaHUsl, CepAeYHO-NeroYHon feaTenb-
HOCTM 6e3 ocobeHHOCTEN. XKMBOT B3A4YT, NanbnupyoTCa
nepepasfyTble NeTNN KUIWEYHUKA, NeYeHb U ceneseHka
He yBenuyeHbl. CTyn go 10-15 pa3 B cyTku u 6onee, Xua-
KUiA, 6€3 MaToNOrnyecKnx npumeceil.

Mo pesynbTaTam na6opaTopHbIX UCCNEAO0BAHUIA Bbl-
AIBIEHbl YMEPEHHO BblpaXeHHble OCTPOBOCMANUTENb-
Hble MapKepbl (C-peakTUBHbI 6e10K 12,9 Mr/n), noBblI-
leHMe TpaHcamuHa3 (anaHuHamuHoTpaHcoepasa 40,4
Ea/n, acnaptatamuHoTpaHcdepasa 48,3 Ea/n), kom-
MEHCMPOBaHHbIA MeTa6onudyeckuii auupos (ph 7,377,
BE -15,2), cHuxeHue Ph kana (4,00), npu uccnefoBaHuu
MOUM BbIsiBJIEHA rN0K03ypus (6,30 MMO/b/N) Npy OTCYT-
CTBUM NOBbILIEHUS KOHLIEHTPALMN N1H0KO03bl B CbIBOPOT-
Ke KpoBM.

KnuHUKo-aHaMHeCTUYeCKNEe [aHHble U pesynbTaTbl
npoBefieHHOro 06¢cneA0BaHMa onpeaennan Heobxoau-
MOCTb npoBefeHus auddepeHLnanbHOro AnarHosa B
rpynne BPOXAEHHbIX Auapeii BCnefcTBMe Manbabcop-
OUKKM YyrneBoAoB WM Ha GOHE CTPYKTYPHbIX fedeKToB
aHTepouuToB. C Lenblo BepudUKaLmuu anarHosa 6bi1o
PEKOMEHJ0BaHO NpoBefieHNe reHeTUYecKoro uccnepo-
BaHMA, a TaKXXe TecTa C 3HTepasnbHOii naysoil.

PebeHoK 6bln nepeBefieH B peaHUMaLWUOHHOE OT-
JeneHue c Lenbio NpoBEAEeHUS 3HTepasibHOI naysbl B
TeyeHue 24 yacoB, Ha GOHE Yero OTMeyYeHa NOJOoXMU-
Te/NbHasA AWHaMUKa B BUAE KYNUPOBaHWUS ANAPENHOro
CMHLPOMA, YTO C 60NbLIOK BEPOATHOCTHIO YKa3biBano
Ha OCMOTWUYECKMI reHes fguapen Ha poHe Manbabcopo-

Luu yrneBofoB. C yyeTom OTCYTCTBMS NONOXUTENbHOI
AMHAMUKKU B aHaMHe3e Ha GOHe BCKapMNuBaHus 6es-
NaKTO3HOM CMeCbto, B KaYecTBe Hanbonee BEPOATHOM
NPUYKUHBI KJIMHUYECKUX NPOSIBNEHUA 3aboneBaHus y
pebeHka paccmaTpuBanacb Manbabcopbuus rnkKo-
3bl-rafiakTo3sbl. Mocne ctabunmsaynum CocToAHMA bbina
OCYLLeCTBEHA NONbITKA BOCCTAHOBNEHUA SHTEPANbHO-
ro NUTaHMA C UCMNOSIb30BAHWUEM CheLMann3MpoBaHHOIk
CMecH Ha ocHoBe QpyKTO3bl. B guHamuke 06bem cme-
cu 6bin yBeNMYeH [0 GU3NONOTrMYecKoii NoTpe6bHOCTH,
YTO NO3BONO NOJIHOCTBIO YiATU OT MapeHTepanbHOro
NUTaHuA.

1o AaHHbIM 3HAOCKOMUYECKOr0 U TMCTONOrMYECKOrO
uccneaoBaHUsA CAU3UCTON BEPXHUX OTHENOB Xenypou-
HO-KWLIEYHOro TpaKTa CTPYKTYPHbIX M BOCNANUTENbHbIX
M3MEHEeHWIi BbiSBNIEHO He 6bino. Mo pesynbrataM wuc-
cnefnoBaHua naHenu «HacneacTBeHHble 3a6oneBaHus
XKT» reHomHoi [1HK n3 nepudepuyeckoit KpoBu MeTo-
AOM KJIMHMYECKOr0 CeKBeHMpPOBaHWUS MAeHTUhuLmMpo-
BaHa myTauusa B reHe SLC5AT B roMO3MIrOTHOM COCTO-
AHuK ¢.1123C>T npuBoOASALLan K 3aMeHe aMUHOKUCAOTbI
p.Pro375Ser, koTopblii ABNSETCA BEPOSATHO NATOFEHHbIM
1 [0 CUX NOP He Bbla ONKUCaH B IuTepaType.

Takum o06pasom, fuarHo3 manbabcopouuu TNOKo-
3bl-rafNakTo3bl U3HaYanbHO 6blSI C BbICOKOW BEPOSTHO-
CTblo OMnpefieNieH Ha OCHOBAHUM 0COB6EHHOCTEN KNNHU-
YeCKOM KapTHUHbI, YETKOTO NOJIOXUTENbHOrO OTBETA Ha
3HTEepanbHYyo Nay3y U NEPEeHOCMMOCTHM CheLnannanpo-
BaHHOI CMecu Ha ocHOBe pPYKTO3bl, a B AaNibHelileM
Obl/1 OKOHYATENbHO NOATBEPXKAEH pe3ynbTaTaMu Mose-
KYyNSipHO-TEHETUYECKOrO MCCNEAOBAHMUS.

Mpu KaTaMHeCTUYECKOM Hab/ojeHUU COCTOAHME pe-
6eHKa 0CTaeTcs yA0BNETBOPUTENbHbIM, Ha HOHE UHAM-
BUAYaNbHO NoJ06paHHOro paLjMoHa 3NnU300B Anapen
He 0TMeyaeTcs, AMHaMUKa MacCco-POCTOBbIX NOKasaTe-
neii COOTBETCTBYET BO3PACTHOI HOPME.

3aknioueHue. [JaHHblil KTMHUYECKUIA NPUMED AEMOH-
cTpupyeT TpygHocTu auddepeHumanbHOro puarHosa
BPOX/IEHHbIX [Auapei, onpefensieT OCHOBHbIE 3Tanbl
AMarHoCTUYECKOro Moucka U CBUAETENbCTBYET O KJItO-
YEeBOM 3HaYeHWU MOJEKYNSAPHO-TEHETUYECKOTO UCCe-
[0BaHUS ANS OKOHYaTeNbHOW BepuduKaLumu auarHosa.
CBOEBpEMEHHas AMArHOCTMKA W ajleKBaTHan auetoTe-
panusa nauMeHToB ¢ Manbabcopbuneit rnoKosbl-ranak-
TO3bl NO3BONAET NPeAyNpPeAnTb PasBUTUE XU3HEYTPo-
XalolMUX OCNOXHEHUN U 06ecneynTb, 6aronpuUATHbIA
ucxop 3aboneBaHus.
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PRKAG2-ACCOLLMNPOBAHHAA
KAPAUOMUONATUA
TuxoHoBcKwmii .A.

HayyHble pykoBogutenu: K.M.H. Cauroa H.A.,
npogeccop, A.M.H. bacaprnHa E.H.

HMWL, 3popoBbsa aeteit MuHaapaea Poccum

Beepenune. eH PRKAG2 kopupyeT perynstopHyto
y2-cy6bepmHuLy 5-apeHosmHMoHodocdaT-akTMBMpYe-
MOl npoTenHkuHasbl (AMOK). AMOK akTuBupyet me-
TaboNMyeckne MyTH, HampaBNeHHble Ha o6pa3oBaHue
AT® B kappuomuouute. CornacHo MexJAyHapoAaHOM
6ase gaHHbix OMIM, myTauum B reHe PRKAG2 npusogaTt
K pasBUTUIO rMNepTpoduUecKoii KapgnomMmonaTum, TUn
6 (OMIM 600858), BpOXAEHHOI FMKOreHOBOW 601e3HU
cepaua c netanbHbiM ucxogom (OMIM 261740) u cun-
apoma WPW (OMIM 194200), HacneayeMble no ayToco-
MHO-AOMWUHaAHTHOMY Tuny. PRKAG2-kappuomuonatus
XapakTepusyetca NpOrpeccupyrolein  XpOHMYECKOoi
CepLEeYHOI HEOCTAaTOYHOCTbHO, NOPaXeHNeM NPOBOASA-
el CMCTeMbl ceppua, YTo yBenuymBaeT pUCK BHesan-
HOii cepleyHON CMepTU U yXyALWwaeT NPOrHo3 Ans faH-
HbIX NALUEHTOB.

Knunuveckuit cnyvaii. Manbuuk M., ot 4 6epemeH-
HocTy (1,3 6epeMeHHOCTU — eANHOYTPOGHbIE Manbyu-
Ki, 2 6epeMeHHOCTb — MeauLnHCKUiA abopT). Co cnoB
matepu, Ha Y3W oTMevyanucb npusHaku Gpagukapanu
nnopa. Poabl 3, ecCTecTBeHHbIE, CPOYHbIe. Bec npu po-
Xaenun 3220 r, onuHa Tena 51 cm, oueHKa Mo wKane
APGAR 8/9 6annos. Poc v pasBmBancsi B COOTBETCTBUM
c BO3pacToM. HacneAcTBEHHOCTb N0 3aboneBaHUAIM
CepleyYHO-COCYAMCTOl cucTembl oTsroweHa: otel (50
net) — Ha 9xoKl BblpaXeHHas KOHLEHTpUYeckas ru-
nepTpodua BEpXyLEYHbIX OTAENO0B NIEBOr0 XeNyfouKa
(/MK), apTepuanbHasa runepTeHsus Ha npoTsxenun 20
neT; y cTapwero 6pata (31 rog) — XenyAo4koBas JKc-
Tpacuctonus (X3C) 1 rpagaumm no RYAN; y ppyroro
cTapwero 6pata (17 net) — cuHycoBasi Gpaaukapaus,
yanuHeHne nutepsana QT.

Mpu npoeegeHnn IxoKl B 2 roga o6palleHo BHUMa-
HUe Ha 6paankapanio, bpakums soiGpoca (OB) JIXK 68%.
Ha XontepoBckoM MoHuTOpupoBaHun IKI (XM-3KT)
6pagukapaus ¢ YCC 80/MuH, peHOMEH YKOPOUYEHHOTO
PQ, npeacepaHas akctpacuctonua (M3C). Bnepsble
KOHCYNbTUPOBaH KapAuONIOroM B 6 NeT, KAWHWUYECKH
OTMeyvasncs CUCToNnYeckuin wym B 4-5 Mmexpebepbe,
6e3 uppaguauun. Ha OKI cuHycoBas Gpapukapaus,
(GeHomeH ykopoyeHHoro PQ, npu3aHaku runepTpoduu
npeacepaunit u JK, peHomeH yanuHeHHoro QT. B 8 net
NOSIBUANCH Xano6bl Ha NOBbIWEHHY NOTAUBOCTb, COH-
NIMBOCTb, 3MOLMOHANbHYK NabunbHocTb. Ha XM-3KT
HapacTaHue npeACcTaBAEHHOCTU JKTOMWUYECKOW ak-
TUBHOCTK: yBenuuunocb konuyectso 3C, nossunuco
yyacTKM NpejcepLHON annopuTMun no tuny Guremu-
HUK, TPUTEMUHWUM, 3apPErucTpupoBaHbl Naysbl pUTMa,
npesbllakoLLne Bo3pacTHYO HOpMY. Mo gaHHbIM IxoKI
MOJIOCTM CepAaLa He paclunMpeHbl, CTEHKM He YTOJILLEHBI,
®B 66%, nonepeyHoe KpenneHue xopAabl B 061acTu Bep-
xywku JDK. lMpoBogunacb MeTabonuyeckas Tepanus
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npenapaTamyu MarHus + MUPULOKCUH, yOUAEKAPEHOH.
B panbHeiilweM ManbyuMK CUCTEMAaTUYECKM Yy Kapan-
onora He Habntopaancs. B 13 net Ha 9Kl o6HapyxeHbl
npusHaku ¢peHomeHa WPW. Ha 3xoKI BnepBble BbiSiB-
neHa ymepeHHas runeptpodus JK (MXN 12 mm, 3CITK
9 MM), NONOCTM CepALa He paclumpeHbl, ®B 68%. B 14
neT HapacTaHue runeptpodun JHK (MXN 21 mm, 3CITK
15 MM), NPU3HAKN BHYTPUXKENYA0YKOBOW 06CTPYKLMH C
rpagMeHTom [0 24 MM pT. CT. B NOKOE; NOSIOCTM He pac-
wupeHbl, ®B 78%. BoicTaBneH anartos: «funeptpodpuye-
cKas Kapauomuonartus, aCCUMeTPUYHas, C YMEPEHHOI
o6cTpykumeii BoiBogHOro Tpakta JIXK. deHomeHn WPW.
OucoyHkums cuHycoeoro ysna (cuHycoBas Gpagnkap-
ans), HK 1 cT.». UHMuumpoBaHa Tepanus nponpaHono-
NIOM (Npenapat nonyyasn HeperynsipHo).

BnepBble rocnuMTanManpoBaH B KapAuoNoruyeckoe
otpenedne HMUL 3poposbs peteit Munsppasa Poc-
cun B 16 nert. JlabopaTtopHo NTproBNP 1020 nr/mn. Ha
9xoKI BbiIIBNEHbI NPU3HAKU CUMMETPUYHOI rMnepTpo-
Gun muokapga DK (MXM 26 mm, Z-score 5,8; 3CJIXK 20
MM, Z-score 6,0) C rpaAneHTOM Ha BbIHOCALLEM TpakTe
JX B nokoe 14 MM pT. CT., Ha (OHe Harpyskn ao 50 mm
pT. cT.; ®B JIXX 84% no Teiixonbu, 73% no CUMNCOHY; ne-
FOYHOE faBNeHNe MO BEpXHel rpaHuLie HOpMbl (35 MM
pT. cT). Ha MPT cepaua ¢ KOHTPAcTHbIM yCUIEHWUEM
NOATBEPXAEHA KOHUeHTpuyeckas runeptpobus JIK,
06HapyXeHbl NPU3HAKN CTPYKTYPHON HEOAHOPOAHOCTH
MUOKapa Ha OTCPOYEHHbIX MOCTKOHTPACTHbIX CEPUSX.
Ha XM-3KT pe3skas 6pagukapgusa c YCC 54/MuH, nocTo-
fiHHas dopma peHomeHa WPW, napHas moHomopdHas
XK3C, anusoabl npeacepaHoii 6uremuHnu, QTc 455 mc.
B Tepanuun ¢ uenbo HeiporymopanbHoOW pasrpysku Ha-
3HayeH 6eTa-6nokaTop (MeTonponona CykuuHar), c aH-
TUHUOPOTUYECKON LIeNbI0 — aHTArOHUCT MUHEPANOKOp-
TUKOUAHbIX PELLENTOPOB (CMUPOHONAKTOH).

Pe6eHOK KOHCYNbTMPOBAH reHeTUKOM. McKntoyeHbl
NIM30COMHble 601e3HM HakonneHnus (6onesHb lowe, Hu-
maHa-lMuka, 6one3Hb Kpab6e, mykononucaxapupo3s 1
Tna, 60ne3Hb [ToMNe) METOAOM TaHAEMHOI Macc-cnek-
TpomeTpuu. Mo pesynbTataM CEKBEHUPOBAHUSA KIIMHU-
yeckoro ak3aoma metofoM NGS B reHe PRKAG2 BbisiBneH
HYKNeOTMAHbIA BapuaHT c.1647C>A B reTepo3nroTHoM
COCTOSIHWUU, NPUBOAALLUIA K aMUHOKUCNOTHOMY BapuaH-
Ty p.D549E. [laHHblii BapuaHT BanMaupoBaH METO0M
MPAMOro aBTOMaTUYeCKOro CeKBEHUPOoBaHmMA no Caure-
py y pebeHka, y MaTepu BapuaHT He 06HapyxeH. Mone-
KYNAApHO-reHeTMYeCcKoe uccnefoBaHue oTua B paboTe.

Mpu o6cnepoBaHnK B fUHaMKKe Yyepes 9 MecsLeB Yy
pe6eHka oTMe4YeHO HapacTaHue ypoBHa NTproBNP go
3764 nr/mMn; ymepeHHas neBas aTpuoMeranus, ToNwWm-
Ha Muokapfa 6e3 U3MeHEeHWN, rpajMeHT 06CTPYKLMN
cHusunca Ao 14 Mm pt. cT npu Gusnyeckoii Harpyske,
neroyHoe pasneHue B Hopme. Ha XM-3KI — nossne-
HUe 0AMHOYHbIX nonumopdHbix XIC, coxpaHseTcs ya-
nuHeHune QTc go 458 mc, peHomeH WPW. MpuHumas Bo
BHMUMaHWe pesynbTaTbl MOJSIEKYNAPHO-FeHeTUYECKOro
obcnefoBaHus, nporpeccupytouiee TedeHue 3abone-
BaHus, pe6eHOK HanpaBfieH Ha KoHcynbTaymio B HMUL|,
TPaAHCNNAHTOMOrMMN N UCKYCCTBEHHbIX OpraHos um. B.U.



LLlymakoBa, no pesynbratam KOTOPOiW PeKOMeHAoBa-
Ha MMNNaHTauus KapauoBepTepa-aedpuépunnatopa u
JanbHeiilwee HabnogeHne pebeHka Ha 6ase BblleyKa-
3aHHOr0 LeHTpa AN1s pelleHnst BONpoca 0 Heo6XoAKUMO-
CTW NPOBELEHNUS M CPOKAX TPaHCMIaHTaLMK cepala.

3aknioyeHne. CoyetaHme runepTpopuUYeckoi Kapan-
omuonatumn u peHomeHa WPW A0NXHbI HACTOPaXMBaTb
B OTHowWweHun PRKAG2-kapauommonaTtun. CBoeBpeMeH-
HOe YCTaHOBJ/IEHME BEPHOIO AKWarHosa C NpoBEAEHUEM
MONEeKYNAPHO-TeHEeTUYECKOW AMarHOCTUKW no3sonset
OLLeHMTb PUCKM U AaTb BEPHbI NPOrHO3, ONTUMU3NPO-
BaTb TAKTUKY BElEHMSA NaLMEHTa U YNEHOB €ro CEMbMH.

KNWHUYECKUIA CNYYAN PEQKOIO
COYETAHUA UHOAHTUNIBHON ®OPMbI
BOJIE3HU MOMIE U BPOXXIEHHOI0
NOPOKA CEPILIA
BHykosa E.B.

HayyHble pykoBoguTenu:
npogeccop, 4.M.H., KotnykoBa H.I1., OkynoBa 0.A.

OKB um. 3.A. bawnsesoit
PHUAMY um. H.W. Muporosa MuHsgpasa Poccun

Lenb. [peseHTauums YHWKaNbHOrO KJIMHWYECKOrO
cnyyas KOMOpOUAHOro naumeHTa ¢ MHGaHTUNbHOM dop-
Mol 6onesHbio MoMne U BPOXAEHHbIM MOPOKOM Ccepf-
ua.

BeepeHue. bonesHb Momne (BI) uan raukoreHos
Il TMna — pejkoe ayTOCOMHO-peLiecCHBHOe 3abore-
BaHWe W3 rpynnbl 60Me€3HeN HAKOMNEHUSA, CBA3AHHOE
¢ MyTauuen B reHe GAA, Bbi3biBatoLei aepuunt dep-
MeHTa a-1,4-rnoKo3unasbl B IM30COMAX, B CBA3N C YEM
MPOMCXOAUT MaTONOrMYeCcKoe HaKoMJeHue rnuKoreHa
B OpraHax u TKkaHax opraHusma. Yactota bl Bapbupy-
et ot 1:14 000 go 1:300 000. BbigensitoT ABE OCHOBHbIE
dopMbl: MHGaHTMNbHYIO ¢ MaHudecTauueil B nepsble
MecsiLibl XWU3HW, NeTanbHbIM UCXOAOM Ha NepBOM rogy
XW3HM 1 Bl c No3gHUM HayanoM, KOTopas pasBuBaeTcs
B Nt060M BO3pacTe CTaplue 04HOro roga, MMeeT bonee
nerkoe TeyeHwe W 61aronpuUATHbIA NPOrHo3. Ons uH-
taHTMnbHON dopmbl BN xapakTepHbl reHepanu3oBaH-
Has 6biCTponporpeccuUpyoLas MblleyHasa rMnoToHus,
renatomeranusi, runeptpoduyeckan Kapgmommonatus
C pa3BUTUEM XMU3HEYrpoxatoLlei cepfeyHoin HepocTa-
ToyHocTu (CH), noBbiweHue ypoBHs depmeHToB (KOK,
ANT, NAT, W®). B MupoBOii NUTepaType He ONUCaHo HK
OLHOrO0 cnyvyas coyeTaHusa UHPaHTUNbLHOK opmbl BT u
BPOX/IEHHOTr0 nopoka ceppua (BIC).

Knuunyeckuit cnyvaii. Manbuuk E., 06.04.2022 r.p.
PebeHok oT maTepu 33 neT C OTArOWEHHbIM COMaTH-
YecKMM aHaMHe3OM, BTOpPOW GepeMeHHOCTM, NpoTe-
KaBLeil Ha GoHe yrposbl npepbiBaHus, OPBU, nepBbix
CPOYHbIX, CaMOCTOsITeNbHbIX pofoB. Macca Tena npu
poxgaeHun 3630 r, anuHa Tena 53 cMm, OLEHKa Mo WwKane
Anrap 8/9 6annos.

Yepes 2 yaca nocne poXAeHuss 0OTMeyeHa oTpuua-
TeNbHaa AMHAMWKa B BUAE HapaCTaHuA AblXaTenbHo

HeJOCTaTOYHOCTH, LiepebpanbHOi  Jenpeccuu; Bbl-
CnylwaH CUMCTONMYECKNiA WyM. PebeHOK nepeBefeH B
OPWUTH, rpe eMmy npoBojunacb pecnupaTopHas nog-
AepxXka B pexxume nCPAP B TeyeHun 9 yacos, MHQY3u-
OHHasi, aHTUGaKTepuanbHas Tepanus ¢ NONOXUTENbHOM
AnHamukoit. Ha 2 cyTku xusHu (07.04.22) npoBeaeHa
9X0-KTI B cBsizun c nogo3penneM Ha BIMC.

Ha 3 cyTku xu3Hu (08.04.2022) pe6eHok nepeBeeH
B HeoHaTonorunyeckoe otaeneHne N2 1 ArKb um. 3.A.
bawnsesoi r. MockBa.

Mo aaHHbIM IXO0-KI moaTeepxaeH BMNC (AMXM ne-
pUMeM6PaHO3HbIA 8-9 MM, YaCTUYHO MPUKPbLIT aHEB-
pusMmoii, TonwnHa muokapaa (TM) 6 mm (Hopma 4,5-
5MM), rpagneHT cucTonmnyeckoro gasnenus (FTCA) JXK/
MX 18 MM pT. cT., MexnpeacepaHoe coobuieHne (MMC)
5 MM. PeHTreHorpaus opraHoB rpygHoi KneTku: pac-
WMpeHMe TEHW ceppala, rMnepBoseMus B ManoMm Kpyre
KpoBOO6palleHus.

B cBsi3u ¢ KNUHKKOI CH pebeHKy HasHayeHa Tepanus:;
aurokcuH B fo3se 0,00001 r/kr/cyTKu, cCNUPOHONAKTOH 4
MI/Kr/CYyT, Kanua acnapruHaT u Mariusa acnapruHar. Ha
17 cyTkmn (22.04.2022) ¢ nonoXuTenbHOW AUHAMUKOIA,
HapacTaHuem I'CL JK/MX po 40 mm pT. cT., pe6eHok
BbINMCaH 0MO.

B 2 mecsua (04-11.06.2022) npu AMHamMnU4eckoM 06-
cnefoBaHuu B Kapauonorumyeckom otaenenun [OIKb
uMm. 3.A. bawnseBoit oTMeyeHbl Ae@UUNT Macchl Tena
13%, OAbIWKA NPW Harpyske, CyOUKTEPUYHOCTb LA U
cKnep, ABYCTOPOHHEE rugpouene.

JNla6opaTopHo: runep6unupy6uHemus (6unupyGuH
113 MKMOb/N 33 CYeT HenpsaMoii dpakuuu), runepdep-
meHTemus (ANT 143 Ep/n, ACT 252 Ea/n, wenoyHas
docthaTasa 1443,6 En/n (Hopma go 450 Eg/n), KOK 619,5
En/n (Hopma fo 295 En/n)). Y3U neyeHun: pasmepbl neve-
HU HEe YBENNYEHbI, NEPErnNG XXeNYHOro Ny3blps.

MpoBefeHa koppekuus 6a3nCHOW Kappuonoruye-
CKOW Tepanuu. B cBA3W ¢ HaNIMuueM CMHApPOMA LUTONK-
3a, Xonecrasa, nepern6a XenyHoro ny3bips HasHayeH
kypc YOAXK. PekomeHfoBaH AMHAMUYECKUA KOHTPONb
N3MEHEHHbIX 6MOXMMUYECKUX NapaMeTpoB (C 0co6bIM
BHMMaHMeM Ha napameTp KOK).

B 2,5 Mecsaua no MecTy XWUTenbCTBa OTMEYEHO Ha-
pacTaHue XenTyxu, COXpaHeHue runephepmeHTeMuM,
HapacTaHme KO®K po 677 Eap/n. YuuTbiBas Bbieus-
NOXEHHOe, KPOBb pebeHKa HamnpaBfieHa Ha 3H3UMO-
AnarHoctuky metogom TMC ¢ Uenbl UCKOYEHUS
NN30COMarbHbIX 60Me3Hel HaKomneHus, CNUHaNbHOM
MbILLIEYHOI aTpOod MK, BPOXKAEHHOI MbILLEYHO’ AUCTpPO-
Guu OroweHHa. 29.07.2022 nonyyeHbl faHHbIE 0 PE3KOM
CHWXEHWM aKTMBHOCTU anbda-rnoko3upassol go 0,21
MKM/n/y4 (Hopma 1-25), yto xapakTepHo gna bI. fanb-
Heilllee MONEKYNAPHO-TeHeTUYECKOe UccnefoBaHue
BbIIBMI0 KOMNAYHA-TETEPO3UTOTHOE COCTOSIHNE B FEHE
GAA ¢.1082C>T/p.Pro361Leu, c.1425del/p.Leud76Ter,
noaTBepXaatolee anarHos 6onesnu Momne.

B 3 mecsua (24.07.2022-05.08.2022) manbumk no-
BTOPHO roCMMTanusuMpoBaH B KapAUONOruyeckoe ot-
penedun OrKb wmm. 3.A. bawnsesoi. lpu ocmoTpe
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o6pallanu BHUMaHue cneuuduyeckuii peHoTun nuua,
MaKporiioccus, NAOTHbIe NPK NanbnaLum UKPOHOXHbIE
MbIWLbI, yMEPEHHAS MbILIEYHAsA TMMOTOHMSA, 3aTPyLAHe-
HUE NPKU KOPMJIEHUU, OfbIWIKA NpU GU3NYECKON Harpys-
Ke, [MCrapMOHMYHOCTb (M3NYECKOr0 pa3BMTUSA 3a CYET
aeduumuta maccol Tena 19%, 3afiepxxka TeMNoB MoTop-
HOro pasBuTUA.

9KT: npusHaku 6UBEHTPUKYNAPHOW runepTpodum.
IXOKT: pasmepbl OMXI npexHue, ysenuyenue cpep-
Hero faBNeHUs B NEro4YHoi aptepuu Ao 28 mm pT. CT,,
runepTpodus MUoKapAa NeBOro U NpaBoOro XenyLo4koB
6€3 06CTPYKLMN BbIXOLHbIX OTAENOB.

o XW3HEeHHbIM nokasaHuaM ¢ 4,5 mMecsues
(24.08.2022) manbumk Hadyan nonydyaTb 3aMecTUTESb-
Hyto pepmeHToTepanuto (G3T) anrnokosnpaasoii anbda
20 Mr/kr 1 pa3 B2 Hefenu BHYTPUBEHHO, MOJ KOHTPONIEM
nabopaTopHbIX N MHCTPYMEHTaNbHbIX NOKasaTenei. Ha
(OoHe Tepanun OTMeYeHbl yNyyleHne anneTmTa, yMeHb-
WweHue runepTpodun MKPOHOXHBIX MbILL, MaKporioc-
CUMW, CHWxeHue nokasateneit ACT, AJTT, KOK, ymeHb-
WeHWe TONIMHbI 3afjHEN CTEHKW NEeBOro Xenypouka
€ 6,7 MM 10 5 MM, MeXeJlyA04YKOBON Neperopoaku ¢
7,8 MM 0 5,5 MM, hU3nyeckoe pa3BuTHe K FOAY CTano
rapMOHWYHBIM. [TpK AUHAMNUYECKOM HabNOAEHNN HepB-
HO-NCUXUYECKOe pa3BUTUE C NONOXUTENbHON AMHAMU-
KOi: B 5 MecsiLeB — gepxan royiosy, nepesopayuBancs
CO CMUHbI Ha 60K, ynbi6ancs, rynua, MUMMUKa iMua ak-
TUBHas, B 8 MecALeB — CaMOCTOATENbHO NepeBopaym-
BaJICA CO CMMHbI HAa XWUBOT U 06paTHO, CUAEN NPK NOL-
aepxke, B 11 MecaueB — cUAeN CaMOCTOATENbHO, CTOAN
C 0Nopoi, akTUBHO nonsan, B 1 rof 2 Mmecsia — CTOAAN C
OMNopOiA, XOAWN U 6eran ¢ NOALEPXKKOIA, Mrpan B UrpyL-
KK, NpoU3HOCKUN OTAENbHbIE cnork, B 1 rof 5 MecsiLes —
XOANN, 6eran caMocTOATENbHO, MOX0AKA C 3/IeMEHTaMM
BUXNIAHUSA.

MpocnekTMBHOE HabnofeHWe NaLueHTa NpojoXa-
eTca no HacTtoswee BpeMs (AHBapb 2024 r). Kaxable
3 Mmecsila pebeHoK rocnuTanusupyeTca B Kapauosno-
ruyeckoe otaenenne ArKb um. 3.A. bawnseBoii ans
AMHAMWYeCKOro HabnilofeHNss U KOPpeKuun Tepanuu.
Ha paHHbli MOMeHT eMy 1 rof 9 MecsiLeB, npogonxaet
nonyyaTb ®3T no ocHOBHOMY 3a6oneBaHuto (60ne3Hb
Momne). Mo BMC Manbunk reMoguHaMU4eCcKu CTabuneH,
FCL JIXK/MX 6e3 oTpuuaTenbHON SUHAMKUKKM, NOonyYaeT
6asucHyto Tepanuto CH.

3aknioyeHne. OCO6EHHOCTb MPeACTaBAEHHOIO Kiu-
HMYECKOrO Clyyas 3aKiloyaeTcs B TOM, UTO y pebeHka ¢
BIMNC npu nnaHoBOM KapAWONOTrMYeCKOM 06Cnef0BaHNM
B BO3pacTe [BYX MeCsLEB 6bl10 BbISIB/IEHO U3MEHEHNE
nabopaTopHbiX MokasaTened B Buje runepdepmeH-
TeMuu. 3TO NO3BONMNO 3aNOf03PUTb MHOAHTUABHYO
dopmy Bl Ha JOKNMHMYECKOM 3Tane, CBOEBPEMEHHO
BepuduuMpoBaTb fMarHo3 u HayaTb ieyeHue. Mo aaH-
HbIM MUPOBOI NUTEpPaTypbl AeTu ¢ b umetoT 6onee Bbi-
COKWI PUCK pasBUTUSA OCIIOXHEHWIA NPU XMPYPruyeckom
BMeLLATENbCTBE, B CBA3M C YEM Y JaHHOTO pebeHKa Ha
(hoHe cTabUnbHOI reMoMHAMUKKN OMepaTUBHOe neve-
Hue BIMC peweHo 6bin0 OTNOXMTb Ha 6onee No3fHWI
Bo3pacT. HecmoTps Ha coyeTaHue y mauueHTa ABYX T-
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XenblX KOMOPBUAHbIX NAaTONOTUii paHHee Havyano KoM-
6uHUpoBaHHoii Tepanuu (O3T u Tepanuu CH) nossonu-
10 Ha LaHHOM 3Tare u36exaTb onepaLyuu Ha OTKPbITOM
CepALe, YNyylWwnTb TeYeHe OCHOBHOTO 3a6oneBaHus,
NOAYYNTb XOPOLLYH AUHAMUKY (U3NYECKOro, ncuxuye-
CKOTO0, PEYEBOr0 U CTaTO-MOTOPHOrO PasBUTUA.

KNWHWYECKOE HABJIOAEHUE
PEBEHKA C CUHAPOMOM COTOCA
W BPOHXUANIbHOU ACTMOM
YemanoB T.A., Manbiwes O.I.
HayvyHbiii pykoBogunTenb: K.M.H. Kapnenko M.A.

PYOH um. Matpuca Jlymym6bl, kabeapa neaunatpum,
bY3 VKB N26

BeepeHue. Cungpom Cotoca — 370 pegKoe reHeTuYe-
ckoe 3aboneBaHue, OTNYUTENbHBIMU OCOGEHHOCTAMU
KOTOPOro IBAATCA XapaKTepPHbIii BHEWHUA BUE NuLa
(wupokuii n BoINyKAbIA N06 ¢ gonuxouedanbHoii dop-
MO rON0BbI, PefKUe NOO6HO-BMCOYHbIE BOJIOChI, KOCbIe
rnasHble Wenu, ANNHHOE M y3KOe NNL0, BbITAHYTbIA NOA-
GOPOAOK); paHHsAs 3ajepXKa Pa3BUTUS, YMCTBEHHbIE
HapyweHWs U YpesmepHblit pocT. NpusHaku cuHapoma
CoToca MOryT BKJ/tOYaTb NOBEAEHYECKUE OCOBEHHO-
CTU, pasHULY MeXay KOCTHbIM BO3pacTOM U XPOHOJO-
rMyeckuM BO3pacToM, aHOManuu ceppua, aHoManuu
yepena, rMNepMOBMNIBHOCTb CYCTaBOB, MOCKOCTOMNME,
aHoOManuu noyek, ckonuos u cygoporn. Cungpom Co-
TOCa BCTpeyaeTcs npubnnsutensHo y 1 3 10-14 toicay
HOBOPOXAEHHbIX, MPU 9TOM UCTUHHAA YacToTa MOXeT
cocTaBnAaTb npumMepHo 1 cnyyai Ha 5000 HoBopoXAeH-
HbIX, MOCKONbKY MHOrMe npu3Haku cuHpgpoma Cotoca
MOTYT 6bITb pacLeHeHbl Kak CUMNTOMbI Apyrux 3abo-
neBaHWii, COOTBETCTBEHHO, YacTO CUHLPOM He JuarHo-
CTUPYeTCS AOMKHbIM 06pa3oM. MoBTOpHbie 3aNKU30pbl
6pOHX006CTPYKLMM Yy pebeHKa C NOATBEPXAEHHbIM re-
HeTUYeckMM 3aboneBaHUEM W3-3a HELOCTAaTOYHOIi OC-
BeZJOMJIEHHOCTU 06 0COOGEHHOCTAX TeYeHua 3aboneBa-
HUSL MOTYT OLINGOYHO pacLeHMBATbCA KaK NpOsiBNeHNe
OCHOBHOT0 3a60/1eBaHUs, YTO 3aTPYHAET CBOEBPEMEH-
HYI0 AMArHoCTUKY U Tepanuio conyTCTBYOWMX 3abone-
BaHWii, Hanpumep, 6POHXMaNbHOI acTMbI.

Llenb nccneposanus. Onucatb KInHUYeckoe Habo-
AEeHWe naumeHTa c CMHApomMoM CoToca 1 6poHXManbHoA
acTMmoi.

Matepuanbl u metogbl. MpoBeaeHa oueHka Gusu-
KafbHbIX [aHHbIX, NPOaHaNU3MPOBaHbl MPOTOKOSbI
CMUPOMETPUMN 1 3aK/IOYEHNUS OCMOTPOB Bpaya-nyabMo-
HONOra KOHCYNbTaTUBHO-AMArHOCTUYECKOTO OTAENEHUS
IbY3 “[letckas UHPeKLMOHHAN KNMHMYeckasa 60nbHULA
Ne6 [13M”. CuHppom CoToca 6bll YyCTaHOBMIEH MO pe-
3ynbTaTaM reHeTMYecKoro UccieoBaHus ¢ UCNONb30-
BaHMeM Habopa SALSA MPLI Problemix P026 Sotos.

PesynbtaTbl. Pe6eHok A., 9 net, Habnwogaetca no
NoBOAY reHeTUYECKM NOATBEPXAEHHOro cuHapomMa Co-
Toca. Habntopaetcd no noBoAy 3afiepXXKu nNcuxoaMoLm-
OHaNIbHOrO pa3BuTUA, TyroyxocTn 1-2 cT. B aHamHese
yacTtble anu3oAbl GPOHX006CTPYKLMMU, C MOSTOXUTEND-



HbIM 3(Q(PEKTOM NOocie NPUMEHEHUS MHraNALUOHHbIX
TNIOKOKOPTUKOCTEPOUAOB M GPOHXONNUTUKOB, KOTOPbIe
cBfi3blBanu C npossfieHnamu cuugpoma Cotoca. U3
aHaMHesa M3BECTHO, YTO pebeHOK Habnwgancsa no no-
BOAY aTOMMYeCKOro fepMaTuTa, aniepriuyeckoro punHu-
Ta, B KNMHUYECKOM aHanuse KpoBU perncTpupoBanach
203uHodunus (6onee 300 kn/mkn). Mpu ocmMoTpe pocT
166 cm (1,9 npoueHTMAb), BeC 64 Kr (2,78 NpOLEHTUIIb).
Mupekc maccol Tena 23,2. dusnyeckoe pasBuTHe BbiCO-
KOe, rapMOHUYHOE, COOTBETCTBYOLee Bo3pacTy 17 ner.
Makpouedanus, BbITAHYTbIA NOAO0POAOK, BbICOKMIA
ronoc. CocTosiHMe Ha MOMEHT OCMOTpa YLOBNETBOPU-
TeNIbHOE, aKTUBHbIX Xanob He npeabsBaser. KoxHble
MOKPOBbI 6/1€HO-PO30BOr0 LiBETA, BbICbINAHWIA HeT.
B nerkux pbixaHue XeCTKOE, MPOBOAMTCS paBHOMEP-
HO, BbICNYLWIMBAIOTCA E€AMHUYHbIE PACCEsHHblE Cyxue
Xpunbl. HacToTa fbixaTeNbHblX JeACTBUA 21 B MUHYTY.
Catypauuns kucnopofa 98%. lNposefeHa cnupomeTpus
C MPO6OM C 6POHXONUTUKOM: GYHKLIMOHANbHbIN XU3HEH-
Hblit 06bemM nerkux (OXEJ) 90%, o6bem dopcupoBaH-
Horo Bbloxa 3a nepsyto cekyHay (0®B1) 79%, npupoct
0®B1 nocne npo6bl ¢ 6POHXOANTMKOM (BeHToNMH 400
MKT) 26 %, 620 Mn (npo6a ¢ 6POHXOSINTUKOM MOJIOXK-
TeNbHas). Ha 0OCHOBaHWK AaHHbIX aHaMHE3a, 0CMOTpa U
pesynbTaToB CMMPOMETPUMN C NPO6OI C BPOHXONUTUKOM
Obln yCTAHOBJIEH ANArHO3 BPOHXNaNbHas acTMa, HasHa-
yeHa 6asucHasa Tepanus: canbMeTepos + GyTUKA30H
(cepetng) 25/50 Mkr no 2 gosbl 2 pasa B JeHb Yepes
cneiicep. Mocne Hayana Tepanun ann3o0B GPOHX006-
CTPYKLMM HEe 0TMEYanocb, NOBbICKUIACh TONEPAHTHOCTb
K ¢pusmyeckomn Harpyske. B guHamumke no gaHHbIM cnu-
pomeTpun 0®B1 coctasun 105%, npupocT nocne npoobbl
¢ 6poHxonuTukoM — 3% (npoba oTpuLaTesbHas).

BbiBogbl. OnucaHue KAUHUYECKOro HabnoAeHUs
pebeHka ¢ cuHapoMom CoToca MO3BOMUT HE TOJbKO
3aMnofo03puTb [laHHOE reHeTUYeckoe 3aboneBaHue no
KNMHWUYECKUM TMpU3HaKaM U NOATBEPAUTb AMarHos
reHeTUYeCKUM uccnefaoBaHUEM, HO W MO3BOAUT Mpu
HannyMm NOBTOPHbIX 3MM30[0B GPOHX006CTPYKUMM U
OTAIrOLLEHHOr0 anjeproaHamMHesa 3anofo3puTb GPOH-
XUanbHy acTMy U NPOBECTW CBOEBPEMEHHYIO AUArHO-
CTUKY C HadHayeHueM 6a3nCHOM Tepanuu.

KNUHUKA, AUATHOCTUKA
U NNAHWPOBAHUE XUPYPTMYECKOI0O
NEYEHUA NALMEHTOB C CY)XEHUEM
HUXXHEW YENIOCTHU
Cagxaamn H.M.

WHCTUTYT NoBbIWeHNS KBanubukalnm
W NepenofroToBKY KaLpOoB 3paBOOXPaHeH NS
yupexaeHns 06pa3oBaHus «benopycckuii
rOCY4apCTBEHHbIA MeJULMHCKNA YHUBEPCUTETY
MO[KB, kadbeapa 4enCTHO-NNLEBOW XUPYPTK

AKTyanbHoCTb. CyXXEHMEM YentocTel unu 3y6HbIX
PSAOB HA3bIBAKOT YMEHbLEHNE UX MONEPEYHbIX pasme-
poB. OHO MOXET 6biTb Ha OJHOI UK 0BEUX YENOCTSAX,
pPaBHOMEPHbIM Ha NPOTSHKEHWUM BCEI YENHOCTH UAN He-
pPaBHOMEPHbBIM, T. €. B KAKOM-M60 yyacTke ee. CyxeHune
yalle HabnoAaeTcs Ha BEPXHEH YENCTU HEXenn Ha
HUXKHER. ITO 06bACHAETCA OCOBEHHOCTAMU CTPOEHMS
yentocTei. BepxHasa 4entoCcTb, Kak USBECTHO, COAEPKUT
6onbLie rybyaToii KOCTH, FPAHUYMUT C BO3AYXOHOCHBIMM
nasyxamu. HuxHsas yentocTb 6onee KomnakTHa. Cyxe-
HUE YentocTell u 3y6HbIX PAAOB Hanbonee pesko ObiBaeT
BbIpa)XeHo B 60KOBbIX 0TAenax, raBHbIM 06pa3oM B 06-
nacTu npemonspoB. B npeo6najgatouiem 60/bLIMHCTBE,
C/lyyaeB OHO COMpoOBOXfaeTcs gedopmauuein nepea-
HEero oTAena YentocTn Uan 3y6Horo paga. CyxeHue ye-
NOCTeR MM 3yOHbIX PAAOB MOXET ObITb 06YCNOBNEHO
Hefopa3BuTUEM unn fedopmauneit YentocTeid B TpaH-
CcBep3asibHOM HanpaBneHun. HegopassuTue yencTen
CBfI3bIBAIOT C HAcNeACTBEHHbIM (haKTOPOM, BPOXJEH-
HOIi pacllennHoit Heba, 601e3HAMU PaHHEro JeTCKOro
BO3pacTa, 9HAOKPUHHbIMK paccTpoMcTBaMu, TpaBMOM,
ocTeoOMMenuTaMu, NpexaeBpeMeHHON NoTepen MooY-
HblX 3y6OB W ApyruMu npuymHamu. Hambonee yacTtbiMu
npuunHamu pedopmauumn YencTeidl, 0COGEHHO Bepx-
Hell, ABNSIIOTCA PaXWT, HAapyLWeHWe HOCOBOTO fbIXxaHus,
HapyweHWe PaBHOBECUSI MbllL, BpefHble MPUBbLIYKY
(nogknapbiBaHe pyku NOA LWeKy Bo BpeMs cHa). Cy-
XEHWE YeNOCTHOW AYru NPUBOANT K HEKOPPEKTHOMY
pasMelleHnto 3y60B U UX CKYYeHHoCcTH (MM He XBaTa-
€T MEeCTa, 0COGEHHO eC/IN OHM KPYMHbIE) U HapyLIeHue
NpuKyca, 3CTETUYECKN CYXEHHAs YENOCTb TOXE Bbl-
FNAAUT HENpUBNEKaTeNIbHO Npu yNbl6Ke BUAHbI 60KO-
Bble NOBEPXHOCTM 3y60B U feceH. Markue TkaHu nuua
AO/KHbI NOAAEPXKNUBATLCSA NULEBbIMU KOCTAMU. Ecnu
YESOCTY CIMLLIKOM Y3KME, HUXHAA YacTb nLia He UMeeT
NoAAEPXKMW, MATKME TKaAHU HauyMHalOT NpoBKUcaTb. ITO
SIBNSIETCA HE TONbKO 3cTeTuyeckum aedektoM. Ecnm
CBOEBPEMEHHO He NPONU3BECTU KOPPEKLNIO, Pa30BbIOT-
CA JanbHeillwue OCNOXHEHWUS — HapylleHue paboTbl
3y604entocTHOro annapaTta U gedopmauus npukyca.
Mpn pe3koMm CYXeHUW HUXHeR YentcTu ee GOKOBbIE
3y6bl 0Ka3bIBAKTCA 6/I0KMPOBAHHBIMU aHTaroOHUCTaMU
W TpaHCBEp3asibHble ABUXEHUSA HAapyLWatoTCs, B pe3ysb-
TaTe Yero yxyawaeTcs usMesnbyeHue nuwmn. K atomy
cnepyet A06aBUTb, YTO NPU CYXEHUM 3YBHbIX PAAOB
HEKOTOpble 3y6bl UCNbITbIBAIOT HENPABUIIbHYHO NO BENU-
YMHe 1 0CO6EHHO HanpaBNEHNIO HArPy3KY, YTO HEPELKO
NPMBOAMUT K NATONOTMYECKUM U3MEHEHUAM B TKaHAX
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napofaoHTa. Npo6iema nevyeHus feteil c TpaHCBepCasb-
HbIMU 3y60YENOCTHBIMU aHOMaNUsMM1, CONPOBOXAat0-
WUMKUCS CY)XEHWEM YENIOCTEN, WMPOKO NpefcTaBfieHa
B OTEYECTBEHHOI U MHOCTpaHHOW nuTepaType. OgHako
NleyeHne JaHHOW MaToNoOrMM MeTOLOM KOMMPECCHOH-
HO-LUCTPaKLMOHHOTO OCTEOCHHTE3a B OTEYECTBEHHOI
nuTepaType MpaKTUYECKM HE OmucaHo, HECMOTPSA Ha
3HAYMTE/IbHOE KOMIMYECTBO 3apy6exHbiX paboT no jaH-
HOii Teme.

Matepuanbl u MeToAbl. CyXeHue HUXKHeR YyentocTu
NMPOUCX0AMT U3-3a Hefopa3BuUTUA eé Tena. B Takux
C/yyasnx xapakTepHbl YMEHbLUEHUE BbICOTbI U CYXeHue
HUXHEi TpeTH Nuua, [UCTanbHbli NPUKYC, CKYYEHHOCTb
3y60B WJIM YaCTWYHas nepBUYHAsi afeHTuA. bonbwoe
pasHo06pasne pasHOBUAHOCTEN CYXEHWUs 3aTpyaHseT
AvarHocTuky. [lna Toro, Yto6bl NPaBUIIbHO COCTaBUTb
nnaH feyeHusi, Heo6XxoAMMO ONpPefenuTb, YT0O UMEHHO
CYXXEHO (4entocTb, 3y6Has ayra). K ocCHOBHbIM MeTofaM
JMarHOCTUKWU [aHHO aHOMaNnuu OTHOCATCHA: METOJ
MoHa, ycTaHOBNeHME 3aBUCMMOCTU MeXAY LIUPUHOW
3y6HOI Ayrn W CyMMON LUNPUHBbI ME3NOAUCTANIbHbIX
AvameTpoB 12 3y60B, TesepeHTreHorpagus U peHT-
reHorpadus HebHoro wea. Mo metoaukam lMoHa u au-
arpaMMme OnpejenstoT CTeneHb CYXeHus, N0 aHanusy
TeNepeHTreHorpaMMbl — PasHOBUAHOCTb W XapaKTep
CYXXEHUS, N0 PEHTreHorpaMme — CTPYKTYPY W LUNPUHY
He6HOro WBa. Pelwas BONpoc 0 He06X0AMMOCTU U METO-
Je NeYeHus], CieiyeT yYnTbiBaTb BHELWHNUIA BUJ 60NIbHO-
ro, HapyleHne pa3nuyHbIx QYHKLMWIA, CTENEHb U Xapak-
Tep CY)XEHUA, MeE3NOANCTANIbHOE COOTHOLEHME 3Y6HbIX
PAAOB, BUA NpUKYyca.

Takum 06pa3oM, UCXOAS M3 KIMHWUYECKON KapTUHbI
M JaHHbIX CNEeLManbHoOro WCCnefoBaHus 6GONbHOTO,
neyeHune NpoBOAAT UHANUBMAYaANbHO. B 0CHOBHOM npu
CYXEHUM NEYEeHNe HanpaBNEHO K PacCLUUPEHUI0 Yento-
CTeil Unn 3y6HbIX AYr, @ TaKXe K BblpaBHUBAHUIO HECO-
OTBETCTBUS MEX Y BEPXHUM U HUXKHUM 3Y6HbBIM PsiZIOM.
s paclwupeHus YyentocTed NPUMEHSIOT crieyuanbHbii
annapart, KOTOpblit HasblBaeTcs AUCTpakTop. Ero dyHk-
Lueil ABNAeTCS pa3BefieHne paHee XMPYpPruyecku pac-
MUNEHHDbIX KOCTHbIX (parMeHTOB ANSA HapaliuBaHUs
KOCTHOI TKaHU B MPOMEXYTKE MEX Y HUMMU.

KnuHuyeckuii cnyvait. MayneHTka, I, 17 ner, ctpaga-
eT BblpaXkalwLlumMca B CKeneTHasa fedopmauus npuky-
ca, CYy)XeHune HWXHeli yentocTu. Mog obwmm 06e3b60nu-
BaHUEM M MHPUNBTPALMOHHON aHecTe3nei NpousBefeH
paspes CM3UCTON NpesaBepus NonoCTH pTa, OTCTYNUB
OT NEPeXOoAHOW CKNaAKu Ha 1 cM, NoAcnu3ncTasa auc-
CEeKLMA MATKUX TKaHell, pacceyeHne MbilL noj60poa-
Ka, cyénepnocTanbHas AUCCEKLUA CO CKIIETUPOBAHNEM
MEHTaNIbHOrO OTAeNa HUXHEN YENOCTU, KOCTHOW NUNOIA
HaMeyeHa NMHW ocTeoToMuu. lpomsBefeHa apanTa-
ums n Gukcaums B ob6nactu nopbopoAKa KOMNpeccH-
OHHO-LUCTPaKLMOHHOrO annapaTta, KOCTHOA Muioii
JONOTOM NpPOU3BeAeHa OKOHYaTeIbHas 0CTEOTOMMUSA MO
LeHTpanbHoli yactu cumbusa ¢ mobunusayuen dpar-
MeHTOB. MbiwwLbl NOA6OPOAKA MOCNOHO aganTMpoBa-
Hbl. LBbI Ha cNU3MCTy0. AKTUBATOPbI BUHT BbIBEJEH B
npeAABepue NonocTu pta. f[eMocTas no XoAy onepauum.
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MocneonepauyuoHHoe BefieHMe 60NbHOTO BK/OYaeT
npuMemM HeCcTepoMUAHbIX NMPOTUBOBOCMNANUTESIbHbLIX, aH-
TMCENTUYECKOro NOMOCKaHUA NoNoCTH pTa. AKTuBauus
OUCTPaKTOPOB HayMHaeTca Ha 7-i1 AeHb nocneonepaym-
OHHOTO nepuofa caMumM 60/1bHbIM UK NEPCOHOI U3 ero
6113Koro okpyxeHus. CTeneHb akTMBaLUKU BUHTA 3aBU-
CUT OT HEOBXOAMMOr0 pa3Mepa KoppeKLnm.

Mocne 3aBepleHns AMCTPaKLMUM Ha 3aniaHUPOBaH-
HYIO WWPUHY PETEHLUOHHbIA Nnepuog Ao 6 Hefenb cno-
co6CTBYET ocCMpMKAL MM 30HbI AUCTPAKLNM N KOHCONK-
fauun hparMeHToB YentocTel.

PesynbTatbl. B cooTBeTCTBUM C YEHOMEHOM KOM-
NPECCUOHHO-ANCTPAKLMOHHOTO OCTEOCUHTE3a, PEXUM
aKTUBaLWUK NOGbIX AUCTPAKTOPOB AeNUTCA Ha 3 nepu-
oaa: Mepvog KoMnpeccuu (cxaTus), Nepuos AnUCTpak-
UMK (paclumpeHus), nepuos peteHuun (ctabunusauun),
nepuoj KOMNpeccun 0bbIYHO AUTCA 7 AHeid, OH Heob-
XOAWUM ANA CTUMYASLUN KONNYECTBEHHOTO YBENNYEHUS
KOCTHbIX KneTok. [lanee cnepyeT aTan pacliMpeHus
nvHUM pacnuna. auueHT, UCnonb3ys chewlnanbHblii
KJI04 OT [UCTPaKTOpa, N0OBOpayYMBaeT 3aMoK annapara,
CTEPXHU KOTOPOro PacXoAsTCA Ha 3afaHHY0 NOBOPO-
TOM A/IMHY. TeMn AUCTPaKuUKM COCTaBNsAET B feHb Mo
0,5-1 MM B cyTkU (2 060poTa KNtoYoM no 0,25 MM nnu 2
o6opota no 0,5 Mm).

BbiBOAbI. NpU YCTaHOBKE AUCTPAKTOPOB B 06/1acTu
3ybocogepxalux GparMeHTOB YeNtocTU 06pasyroTcs
TpeMbl (MTPOMEXYTKM) Mexay 3y6aMu, MOTOMY 4TO NU-
HUS pacnuna NpoxXoAnuT UMEHHO MeXAy Humu. [ins go-
CTUXEHMS HAaUNYYWUX GYHKLMOHANbHbBIX Pe3yNnbTaTos,
a TakXe peannaauun 3CTETUYECKUX XKeNaHuii nauneH-
Ta, HEOOGXOANMO OPTOLOHTO-XUPYPrUYECKOe NEYEHHe.
Bpay-opTOAOHT B NocneonepaLMoHHOM Nepuoje ycTa-
HaBnMBaeT GpeKeT-CUCTEMY, C MOMOLL b KOTOPOIii 6yaeT
BO3MOXXHO BOCCTaHOBJIEHME aHAaTOMUYECKOT0 NoJsioxe-
HUS 3y6HbIX pPAfOB. B 3aBUCHMOCTU OT KIMHUYECKOI
CUTyaLuu nofbupaeTca onpeAenéxHblil BU annaparta.

CNYYAN OCTPOI0 FEMATUTA HEACHOW
3TUOJNIOT MUK, OCNOXKHUBLUKNICA
MEYEHOYHOM HEAOCTATOYHOCTbIO
W TPAHCNIAHTALMEN NEYEHU
MapTbiwosa M.I0.

HayyHblii pykoBogutens: [pelHsakosa B.A.
OHKUMBE ®MBA Poccuu

AKTyanbHocTb. B Hauane 2022 roga B Benuko6puTa-
HUK 3aduUKCMpOBaHa BCMbIWKA OCTPOro rematura Hey-
TOYHEHHOrO reHesa. BecHoi 2022 konuyecTBo cnyyaes
Hayano CTPeMUTENIbHO pPacTu M PacnpoCTpaHATLCA No
MUpY — K KOHLY roga ctano ussectHo o 1010 cnyvaes
renaTuTa HesiCHOM aTuonorum B 35 ctpaHax mupa. dak-
TOP pacnpocTpaHeHusi MHOEKLMU, CBA3AHHBIA C MeX-
AYHapOAHbIMW NOe3gKaMn MU APYTUMU CTpPaHamu, He
6bln f0KasaH. ATnonorua sabonesaHusa 4,0 HaCTOALLEro
MOMEHTa HeusBecTHa. B kayecTBe OCHOBHbIX runoTes
paccMaTpuBaeTcs afeHoBMpycHas 3Tuonorus. Kpome



TOro, He UCKJIYaeTCA NOTeHLUanbHOe NOSBIIEHNUE HO-
BOro renaToTponHOro Bupyca renaTtuta, afjeHoaccouu-
MPOBaHHbI BUPYC, @ TaKkXe U3MEeHeHWe MMMYHOopeak-
TUBHOCTW OpraHusmMa nocie nepeHecénHoro Covid-19,
o6ycnaBnuBaLLee HETUMUYHOE TeYeHUe afieHoBHpYC-
HOW uHdekuyun. OduuManbHO NOATBEPXKAEHHBIX Cnyya-
€B 3T0ro 3a6oneBaHns B PO 10 CErofHALWHEro JHA HeT.

Llenb. MMoBbICMTb HACTOPOXEHHOCTb NPaKTUKYIOLIUX
Bpayen B OTHOLIEHMU renaTtuTa HEACHOW STMONOT UM,

Beepenne. [lpu uHOMUMPOBAHUM afEHOBUPYCOM
rpynnbl F Kak npaBuno pasBuBaeTcs KapTMHa 0CTPOro
ractTpoaHteputa. CuTyaums, npu KOTOpon Npoucxogut
nopaxxeHne NeYeHu, He AIBNSETCA TUMUYHOI M He 06bsC-
HAET NOJIHOCTbIO TAXECTb KAMHUYECKOI KapTuHbl. Haw
LIEHTP TaK Xe CTONKHYNCA CO Cny4yaeM TAXeNoro Teve-
HUS OCTPOro renaTuTa y pe6eHka, ycTaHOBUTb 3TUONO-
FMI0 KOTOPOro Ha MOMEHT rocnuTanm3aLum He yLanochb.
EAMHCTBEHHBIM 06HAPYXEHHbIM MHPEKLMOHHBIM areH-
TOM 6b11 afileHOBMpPYC rpynnbl F, BblfeNeHHbIN U3 Kana.

KnuHnyeckuit cnyyail. Pe6EHOK 16 neT Haxoguncs
Ha rocnutanusauun B8 ®rby OHKLNBE ®MBA Poccum ¢
17.10.2021 no 21.10.2021. leBouka noctynuna Ha nosf-
HUX CpoKax 60N1e3Hn (OKOMO ABYX HEefeNb) C KNNHUKOIA
OCTPOW NEYEHOYHOW HeJOCTAaTOYHOCTHU, NPOSABAABLUEN-
sl B BUJEe nepudepmyecknx 0TeKOB, acLiuTa, XenTyxu. B
nebtoTe 3a6oneBaHnsi oTMevanach 60/b B XUBOTe, pas-
XVKEHHbIA cTyn fo 7 p/cyT exepnHeBHo. Obliee camo-
YyBCTBWE HE CTPaAano, IMXopajKn, NHTOKCUKALMOHHO-
ro CUHAPOMA He 6bIN0, NPOJOMXKANA NOCELATb WKOY.
B TeueHne nocnepyrowmx AHER cTana oTMeyaTb MosB-
NEeHUe OTEKOB Ha HMKHUX KOHEYHOCTAX, YBEJINYEHUE B
pasmepax xuBota. C 10-11 gHa 601e3HM HabNOAaN0Ch
MOTEMHEHWUE MOYM, aX0JIMA Kana, NOXeNTEHNE CKNEep W
Koxu. OcMOTpeHa neguaTpoM, NpoBefeH GUoXMMuYe-
CKMWIii aHanu3 KpoBw, N0 pe3ysibTaTaM KOTOPOro AeBOYKa
6blNa HanpaB/ieHa Ha 3KCTPEHHY0 rocnuTanusaLuio ¢
anarHosoM «OcTpblit renatuT». Mo TAXECTU COCTOAHUA
rocnutanusmpoBaHa B OPUT.

dnNuMAemMUONoOrnyeckun aHamues: 3a npegenbl PO
He Bblesxana. B okpyxeHun Bce 3gopoBbl. Onepauum,
TPaBMbl, MHbEKLMK, FTeMoTpaHchysun oTpuuaeT. Nme-
eTca TaTyMpoBKa Haj Knwuuuei (co cnos, caenaHa B
cepTuduuMpoBaHHOM casioHe). YnoTpebneHue 3anpe-
LWEHHbIX BewecTB oTpuuaet. U3BecTHO, YTo 2 Hepenu
Ha3aj ena rpu6Hoii cyn (mucuuku). OTel Takxe ynoTpe-
6nan B NULLY 3TOT cyn — 30poB. B Hayane neta noxy-
nena 6onee, yem Ha 10 Kr, 0TKa3blBanachb 0T efbl, 0TMe-
yanocb yyauleHue guypesa, ctyna. Pogutenn He moryT
WCKJIOYMTb, YTO [LeBOYKA MpPUHUMANa YTO-TO C Lefbio
MOXYAEHMA.

Mpu 06bEKTMBHOM ocMoTpe: CocTosHUE KpaliHe TS-
xenoe. CosHaHue acHoe. lcuxuyeckuii ctatyc: Banas,
ObICTPO MCTOLLAeTCA, Ha BONPOCHI OTBEYaeT npaBuib-
HO, OPMEHTUPOBAHA BO BpeMEHU 1 NpocTpaHcTBe. Koxa
HaCbIlEHHO XEeNTOo-TMMOHHOIO LBEeTa, neTexuanbHas
CbiNb B MECTe HaNOXEeHUs XryTa, MaHXeTbl, KPOBOTO-
YMBOCTb U3 MECT MHBEKLMK. TYProp KOXM HOpMasnbHbIN.
BnaxHocTb HopMmanbHas. TemnepaTypa Tena 36,8C.
CKknepbl UKTEPUYHbl. Buaumble cnmanctble 060104KN

nkTepuyHbl. OTekn: aHacapka — OTEYHOCTb FOJIEHEN,
CTON, KUCTEW pyK, yBENUYEHNE B pa3Mepe XMBOTa 3a
cyet acuymta. YCC 90 yg. B MuH. AL 110/56 MM pT. CT.
Y[ 24 B MuH. [lbixaHue XXecTKoe, 0CNlabNeHHOe B HUX-
HUX 0TAenax. A3blk BAAXHbIA, C HANETOM XEenToro LBse-
Ta. XXMBOT npu nanbnayuu MArkuii, 60ne3HeHHbI Npu
nanbnawuuu, NpeMMyLecTBEHHO B NpaBOM nogpebepbe
n anuracTpum. NMeyveHb: npasas gons +2,0 cM HMXe Kpas
pébepHoin ayru, neBas gons — no kpato. Kpait neyenu
YMEPEHHO 60Me3HEHHbI NpWU nanbnauuun, 3aKpyrieH-
Hblid, NnoTHOBaTbIn. Cenesexnka +2,0 cM. Ctyn 1 p/cyT
XWUAKWIA, XenTo-3eieHoro useta. [luypes CHUXeH, Moya
TeMHo-KopuyHeBas. C yTpa 19.10.2021 — aHypus (guy-
pe3 He 6onee 10 mn/uac).

Mpu nabopatopHoM o6cnepoBaHnu: Mporpeccupyto-
Wwas aHeMus Tsxxenoii ctenenn (Er 1.33*1012, Hb 47 r/n),
nporpeccupytowas TpOMOOLMTONEHNA TAXKENOI cTene-
Hu (48*109), peTukynoumTtos. Mpo6bl Kymé6ea (npsimas
1 X0nof0Bas) — oTpuuaTesibHbl. [MNepbunupy6uHemMus
[0 964 MKMoOnb/n, CMewwaHHas, NpeMMyLLecTBEHHO 3a
cyeT npsimoii ppakuuu (732 npamas/232 HenpsMas).
CUHAPOM UMTONM3a C BbICOKUMM KO3IQDULMEHTOM fe
Putuca — HopMmanbHbiMu nokasaTtensamu AJIT Ha doHe
nosblwenns ACT go 328 En/n (makc.) ¢ nocneayouum
CHMXeHUeM nokasatenen. CHMXeHMe 6enKoBO-CUH-
TETMYECKOi QYHKLUWM NEYEHW — runoanbOyMUHEMMUS,
runokoarynsuusa, peduunt K-3aBUCMMbIX (aKTOpPOB
cBepTbiBaHUA kpoBu. B UOA kpoBu mapkepbl BUpYC-
Hbix renatutoB A, B, C, D, E — oTpuuaTtenbHbl, aHTUTe-
na k BUY, nepcuHmam, aHTUreHbl 3HTEPOBUPYCOB — He
o6HapyxeHbl. B MLP kpoen OHK B3b, LUMB, Bupycos
repneca yenoseka 6 tuna, PHK aHTepoBupycoB He 06-
HapyxeHbl. Liupkynupytouime UMMYHHbIE KOMMIEKCbI B
HOPMe, YpOBEHb FraMMa-rno6ynnMHoB He noBbiweH. ANF,
AMA-M1-M9, ATMA, ANCA, LKM-1 — B npegenax pege-
PEHCHbIX 3HAYeHWiA. YPOBHM LepynonnasmMmuHa u meau
CbIBOPOTKU B npefjenax HopMbl. EAMHCTBEHHbIM Ana-
FTHOCTMPOBAHHbIM UH(EKLMOHHBIM areHToM, bbin afe-
HoBupyc rpynnbl F, BbigeneHHblit us kana metogom MNLP
B peasibHOM BpPEMEHM.

JleyeHue: TpaHchysum cBeXe3aMOPOXEHHON nnas-
Mbl (C3M), Er-maccol N21, anbbymuH 20% 100 mn/cyT,
nakTynosa, rena-mepu, AWLWUHOH, anbda HOPMUKC,
omes, uepykan, nasukc. C 19.10. nynbc-Tepanua — Mme-
Tunpeg 1000 mr/cyT, uHdy3MOHHaa Tepanusa ¢ foTalu-
eii Mo 3neKTponMTaM, MHOTPOMHas, Ba3onpeccopHas
noazepxka (no6ytamuH, HopaapeHanuH). 18.10.2021 B
22:30 6bina HayaTa onepawlus 3KCTpakopnopanbHoi re-
Mokoppekuuu (3KIK) — npogneHHas BeHO-BEHO3Has re-
mopuadunbtpaums (MBBFA® (CVVHDF)). AnutenbHocTb
onepauun — 65 yacos 30 MuHyT. OgHOBpeMeHHO ¢ KK
18.10 ¢ 23:00, npoBoaunacb onepauusi reMocopoLuu
C MCnonb3oBaHUeM KonoHku «Liutocop6» (CytoSorb).
JnutenbHocTb onepaunu — 12 yacos. CKOPOCTb KPOBO-
Toka — 110-250 mMn/MuH. YnbTpadunbTpaTt (yaaneHo) —
8450,0. lanee naumeHT 6biN NepeBefEH Ha TpaHCNaH-
Taumio neyenn B BMegA umenun C. M. Kuposa.

O6cyxaenune. KpaiiHe TXEnoe coCTOsHME pPe6EH-
ka 06ycnoBuno npoBejeHue 06CnesoBaHuUs B CxaTble
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CpPOKMW. B KauecTBe NpuynH paccMaTpuBaNuCb Kak MH-
(GeKLMOHHbIE, ayTOMMMYHHbIE, TOKCUYECKME MPUYMHDI
OCTPOro renaTuTa, Tak U CKPbITO NPOTEKAaBLIAA XPOHU-
yeckas NaToJsiorus NeYeHn ¢ AeKommneHcaumei (c Takou
nosuLuu afeHoBUPYCbl paccMaTpuBanuUCh Kak Tpurrep
AeKoMneHcauuu). Heebicokne nokasaTenu neyeHou-
HblX TpaHCaMMHa3 SIBNAKTCA 3aKOHOMEPHbIM Ccnej-
CTBWEM MEYEHOYHOW HefO0CTaTOYHOCTU, pasBMBLLENCSA
K MOMEHTY NOCTYNAEHNUA BCNEACTBUE MO3AHUX CPOKOB
obpalleHnss 3a MeauUUHCKOW nomoublo. [locToBep-
HO YCTaHOBWUTb 3TUONIOTUID 3a60JIEBaHUS HE YAanoch,
HeNb3st UCKNOUYNUTb, YTO NPUYMHON ero 6bln aeHOBH-
pycbl rpynnbi F.

BoiBoAbl. HecmoTps Ha TO, YTO po/ib ajeHoBUpyca
B BO3HUKHOBEHMW TEKYLLEN BCMbIWKN HEYTOUHEHHOTO
renaTuTa K HacTosileMy BPEMEHU He [OKa3aHa, Lene-
c006pa3Ho BKOYaTh 06CNE0BaHNE HA HEFO B CEKTP
ANarHOCTUYECKNX MEPONpUATHIA NMPU OCTPbIX HEBepH-
GuunpoBaHHbIX renatutax. C y4&TOM TAXECTU TeYEHUS
HEYTOUHEHHOTO renaTuTa, Heo6XofuMa HaCTOPOXEH-
HOCTb B OTHOLIEHWUN 6bICTPOrO MPOrPECcCUMPOBaHUS W
NOTEHLWANbHOTO Pa3BUTUS MEYEHOYHOIK HepocTaToy-
HOCTM B 3TOIi rpynne nauueHToB.

OBbbEKTUBHbIE U CYBBEKTUBHbIE
NMPUYUHDbI TPYAHOCTU AUATHOCTUKH
AYTOUMMYHHOIO MAHHUKYJIUTA
Kangpuna A.M., Apcanuesa A.LL.

HayyHblii pyKoBogHTENb:
AOLEHT, K.M.H. CnnBakoBckuif 10.M.

Capatosckuit MY um. B. U. Pagymosckoro MuHsgpasa
Poccun, kadeapa hakynsTeTcKoh negmnaTpmum

BeepeHne. HecMoTps Ha COBpPeMeHHOe pasBHUTHe
MeJMLMHbI U ee y3KoCneLManusMpoBaHHbIX Hanpasne-
HWii, B NpaKTMKe Bpaya-neguartpa npoaosKatT BCTpe-
yaTbCf CNyyau, KOTOpble He TONbKO TPe6YIT MeXanc-
LMNANHAPHOro NOAX0Aa K X PELleHuto, HO U He Bcerpa
npeAaycMaTpuBalT 3TO peLleHWe, Kak efUHCTBEHHO
npaBunbHoe. Kpome TOro, mMOMUCK [aHHOrO peLleHns
MOXeT 6blTb KpaiiHe 3aTpygHuUTeneH. OQHOW U3 TaKuX
MEeXAMCLMNANHAPHbIX NPo6aeM ABAAETCA NaHHUKYIUT,
npefcTaBfeHHbId B BapuaHTax CBOWX MHOrOYMCNEH-
HblX NPOABAEHWIA. [TaHHUKYAUT — Fpynna reTeporeHHbIX
3aboneBaHuit BOCNAaNUTENbHOMW NPUPOAbI, KOTOpble
XapaKTepusyloTca NopaXeHUeM MNOAKOXHOW XWUPOBOH
knetyatku (MXKK), npu KOTOpPbIX MOFYT BOBJIEKATbCS B
naTonornyeckuii Npouecc u BHYTPeHHWe opraHbl. Wu-
poKoe MHOroo6pasue KIMHUYECKUX U TUCTONOrUYECKNX
NposiBAEHUN U, KPOME TOro0, 0TCYTCTBME Cneunduyecko-
ro fieyeHus, NPMBOAMUT K TOMY, YTO 3TU NauMeHTbl No-
najaroT B NONe 3peHNUs Bpayeil camblX pasHbIX crneuu-
anbHOCTeli: NegnaTpoB, peBMaTo0roB, 4epMaTosioros,
XUPYProB, OHKONOrOB U T. 4.

Knunuyeckuii cnyyvaii. BnepBble 3MeHeHUs Ha KOXe B
BU[ie PO30BaTO-CMHIOWIHOIO NATHA Yy Manbyuka E., 5 ner,
Mama oTmeTuna B AsHBape 2022 roga. NATHO NosiBAANOCH
nocne KynaHus, He HOCUJI0 CTOMKOro XxapakTepa, pacno-
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naranocb B 061aCTW rpyAHON KETKM NO 3afHeil NogMbl-
WEYHON NMHUM cnpaBa 6/iMKe K nonaToyHOW obnacTw,
€ro pasmepbl COCTaBNSANM A0 2,5 CM B fuaMeTpe, KOHTY-
pbl 661N HEPOBHBIMMU, U OHO HE3HAYUTENIbHO BO3BbILIA-
Nnocb Hafj MOBEPXHOCTbIO KOXU. B nocnegytouem gaHHoe
KOXXHOe 06pa3oBaHue CTano KOHTYpUPOBATbLCA He TOJb-
Ko nocie KynaHus (Bo3feicTene BoAbl? MOBbILEHHOM
TeMnepaTypbl? MexaHUYecKoro BAUAHUA?), HO U Hayano
OTMEYaTbCs MOCNe 3HAYMMOW (U3NYECKOW Harpysku,
4TO M CTano NoBOAOM K NEPBMYHOMY 0OpaLLeHUto K Bpa-
yy-gepmartonory. Manbuuk BnepBble KOHCY/IbTUPOBaH
aepmaTonoroM B MapTe 2022 roaa, Korga 6bin yCcTaHOB-
neH anarHos: «Mactouutos? Murpupytowas spurema?»
Mo HasHayeHMIO fepMatosiora NauWeHT NOAyYus Kypc
aHTMGaKTepuanbHoii Tepanun (AMOKCALMANNH), aHTUTU-
CTaMWUHHbIX MPenapaToB 2 MOKOJIEHNS, @ TAKXKE MECTHYH
Tepanui KOMOUHUPOBAHHLIMK CPeACTBaMU, BKOYato-
WnmK 6eTamMeTasoH, KNOTPUMa3sos, reHTaMULMH, a B No-
cnegytoweM MoMeTasoHa ¢ypoat. 3Hauumoro apdekTa
OTMEYEHO He 6bIno. B pamkax 4epMaTonornyeckoro KoH-
cunMyma naumeHT 6bln OCMOTPeH B YHUBEPCUTETCKOIA
K/IMHUKE, TAe 6blN YCTAHOBNEH AMarHo3 «MacTouuTos».
Bb110 NpofoMKeHo ambynaTopHoe HabntogeHue. Mpu no-
CneayoLlemM BbIMOJIHEHUM PEKOMeHAauuii aepMartono-
roB, 0TMEYEHO MeAJIEHHOE MPOrpeccMpoBaHine KOXHOIo
natonorumyeckoro npouecca. O6pasoBaHue HECKONbKO
YBENUYMNOCH B pasmepax, CTano YyTb 60/blie BbICTY-
naTb HajJ NOBEPXHOCTbI KOXM, YTO HE COMPOBOXAANIOCh
WHOI CY6bEKTUBHOI MaTONOrMYecKoin CMMNTOMATUKOIA
(3yA, 60b, MHbIE HEMPUATHBIE OLLYLLEHNS).

K mapTy 2023 roaa KoXHoe o6pa3oBaHue cTano 6o-
nee NAOTHbIM MPU Mafbnaunuu, U3MEHUNI0 OKPacKy —
CTano KOPUYHEBOTO LiBETA C CUHIOWHbIM OTTEHKOM, eLle
6onee BO3BbIWANOCh Haj MOBEPXHOCTbI KOXMW. [laHHas
oTpuuaTeNibHasA AMHaAMUKa NOCAyXusia NOBOAOM K CTa-
LUMOHApHOMY 06CNnefoBaHWI0 B cneluann3upoBaHHOM
AEepMaToNornyeckoM OTAENEHUM, KOTOpOe 6bino npo-
BeAeHOo B Mae-unioHe 2023 roga. PesynbTaToM 06cnefo-
BaHUA CTaN0 UBMEHEHME JMarHo3a, KoTopbli 6bin cdop-
MynupoBaH Kak «Cknepofepmus noKanusoBaHHas,
onsweyHas, Gpasa spuTeMbl, MHLYpPaLum, aTtpoduu, cTa-
Aauna nporpeccupoBaHus? Mo pesynsTatam NpoBefeHHo-
ro obcrel0OBaHNA U3 NaTONOrMYECKUX USMEHEHMUIE bbina
BbisiB/ieHa 303uHOoGUnA (10%), 3HaUMMOe NOBbILIEHNE
nokasaTenei wWwenoyHoii gocdatasbl (1169 E\n) (D).
JlabopaTopHbIX MNPU3HAKOB aKTUBHOrO BOCMAneHUs
(noBblweHne CO3, CPB) He oTmeueHo. Mouck uHdek-
LMOHHbIX GaKTOPOB, B T.4. TE/IbMUHTOB M NPOCTEWLLNX,
pesynbtatoB He npuHec. Mo pesynbtatam Y3U markux
TKaHel onucaHbl 3X0-NMPU3HAKN MATKOTKAHHOTO (Xua-
KocTHoro?) o6pasosaHus B MKXK npaeoii nonaTouHoii
06nacTy, YTO CTaNo NMOBOAOM K NPOBELEHNID KOHCYNb-
Tauuu Bpada-oHkosora. 1o ero pekoMeHgaLum pebeHok
6bl1 rOCNUTANU3NPOBAH B XMPYPruYeckoe OTAeNIeHUE B
utone 2023 r., rge no pesynbratam NpoBeAEHHOr0 06-
Cej0BaHna NoATBEPXAEH BbICOKMI ypoBeHb LLD(1186
E/n), no Y3M Markux TkaHeii: B npoekyuu 06pa3oBaHus
KOXW (NOAMbILWEeYHOI 06nacTu ¢ pacnpocTpaHeHWem B
MnpaByio NoA/10NaToOYHY 0651aCTb) ONpeAenseTcs yTon-
weHue Koxu u MXKK, TonwuHoi 6 MM, 3a cyeT yTonue-



HUS BEpPMbl U CKOMNEHUA XUAKOCTU B XUPOBOMW KeT-
yaTke. pu LBETHOM AONMIEPOBCKOM KapTUPOBaHWUU
3aperucTpupoBaHo yMepeHHoe YyCUeHWe KPoBOTOKa. B
noAMbILIEYHO 061acTM OTMEYEHO YBeNUYeHne numda-
TUYECKMNX Yy3N10B, CHUXEHME UX 9XOreHHOCTU. pu npoBe-
neHun MPT o6nacTu nopaxeHnus onucaHa MP-kapTuHa
30Hbl CTPYKTYPHbIX U3MEHEHWII B NOAKOXHO-XMPOBOIi
KJeTyaTke MpaBoi NOAMONAaTOYHO! M NOAMbILWEYHOI
obnacTeil, yMepeHHO HakannuBarLLasn KOHTPacT U efu-
HUYHbIE YBENIMYEHHbIe NUMPATUYECKNE y3/bl B NPaBoii
noaMblleyHoi obnactu. MpoeeaeHa 6uoncus o6paso-
BaHWA U fanbHelwwee peleHne ANarHoCTUYECKH CHOX-
HOW CMTyalUWUU 3aBUCENO OT MaToN0r0aHaTOMUYECKOro
3aK/oyeHns. Haubonee BEPOATHbIM [MAarHO3OM Mo
pesynbTaTaM FMCTONOrMYECKOro UcciepfoBaHus 6uon-
TaTa C y4YeTOM KJIMHMYECKWX LaHHbIX Gblna ykasaHa
HeXOAXUKNHCKaa T-knetoyHas nuMmdpoma, nocne yero
6blNI0 NPOBEJEHO MONHOE yAaneHue NaToNOrNYECKOro
06pa3oBaHus, YTO B NOCNEAYOWEM, B paHHEM Noce-
onepaLMOHHOM aHaMHese, NPUBENO K (HOPMUPOBAHULD
runepTpouUYeckoro KenomgHoro pyéua, 3Ha4ymmo orpa-
HUYMBaIOLLEro 06HEM ABUXKEHNIA NJIEYEBOrO CycTaBa.

MN36exaTb JanbHeilleil OCNIOXHEHWUN, CBA3AHHbIX C
NAaHUpyemMoii nonuMxmMmuoTepanueii, yganocb 6naro-
naps sakntoueHuto cneynanuctos roy «HMUL 4ron
uM. OmuTpus PorayeBa», Kyaa oauH U3 GparmMeHToB
6uonTaTa 6b11 HanpaBneH Ansa pedepeHcHON oLeHku. B
noNny4YeHHOM pesynbTate Oblfo YKa3aHo, YTO NPU3HAKOB
ONyX0NeBOro NOpaXKeHus He NONYyYeHo, a Bepupuumpo-
BaHbl NPM3HAKN ayTOMMMYHHOTO NaHHUKYNUTA.

Ha atom aTane maTb pe6eHKa NpuHAIa pelleHmne noka-
3aTb Manbunka peemaronory. [lpoBefeHHOE paclunpeH-
Hoe o6cnefoBaHWe B YCNOBMAX PEBMAaTO/IOMMYECKOTO
CTaluuoHapa BKJIOYano He TONIbKO uccnefoBaHue 61o-
XMMMUYECKUX PEBMATONIOTMYECKNX MAPKEPOB, HO U YrNy-
6n1eHHOe 06cNnefoBaHNe Pa3NNYHbIX OPraHoB U CUCTEM,
KOTOpble MOT/IN 6bl 6bITb BOBJIEYEHbI B NATONOrMYECKMiA
npouecc — KoMnbloTepHas ToMorpadus opraHoB rpya-
Hoii KneTku, MPT opraHoB rpyAaHOW W GpPIOLWHON nono-
CTH, CUMHTMIpaduyeckoe UccnefoBaHne ckenera u T.4.
PebeHOK, C y4eTOM OHKONOTMYECKON HACTOPOXEHHOCTU
JOMONHUTENIBHO OYHO MPOKOHCYNbTUPOBAH Cheuuani-
ctamu OIbY «<HMWUL, oHkonorum um. akag. H.H. bnoxuHa
M3 P®», rae Ha HacTOALLMIA MOMEHT AaHHbIX 3a Heonna-
CTUYEeCKMii npouecc He nonyyeHo. Ha doHe npoBofMmoii
NpPOTMBOBOCNANMTENbHOI Tepanuu peuuguea 3abosne-
BaHMS ayTOMMMYHHOIO MaHHUKYNNTA HE OTMEYaeTCA.

3aknioueHne. [pUBeeHHOE KNMHMYECKOE Habnoae-
HUe HarNAAHO MAMOCTPUPYET 06bEKTUBHBIE CNOXHOCTU
U Cy6bEKTUBHbIE NPUUYMHBI, BO3HUKAKOLLUE B PeanbHoii
nefmaTpMyeckKoin npakTMKe Ha MHOTOTPYAHOM fnarHo-
CTMYeckoro nyTu auddepeHunaumm BocnanuTeNbHbIX
nopaxenuit MKXK n koxu, Tpebytowmx ot Bpaya Nno6oii
cneuuanbHOCTU XOPOLWUX MeXAMCUUNINHAPHbBIX 3Ha-
HWii, YMEHNA U XenaHus COTPYAHUYATb C Koseramu
CMEXHbIX Bpa4ye6HbIX CMeLnanbHOCTeli C LLenbio Makcu-
ManbHO 3G HEeKTUBHOrO KIMHUKO-NabopaToOpHOro U UH-
CTPYMEHTanbHOro 06cnefoBaHMa nauneHTa LAs NoaHo-
LLeHHOWN KNNHWYecKoii BepudukaLmm gnarHosa.

CUHIPOM KOJIbLLEBOM TPUHAILLATOM
XPOMOCOMbDI: KTMHUYECKUIN CNYYAN
A6posH J1.M.

HayyHble pykoBoguTenu: fjoLeHT, K.M.H. CapkucsH E.A.,
AOLeHT, K.M.H. [JymoBa C.B.

PHUMY um. H.W. Muporosa Munsgpasa Poccuy,
Kadenpa rocnuTanbHoi NneanaTpumn M. akageMuka
B.A. TabonuHa N

BeepeHne. KonblLeBble XpOMOCOMbI 4acTO BO3HMU-
KalT nocnie paspbiBa B KOPOTKOM W LNIMHHOM njeyax
XpPOMOCOMbI C BOCCOEAMHEHUEM Ha [BYX KOHLAX Ans
3aBeplueHmna Konbua. Mi3MeHeHne CTPYKTYpbl XpOMOCO-
Mbl U3 INHENHO B KONbLEBYIO BbI3bIBAET €€ MUTOTHYE-
CKYI0 HECTabMNbHOCTb, NPMBOASALLYIO K COMaTUYECKOMY
MO3anLu3My, BCNeACTBIUE KOTOPOro GopMmpytoTcs Kno-
Hbl KNEeTOK C pasfiMyHbIM BTOPUYHBIMU YUCTOBLIMU W
CTPYKTYPHbIMU XPOMOCOMHbIMU NepecTponkamu. bonb-
WMHCTBO CNy4yaeB KOJIbLEBbIX XPOMOCOM SBASAIOTCS
crnopagnyeckumu. MpuunHa o6pa3oBaHns OTKNOHEHUS
HEN3BECTHA, U MPUHATO CYUTaTb, YTO ITO CJIYYaNHOCTb,
KoTopasi MPOUCXOANT B npoLecce rametoreHesa. Kosnb-
LieBas XpOMOCOMa OYeHb PeAKo MOXET nepefaBaTbCs
no HacneAcTBY OT poauTeneil K pebeHKy. B 60MblUnH-
CTBE W3BECTHbIX cnydyaeB (90%) o6pasoBaHue Konblie-
BO XpOMOCOMbI MPOUCXOAUT B AINLIEKNIETKE.

CuHAPOM KoJibLeBOi 13 XpOMOCOMbI ABAAETCA pea-
KOl CTPYKTYpHO# XpPOMOCOMHOW aHOManuei. 3abo-
neBaHue BcTpevaetcs ¢ yactortoii 1/58 000 xmBopo-
X[EHHbIX, C 60NbWOW YacToToi Yy ManbymkoB. Cpeau
npeHaTanbHbIX YNbTPasBYKOBbIX NPU3HAKOB CUHAPOMA
KonbLeBon 13 XpOMOCOMbI 4acTO OTMevaloT 3afepx-
Ky BHYTpUyTpoGHOro passutus (3BYP), mukpoueoda-
NINI0, MHOXECTBEHHbIe BPOXAEHHbIE MOPOKM pa3BuTUS
(MMNBP). Hau6onee yacTo BCTPeYaloTCs MOPOKM CEPA-
lla, FONOBHOFO MO3ra W aHopeKTanbHOW 06nacTu. Bbi-
SIBNEHHbIE NpeHaTaNbHO NPU3HAKW NOATBEPXAAOTCA
cpasy nocie poXAeHUs U CONPOBOXAAIOTCA Hanuymem
nmueBooro aucMopguama (KOCble rnasHble Wenu, ru-
nepTesopusM, aHoMasbHO NOCaXEeHHbIe YLK, WWUPOKas
nepeHocuLa, BbICOKOe fyroo6pasHoe He6o, MUKPOrHa-
TUS, ManeHbKNii POT M TOHKUE ry6bl). B fanbHeiiwem atu
[eTn oTcTaloT B (GU3NYECKOM pasBUTUW, UMEIOT Hapy-
LIEHWA NCUXOMOTOPHOTO Pa3BUTUSA. yMCTBEHHYH OTCTa-
noctb B 6onee cTaplwem BO3pacTe, a TakXKe HapyLeHus
cnyxa u peuu. OfHaKo, B MeJULNHCKOI HayyHOI nuTe-
paType onucaH OAKH CNyvan, Koraa Hanuume KoNbLeBoi
XpPOMOCOMbI Y IBYX CecTep He 0Tpasuiochb B 3Ha4YNMOM
CTeneHu Ha 3J0POBbE M Pa3BUTUMN ieBOYEK.

KnuHuyeckuit cnyvaii. [leBoyka 3., 0T Matepu ¢ oT-
OLEHHbIM aKyLWepPCKO-TMHEKONOrMYECKMM aHaMHE30M
(nepeas 6epeMeHHOCTb B 2015 roay, pogbl Ha 37 Hepe-
ne, pesouka Bec 2470r, 47 cwm, BTOpas 6epeMEHHOCTb
B 2020 ropy, 3amepluasi Ha cpoke 6-7 HefleNb, TPETbA
bepeMmeHHoCTb B 2022 roay, 3amepluas Ha cpoke 6-8
Hegenb). [laHHas 6epeMeHHOCTb YeTBepTas, npoTeka-
na B NepBOM M BTOPOM TpumecTpe 6e3 0CO6eHHOCTEN,
yNbTPa3BYKOBOE CKPUHWHIOBOE CKaHWPOBaHMe He Npo-
BOAMUNOCb. B TpeTbeM TpumecTpe Ha cpoke 35 Hedenb
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rectayum MaTb Haxogunacb B OTAENEHMW NATONOrnU
6epemeHHocTM B cBA3n ¢ 3BYP nnoga, nonyyana coot-
BETCTBYIOLWYI0 Tepanuio (B TOM yucne uutopnasuH). B
MWKPOBKMONOrMYECKOM MOCEBE MOYM Bblfl NONYYEH POCT
30N10TUCTOrO cTadunokokka (S. aureus), NpoBoAMNach
aHTMbaKTepuanbHas Tepanus, MecTHas Tepanua Konb-
nuTta. Poabl BTOpble Ha cpoke 36,4 Heaenb, onepaTus-
Hble MO MPUYMHE OCTPOI TMMOKCKUM NJIoZa NO AaAHHLIM
KapauoTokorpaguu ¥ npexAeBPEMEHHOr0 M3NUTUSA
OKONOMNOAHbIX BOA. poaunacb Manas Ans recrauuu
hpeBoyka ¢ Maccoit Tena 1720 r, anuHoi Tena 45 cM, no
wkane APGAR oueHeHa Ha 6/7 6annos. Taxenoe cocTo-
SIHWE MpU POXIEHWUU, 06YCNOBNEHHOE AbIXaTeNbHOI K
CEpLEeYHO-COCYANCTON HEeJO0CTaTOYHOCTbIO, NoTpebo-
Baso MPOBEAEHMS peaHUMaLMOHHbIX MEPONPUATHIi B
POAUNBHOM 3ane. B ycnoBmax TpaHCMOPTHOro KyBesa
W NPOBEAEHUSI PECMMPATOPHOI NOAAEPKKN METOAOM
CMOHTAHHOTO AbIXaHUS MNONOXWUTENbHbIM AaBNEHUEM
pebeHoK 6blfl NepeBeieH B OTAE/eHNe peaHuMaLum u
WHTEHCUBHOW Tepanun HoBopoxzeHHbix (OPUTH) ne-
PUHAaTaNnbHOro UeHTpa. [lna afekBaTHOi orcureHaunu
notpe6oBanocb MPOBEAEHUS HEMHBA3UBHOM MCKYC-
CTBEHHOI# BEHTUNIAALMN Nerkux. B cBA3u ¢ puckom pea-
NN3auun BHYTPUYTPOOHOI MHDEKLMM HA3HAYEHA aHTH-
GakTepuanbHas Tepanua (aMnUUUANNH/CYyNbb6aKTaM).
MpoBoaunack Takxe MHMy3nHHasA Tepanus, npodunak-
TUKa remopparnyeckoil 601e3HM HOBOPOXAEHHbIX. Ha
HelipocoHorpadumu BbISBJIEHbI 3xorpaduyeckue npu-
3HaKN BEHTPUKYNIOMErananu, NoBbIWEHNE 3XOTEHHOCTU
NEPUBEHTPUKYNAPHBLIX 30H, MOPHOGYHKLMNOHANbBHOI
He3penocTu CTPYKTYp ronoBHOro mosra. Ha 5-bie cyT-
KU, yYnTbiBaA CTabuIM3aunio COCTOAHNS, pebeHOK Obin
nepeBefieH B OTAENEHME BTOPOro 3Tana BbiXaXWBaHUs
MHOronpoduNbHOro AEeTCKOro CcTauuoHapa C Lenbio
JanbHeillwero 06cnegoBaHns N NeYeHns.

Mpu nocTynneHnn B OTAENEHWE COCTOSIHME pebeH-
Ka OLEHMBANOCb KaK CpefiHel CTEMEHW TSHKECTH, 00-
YCNOBNIEHHbIE HANWYMEM MPU3HAKOB AblXaTesbHbIX
paccTpoicTB, MHPEKLMOHHOrO TOKCUKO3a, HEOHaTaslb-
HO XXeNTyXxu, HeBPONOrnYeckon CUMNTOMATUKOW CUH-
APOMa YyrHeTeHus. B pecnupaTopHOil nopjepxke He
HyXAancs, npoBojunacb KucnopogoTepanus uepes
HayanbHble KaHtionu. O6pawanu Ha ce6s BHUMaHWe
MHOXECTBEHHble CTUIMbl JMCIMOPUOreHe3a — WKUPO-
Kas nepeHocuLa, BbICOKOE, BOPOHKO06pa3Hoe Hebo, ru-
nepTenopuaM, aHTUMOHTOJIMOAHbI paspes rnas, HU3Ko
NOCaXeHHbIe YLK, NonepeyHble 60PO3AbI Ha NafOHAX C
06enx CTOPOH, apaxHOAaKTUAMA, CaHLaNeBUAHas LWenb
Ha cTone, KOPOTKasn lWes, Mukpouedanus. Mo Tabnuuae
Intergrowth 21 okpyxHocTb ronosbl 28cM Huxe 1 %,
Korga macca v gnuHa Tena B npegenax 3 %. LUBebl ye-
pena Obiin COMKHYTbI, 60/IbLIOI POJHWUYOK TOYEYHbI.
B o6nactu caruTTanbHOro WBa B NPOEKLMW Manoro
POAHMYKA NanbnMpoBanocb MArKoTKaHHOoe obpa3oBa-
Hue pasmepoM Ao 0,5 cm, 6e3601e3HEHHOE, C fedeKToM
pocTta Bonoc. lMpu ayckynbTauuu ceppua oTMevyanacb
CKJIOHHOCTb K 6pagnkapaum Bo cHe (4o 88 yaapos B Mu-
HYTY), BbICAYLWIMBANCA CUCTONMYECKMIA WYM. HapyxHble
nonoBble opraHbl CHOPMUPOBaHbI MO XEHCKOMY TuUmy,
60/blUKE NONOBLIE FY6bl HE MPUKPLIBANIM Maible, runep-
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TPOQUPOBAHbLINA KNUTOP.

BbisiBNIeH HE3HAYMTENbHBbII NIENKOLUTO3 CO CABUIOM
BneBo, [poBoAUMan aHTUGaKTepuanbHas Tepanus co-
rNacHo JaHHbIM MWUKpOGMONOrnyeckux nocesos. Me-
TOAOM MONUMEPA3HOI LeNHOi peakLunn HYKNenHOBbIX
KMCNOT BUPYCOB, NpuBoaAwmx k 3BYP, mukpouedanuu,
06HapyXeHOo He 6bIN0. JTabopaTopHble NoKa3aTenu Lu-
TONN3a He BbifiBNeHa, MpU3Hakn HeoHaTanbHOW runep-
OounupybmHeMun ¢ 6bICTPOI HopMmanusauueid nocne
opraHusauuu QoTtoTepanuu W pacluMpeHus 06bEMOB
9HTepasbHOro NUTaHMA.

Y pebeHKka [uMarHocTupoBaH BPOXAEHHbI NOPOK
cepgua (BMC) — MblweyHblii AedeKT MexxKenyaouko-
BOI neperopoaku (3,7 Mm) co c6pocom KpoBM C/ieBa Ha-
npaso, cpeAHuii rpagneHT gasnenus JDK/MXK 50 mm pr.
CcT. OyHKUMOHUpOBanu deTanbHble cepieyHble KOMMY-
HUKauw (0TpbiTOE OBasibHOE OKHO (2,3 MM) co c6pocom
KpOBU CNneBa Hanpaso, OTKPbITbI apTepuasnbHblit Npo-
10K (1 MM)). Ha MarHuTHO-pe30HaHCHO ToMorpaduu
rof0BHOTO MO3ra ONpejensinucb NpusHaku CTPYKTyp-
HOW HEe3penoCcTH BelecTBa rofloBHOIO MO3ra, NepuBeH-
TPUKYNApHOIA neikonatum, konbnouedanuu. Mpu npo-
BEJEHUN ayAMOKPUHUHIA OTOAKYCTUYEeCKasd IMUCCUS C
06€emnx CTOPOH He 3aperncTpupoBaHa.

PesynbTaTbl HeOHaTaNbHOrO PACLUMPEHHOTO CKPHU-
HUHra oTpuuaTenbHble. Hannuue y pebenka BMC, 3BYP,
MHOXECTBEHHbIX CTUIM [M33MOpUOreHe3a Bbi3Bano
MoJO3peHUE Ha HaNMyume TreHETUYEecKOM naTonorum,
B YaCTHOCTU XPOMOCOMHOI aHOManuu. Pe6eHoK 6bin
MPOKOHCYNbTUPOBAH reHeTMKOM. MeToaoM Kapuotu-
NUpoBaHus (B KynbType MMMpoLMTOB nepudepuyeckoi
KpoBwu) BbisineHo: 46 XX r (13)(p13q34) kapuoTun xeH-
CKWii aHOManbHbIii Hec6anaHCUPOBaHHbI — KOJbLieBas
xpomocoma 13.

CnycTa 17 LHell CTaLMOHAPHOTO NeYeHus:, B BO3pacTe
21 cyTOK pe6eHoK B CTabUAbHOM COCTOSIHUM BbINUCAH
noj ambynaTopHoe HabnoAeHWe NefuaTpa, HeBposIora,
Kapauonora, reHeTuka. Ha faHHblii MOMEHT feBouke 3
MecsLa, coxpaHsieTcs 3afiepxka GU3NYecKoro U HepB-
HO-MCUXNYECKOTrO pa3BUTHA.

3aknioyeHne. Hannume MHOXECTBEHHbIX CTUIM
an3amépuoreHesa, BIC, 3BYP u gpyrux BpOXAEHHbIX
aHoOManuii y peteil JOMKHO MOATONKHYTb KAMHULMK-
CTOB K MOMCKY BOSMOXHOW XPOMOCOMHOI aHOManuu.
B npeacTaBNeHHOM KJIMHWYECKOM Cllyyae CUHAPOM
KonbLeBoit 13 xpoMOCOMbI 6blN 3aN0L03PEH YXXe noce
POX[EHMUS, YTO 06YCIOB/IEHO TEM, YTO MaTepu pebeHka
He NPOBOAUIUCH YNbTPA3BYKOBbIE CKPUHUHIU BO BPEMSA
6epeMeHHOCTU. B gpyrux cnyyasx faHHas XpOMOCOM-
Has aHOManusa JoJKHa 6bITb 3aN0A03PeHa YXe Ha paH-
HUX CPOKax BHYTPUYTPOOHOro pasBuTMA. Ha paHHbli
MOMEHT OTCYTCTBYeT Kakad-nubo TapreTHas Tepanus
npu CMHAPOMeE KonbLeBoi 13 xpomocombl. PebeHok U3
npeACTaBAEHHOr0 KIMHUYECKOTO Cllyyas HyXpaetcs B
ANNTENbHOM HabNlOLeHUN 32 TeMNaMU HEPBHO-NCUXK-
YECKOro pa3BMTMA U KOTHUTUBHBIM CTaTyCOM.



KNUHUYECKUW CNYYAHN
XPOHWUYECKOW BOCNAJIMTENbHOM
OEMUESTUHU3UPYIOLLLEN
NONMUHEAPOMNMATUM Y PEBEHKA
C AHOPEKCHEN

Mewankuna A.WU., KysHeyoBa A.A."2,
Knbiuuukos A.1.".

" Mopososckas Kb
2 HMU ncuxoHeBponorum uM. 3.M. ConoBbeBa

BeepeHne. XpoHuueckas BOCnanuTenbHas [emu-
enuHu3npyowas nonuHeiponatus (XBAM) y petet
ABNAETCA pefKMM ayTOMMMYHHbIM 3aboneBaHWeM cC
nocTeneHHbIM HayanoM, NPOrpeccupyroluM TeyeHnem
W C XapaKTepHbIMU 31eKTPOdM3MONOrNYECKUMM U Na-
TOMOP(ONOrMYecKUMU NpU3HaKaMKU AeMUENNHM3AL UM
nepudepuyeckux HepeoB. Mcnonb3oBaHne MexpgyHa-
poAHbIX KpuTepues aunarHoctuku XBAI He Bceraa no-
3BONAET LOCTOBEPHO NOCTaBUTb NPaBUIIbHbINA ANarHos.
B 60nbWKUHCTBE WUCCNefOBaHWII CywecTByeT onpepe-
NeHHas 40N NaLuueHTOoB, Y KOTOPbIX €CTb KIMHUYECKMNE
0CO6EHHOCTHU, COBMECTUMble ¢ AuarHosoM XBJM, HO
KOTOpble He COOTBETCTBYHOT 3/1eKTPOAUArHOCTUYECKUM
KpUTEpUAM U, ClefoBaTenbHO, MOrYT 6biTb JIMILEHDI
aoctyna K aphekTUBHON Tepanun. Cnefyet NpoBOAUTD
aubdepeHuyunanbHbiin guarHos ¢ XBATM npu HapyweHusx
MeTabonmM3Ma, HacneACTBEHHbIX HeiiponaTuaX, XpoHu-
yeckux MOnAUHeponaTUAX Npu CUCTEMHbIX 3abonesa-
HUAX U C ApYruMn 3a6oneBaHUAMM.

BcTynneHue. XpoHuyeckas BocnanuTenbHas AeMu-
eNMHU3NpYIoWas noNMHernponatus sBaseTcs 3abone-
BaHWEM, XapaKTepu3aylolweecs nporpeccupytowei cna-
60CTbl0 B KOHEYHOCTSAX, KakK NPaBuIIo No BOCXOAALLEMY
Tny. TeyeHne XBAI MoXeT 6biTb pasHbIM: B AebroTe
3a60neBaHNe MOXET NpoTeKaTb 6eCCUMNTOMHO B Te-
UeHWe HecKONIbKUX MEecsLleB UMM, HA060pOT, pa3BuTHE
CUMNTOMOB MOXeT 6biTb 6bICTPbIM C MOBTOPHLIMM
0CTpbiMKM 3nM3ofaMu. CambiMM YacCTbIMK Xanobamu B
Aebtote 3abosieBaHns ABNSIOTCS: HapYLEHUS NMOXOKM
1 YacTble NajieHus, NOBbIWEHHAs YyTOMIAEMOCTb. Pexe
BO3HWKAET CNnaboCTb MbIlL BepPXHUX KOHEYHOCTEW,
TPEMOp PyK, aTaKcus, HapyleHUe YyBCTBUTENIbHOCTH.
CyxoXunbHble pednekcbl BCErfa CHUXEHbI UK OTCYT-
CTBYIOT.

B gnarHoctuke XB[AI ucnonb3yoT Takue MeTofbl
Kak anekTpoHeipomuorpatdua (IHM), aHanus uepe-
6pocnuHanbHoil xuakoctu (LICX). Mpu aHanuse LICXK
06bIYHO BbISIBASETCA 6GENKOBO-K/IeTOYHAA auccolua-
una. NMpu nposeaeHnn IHMT yaule Bcero BbIABNAOTCA
NPU3HaKU JeMuenuHusupylolero npouecca. Takxe
ONSA NOATBEPKAEHUA fMarHo3a BO3MOXHO NpoBejeHune
Guoncun Hepea W BU3yanusauua (06bI4HO UCMONb3YIOT
yNbTPasByKOBOe UCCNeS0BAHNE U MArHUTHO-Pe30HaHC-
HYI0 TOMOTrpaduto C KOHTPACTHbIM YCUEHNEM).

Llenb. [NpoaeMOHCTpUPOBATb TPYAHOCTU JUArHOCTH-
ku XBLM y pe6bEHKa C aHOPEKCUEN B CBSI3U CO CTEPTOIA
KJIMHWMYECKO CUMNTOMAaTUKOMN, 06YCNOBNEHHOI 6enko-
BO-9HEepreTMYeckom HeJOCTaTOYHOCTbIHO.

Knunuueckuii cnyvaii. [lesouka I1, 14 net Habnoaa-
eTCA 3HL,0KPMHONIOTOM C AMarHosom: Aytupeos. fedu-
umut Maccol Tena (SDS UMT -3.02sd). C 2019-2020 roga
y pe6eHka oTcyTcTBYeT npu6aBKa B Bece (BeC €BOYKH
30 kr). C 2022 ropfa BO3HUKAM Xano6bl Ha 06wyt cna-
60CTb, FONIOBHYI0 60/1b. AMBYNaTOpHO 6bl1a 0OCMOTPEHA
HeBposioromM B siHBape 2023r., npoBeAeHo o6cnefoBa-
Hue: KT ronoBHoro Moara, 93l — 6e3 KNIMHUYECKU 3Ha-
YMMbIX M3MeHeHUi. C noHsa 2023 roga y pebeHka oTMe-
yaeTcsi CNabocTb U 60J1b B HUKHUX KOHEYHOCTSAX, JPOXb
B KOHEYHOCTAX, FONI0BOKPYXeHHe. B cBA3KM ¢ JaHHbIMU
xano6amu 06.06.2023 noctynuna B MAIKE, rocnutanu-
3MpOBaHa B raCTPOIHTEPOIOrMYECKOe OTLENEHNE.

B HeBpOnoruyeckom ctaTyce npu NOCTYnIeHUN Bbl-
SIBNIEHO CHUXXEHWE MbILIEYHOW CuJibl A0 4 6anioB B py-
Kax ¥ NPOKCMMaNbHbIX y4acTKax HOT, AUCTANIbHO B HUX-
HUX KOHEYHocTAX 3 6anna. CyxoxunbHble pepnekcobl ¢
PYK XMBbI€, KOMIEHHbIE U aXUJI0BbI PE3KO yrHeTeHbl. 06-
paliaeT Ha ce6s 601e3HEHHOCTb NPU NPUKOCHOBEHUU K
HUXHUM KOHEYHOCTSAM.

O6wWwMuin aHanu3 KpoBW, OUOXMMMUYECKMIA aHanus
KpOBM, rOpMOHasbHblil npoduns, Y3W 6ptowHoii nono-
CTH, noyek — 6e3 natonoruu. KT ronoBHoro Mosra 6e3
KNMHUYECKU 3HAYMMbIX U3MeHeHui. Mo 3rAC BbisB-
NeHbl BOCMANNTENbHbIE U3MEHEHUS BEPXHUX OTAENOB
nuiesapuTenbHoro TpakTa. [loBepxHocTHaa SHMI
09.06.2023: dyHKUMOHANbHbIE U3MEHEHUs nepudepm-
YeCKMX HEPBOB HUXHMX KOHEYHOCTEN B BUAE CHUXEHUSA
CKOPOCTM MPOBEAEHMA UMNYNbCA.

KoHcynbTupoBaHa ncuxmatpoM: [lenpeccuBHblii anu-
300, 1erKon CTeNeHn C COMaTUYECKUMM NPOABSIEHNAMM.
FacTpoaHTeponor: TaxEnas 6enKoBO-aHepreTnyeckas
HeAO0CTaTOYHOCTb. B CBA3U C BbIABNEHHbIMU U3MEHEHU-
SIMW B HEBPOJIOTMYECKOM CTaTyce W No AaHHbIM SHMI
BbICTaBJIEH fuarHos: gebuymutapHas nonuHeiponaTus.
Monyyana neyeHne TMaMUHOM, MUPUAOKCUHOM, LiMaHO-
Ko6anaMMHOM, NEBOKAapHUTUHOM, Kap6amasenuHOM.
Ha doHe Tepanuu nonoxuTenbHaa AMHaAMKUKa: Hapocna
cuna B KOHeyHocTsx Ao 4-4,5 6annoe, ymeHblwMUnacb
60J1e3HEHHOCTb B HUXHUX KOHEYHocTAX. 28.06.23 Bbi-
nucaHa Cc COMyTCTBYKLMUM AUArHO30M feduunTapHas
nonuHeiponartus.

05.09.23 peBouka BHOBb o6pautaetca B MATKB. 3a 2
MmecsLa macca Tena ¢ 30 Kr cHu3unach go 24,5kr, ycunu-
nacb cnabocTb. focnMTanM3npoBaHa B racTPO3HTepoO-
NOTUYECKOEe 0T eNeHue.

MoeepxHocTHas SHMI 13.09.2023: rpy6ble u3MeHe-
HUA nepudepuyecknux HEpPBOB MO aKCOHaNbHO-AeMUE-
NUHUSUPpYIOLWEMY TUNy. B HeBponoruyeckom craTyce:
MbllleyHasa cuna — B pykax 4-4,5 6anna, B Horax 06b-
eKTUBHO OLEHUTb HEBO3MOXHO (0TKa3 pe6éHKa Bbl-
nonHATb npo6bbl). AuddysHas runotoHus. CyXoxunb-
Hble pedieKChbl C PyK — XXMBbIE, KONIEHHbIE — CHUXEHDI
D=S. YuutbiBag NCMX03MOLUOHANBbHYKO UCTOLLEHHOCTb
pe6éHKa, OTCYTCTBUA OTpULATENIbHON ANHAMUKN B He-
BPOJIOrMYECKOM CTaTyCe, Obls1 CAENAH BbIBOL O TOM, YTO
nonAuHeikponaTua MMeeT BTOPUYHLIA anMMEHTapHbIi
xapakTep. 18.09.23 BbinucaHa ¢ AuarHo3amu: Tsxenas
0enKOBO-3HEPreTMYEeHCKas HeJ0CTaTOYHOCTb. ATUNKY-
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Has HepBHasA aHopekcusi. MonuaedbuunTHas NONMHEN-
ponaTus.

C okTa6psa 2023 -1kr B Bece, BblpaXKeHHas ciabocTb,
JeBOYKa nepecTana BCTaBaTb Ha HOTU.

9HMT o1 02.11.2023 — BblpaxeHHas AeMUeNUHU3M-
pylowas HeiiponaTus HEPBOB PYK, B HOrax — He B0O36y-
OVMMbIA aKCOH — Bbl3BaHHblE MOTOPHbIE U CEHCOPHbIE
OTBETbI He perucTpupytoTcsa. B HeBponoruyeckom cra-
Tyce: pe3Koe CHUXEHUE 06beMa aKTUBHbIX [BUXEHWIA,
B AWUCTaNbHbIX OTAENAX HUXHUX KOHEYHOCTel ABUXe-
Huii HeT. inddysHasa MbiweyHasa aTpodus u runoTOHHUS.
CyxoxunbHble pednekcbl C pyK CHUXEHbI, C HOT Pe3ko
cHMmKeHbl D=S. Banblii TeTpanapes.

PebeHKy ¢ xano6aMu Ha BANblii TeTpanapes, B CBA3M
C OTpUUATeNIbHOW JMHAMWUKOA MO HEeBPONOrUYeckomy
ctatycy u no SHMI 6bin BbiCTaBNeH NpeaBapuTENb-
Hblii guartHos — XBAM. 03.11.23 rocnutanuanpoBaHa B
HeBponoruyeckoe otgeneHue. bbina nposefeHa no-
mbanbHas nyHkuus. o pesynbTataM KAWHUYECKOrO
aHanu3a nuKBopa — 6e/IKOBO-KNeToYHas guccoumaumns
(6enok 4,050  r/n, umto3 0.003 x 106). YuuTbiBas
JlaHHble aHaMHe3a, uameHeHnus no IHMI u B oblem
aHanm3e NIMKBOPA, HEBPONOTMYECKHNIA CcTaTyc, pebeHKy
obin BbicTaBNeH auario3 XBAM. MpoBepeHa nynbc-Te-
panus MmetunnpegHusonoHom N23, BBUI 2 r/kypc 3a
3 BBeeHus. [lanee pebeHok 6bin nepesefeH B OPUT,
6blf0 NpoBeAeHO 5 ceaHcoB nnasmadepesa. Ha ¢poHe
Tepanuu nNonoxuTenbHas AUHaAMMUKa: cTana aKTUBHee
MoNb30BaThCA pyKamu, CUeTb, XOAUTb C NOALEPKKON.

28.11.2023 3HMTI: B cpaBHeHUM C npeabigywmm uc-
cnepoBaHnem ot 15.11.2023: He3sHauyuTenbHas noso-
XUTeNbHas AMHAMKUKa B BUAE YBENUYEHUS aMIAUTYLbI
M-oTBETa C MOTOPHOW MOPUUM CPEAMHHOrO HepBa U
yBENUYEHMS aMnauTyabl S-0TBETa C YYBCTBMTENLHOM
MOpLWUM NOKTEBOrO HEpPBa. BbiABNEHbI NPU3HaKK feMue-
NUHUSUPYIOLLE NOAUHENpONATUK

08.12.23 B ynoBneTBOPMTENIbBHOM COCTOSHUU BbINU-
caHa JoMoii. bbin pekomeHOBaH AanbHenWwii npuem
rOpMOHaNIbHON Tepanuu, a TakXXe NMPOBeAeHMe Nieyeod-
HoW Quanyeckoit KynbTypbl. MnaHupyeTca NOBTOpHan
rocnutanusauusa gns NpoBeAeHus Kypca nnasmadepe-
3a.

3aknioyenne. Ha cerogHsWHUA AeHb BOMpPOC, Ka-
cawouuiica gudpdepeHumanbHoi puardoctuku XBAMN
0CTaeTcs A0 KOHUa He peleHHbIM. CyLecTBYIOT MeX-
JAYyHapoAHble KpuTepumn ycTaHoBneHus guarnosa XB/AI,
OJlHAaKO B KNMHMYECKON NPaKTUKe, B CBA3M C HaNU4neM
6ONbIIOr0 KONWYecTBa BapuaHTOB AaHHOro 3abone-
BaHWs, YCTAHOB/IEHMe AMarHo3a npejcTaBnsieT CNOX-
HOCTW, OCOGEHHO NMpW OTATOLWEHHOM aHaMHe3e W Co-
NYTCTBYOLWMUX cCOMaTUYECKUX naTonoruax. Mexay tem
cBOeBpeMeHHas AnddepeHunanbHas [uarHocTuka
KpaiiHe He06X0AMMA A1S paHHEro Havyana naToreHeTyu-
yeckoii Tepanuu. MosgHee Ha3HaYeHWe JIeYeHUs yBenu-
YMBaeT BEPOATHOCTb Pa3BUTUA (GapMaKONOrUYECKOIl
PE3UCTEHTHOCTM U CTEMEeHb MHBANUAM3aL MM NALMEHTOB
c XBAnn.
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POTO-MANbLE-TULEBON CUHLPOM
| TUNA: OMUCAHUE KTTUHUYECKOIO
CNYYAA
Cepe6psikoBa 0.A.

HayyHble pykoBoguTenn:
npogeccop, A.M.H. 3aiikoa H.M., k.m.H. CagpoHoBa M.T1.

PHMY um. HWN. Muporosa MuHsgpasa Poccun,
Kadefpa MHHOBALMOHHOW NegnaTpum n AeTCKOM
xupypruv ®4M0
Hay4Ho-nccnegoBaTenbCKuid KNMHNYECKMIA UHCTUTYT
neanaTpumn 1 JETCKOW XMPYPruv UMeHn akafeMmnka
tO.E. BenbTuuiena

Beepenue. PoTo-nanbue-nuueBoi cuHapom | Tuna —
3T0 opdaHHoe 3a60sieBaHNE C pacnpOCTPAHEHHOCTbHO
1:50000-1:250000, nposiBnstouieecsa aHOManuMaMu nu-
LeBOro oTaena yepena, poTOBO# MOMOCTM U NanbLe., a
TaK)Xe NopaxeHMeM BHYTPEHHUX OpPraHoB, B TOM yucie
noyek. B HacTosLee BpeMs BbIABNEHO 0KOJI0 13 KNINHU-
YyecKuXx BapuaHTOB pOTO-Nanble-nuLeBoro CMHApPoOMa.
PoTo-nanbue-nuuesoit cuHAPOM | TUNa Bbi3BaH MyTa-
umei reHa OFD1, kogupyrowero 6enKu LEHTPOCOMbI W
6a3abHOro TebLa NePBUYHBIX LIUANIA, HAaCNeAyeTca no
X-cuenneHHoMy AOMMHAHTHOMY TUMY HacnefoBaHUA U
BCTpeYaeTCs NPenMyLLECTBEHHO Y UL, )XEHCKOr0 nona,
NPUBOAS K BHYTPUYTPOGHON rubenn aMmGpUoOHOB MYX-
CKOro nona.

Llenb. [leMOHCTpaLus peakoro KAMHWMYecKoro ciny-
Yyasi poTo-nanbLe-nMueBoro cuHapoma | Tuna, BbidBaH-
HOro cnopap,wquKoﬁ, paHee He OnuMcaHHom MYTauMEﬁ.

MaTtepuanol U mMeTofbl. KnuHuyeckoe HabnwaeHne
nayumeHTkn A., 12 net ¢ AMarHosom poTo-nanbLe-nu-
LeBoi cuHapom | Tuna. Mouck B 6a3ax AaHHbix ClinVar,
OMIM, Busyanusauua mytauuu B NCBI Variation Viewer.

KnuHnyeckuit cnyvaii. MauneHtka A., 12 nert, nocrty-
nuna B MHCTUTYT BenbTuweBa ¢ xano6aMu Ha nepmo-
audeckue 60NM B XUBOTE. B TeueHWe XNU3HM Gbin npo-
BeJEH Psif PEKOHCTPYKTUBHbLIX Onepauui: ypaneHue
¢dubpoM Ha 60KOBOM NOBEPXHOCTW A3blka crpaBa U
cneBa, MNacTuMkKa pacliennHbl KOHYMKA A3blKa, pacce-
YyeHne 3MOPUOHANbHbIX TAXEN CAN3NUCTOI 06010YKN B
06nacTu BepxHeii ry6bl, 31eKTpoKoarynsuus obpaso.a-
HWIi MO 3ajHeli MOBEPXHOCTM YLWHOM paKOBWHbI CNpaBa,
yctpaHeHnune cunpaktunum |-, IV-V nanbues npason
kuctu, =11, [lI-IV nanbueB neBol KUCTW, onepaTuBHas
KoppeKuua 6paxuaakTuanm.

Mpu 06bEKTUBHOM OCMOTpPE ONPEeAENATCA MHOXE-
CTBEHHblE YepenHo-nuueBble gucmopduu, aHomanuu
pa3BuTUA KOHEYHOCTeli: acCUMEeTPUYHOE AULO, LKMpo-
Kue 6pOBM, FUNepTENopnU3Mm, BbICOKMIA 106, nepuop6bu-
TanbHas NOJIHOTA, WMPOKas NAocKas CrUHKa Hoca, ru-
nonnasua KpblibeB HOCA, paclyenuHa cpefHen NUHUKU
BEpXHen ry6bl, paciyennmHa KoHYMKa A3blka, A0NbYaThblii
A13bIK, OTCYTCTBUE BOKOBbIX PE3L0B, 3NMUKAHTYC, THE3[-
Has anoneuums, CUHAAKTUNMA, GpaxMLaKkTUIus, YKOpo-
YyeHue NeBoM HOrK, YKOpOUYeHue NeBoi PyKu.

Mo paHHbIM o6cnepoBaHusa: MPT ronoBHOro Mos-
ra — nosHas areHesns MO30/UCTOro Tefa rojaoBHOMO



Mo3ra, runonnasus YepBs MO3Xeuyka, KOMNEHCUPOBaH-
Has rugpouedanus 60KoBbIX Xenyaoukos. MPT noyek
¥ OpraHoB GPIOLIHOM NOMOCTU: KUCTO3HOE paclLMpeHne
BHYTPUMEYEHOYHBIX JKE/TYHbIX MPOTOKOB (Mpeumylie-
CTBEHHO /1IeBOWi 10/M), KaNibLIMHAT MeYeHn, KUCTO3HOE
pacluMpeHne xonegoxa Ha YpOBHE TFOJIOBKM MOAXeny-
[0OYHON Xenesbl, MefiKue KUCTbl MOAXENYLOYHOW Xe-
nesbl. [oYKKM pacnonoXxeHbl NPaBUIbHO, YBEJIMYEHDI,
BM3yanusnpyTCs MHOXECTBEHHbIE MEJIKME KUCTbI A0 4
MM B fmameTpe. Mpu nabopaTopHOM 06CeloBaHUN Bbl-
ABNIEHO YMEPEHHOE CHUXEHNE GUIbTPaLUOHHON BYHK-
UMM NoYeK, KpeaTUHUH 68 mMkmonb/n, CKO — 78,7 mn/
MUH/1,72m2,uT0 cooTBeTcTBYeT XBI1 2 cTagun, moueBo-
ro CMHApOMa HeT, MUKPOasiibOYMUHYPUSA, NPOTEUHYPUS
OTCYTCTBYIOT, B2 MUKPOrN06YANH B HOPME, MPU3HAKOB
LMTONN3a U BHYTPMMEYEHOYHOT O X0lecTa3a He BbifiBJle-
Ho. CMAl-npu3Haku nabunbHoi AMacToNnYeckoii apte-
puanbHOM rMNepPTEH3UN.

leHeTMyeckoe o6bcnepoBaHue — kapuotun 46,XX
(HopManbHbI xeHckuit). MpoBeaeH NOMCK MyTauuin B
reHe OFD1: BbiABNEHA cniopajuyeckas reTeposnroTHas
peneuus (chrX: 13773332 CAATC>C) B 12 3K30He reHa
OFD1 co caBUromM paMKu CUMTbIBAHMS U GOpMUPOBa-
HMeM cTon-koAoHa. MyTauus 6bina noAaTBEPXAEHA
MeTOAOM CeKBeHUpoBaHMA No CeHrepy: BbiABAEH na-
TOreHHblii BapuaHT ¢.1193_1196 del B reTepo3nroTHoMm
COCTOAHUM. AHanu3 cerperauuu noaTeepann de novo
MPOMCXOXAEHNE BapuaHTa.

3akniouenune. OnucaHHbIil HaMKu cnyvaii nossonseT
NPesnoNoXuTb 3HAYMTENbHbI fuanasoH KaWHUYe-
CKOro nonuMop®usmMa y 60NbHbIX C MyTalueiil B reHe
OFD1. O6bHapyxeHHas y mauueHTKU A. cnopapuyekas
reTeposuroTHas MyTaLua paHee He onucaHa B nuTepa-
Type. CUMNTOMOKOMNEKC NaLUeHTKU A. BKNOYaeT B
cebs Bce xapaKTepHble NPU3HAKU [aHHOTO CUHAPOMA,
CpeAm KOTopbIX KUCTO3HOE NopaXeHue noyek, NeyeHu,
XeNYHbIX NMPOTOKOB, MOAXENYAOUYHO Xenesbl, areHe-
31 MO30/IUCTOrO Tena, NOPOKM PasBUTMS NKULA U KO-
HeyHocTel

KNUHUYECKUW CNYYAHN
HACNEACTBEHHOM
FEMOPPATUYECKOM

TENEAHTU3KTA3UU B MPAKTUKE
BPAYA-JIETCKOI0 KAPAVOJIOrA
Kayk A.B."?, lakyko A.H."?, Kyurypuesa A.I'!

1 06nacTHaa aeTckas KiaMHuyeckasa 60nbHuLa
2 0MIMY MuHsapaBa Poccum
¥ MHOronpo®unbHbIA LLEHTP COBPEMEHHOR MEANLIMHDI
«EBpomepy

AKkTyanbHocTb. B npakTuke [eTCKOro Kapaumono-
ra NMPU3HaKu XPOHWYECKOW TMMNOKCEMMUU C Pa3BUTUEM
MaHo3a M OAbIWKMK Y IOHbIX MaLMEHTOB BCTPeYaloTCs
AOCTaTOYHO yacTo. OgHako Tpebyetcsi o6ecneyeHue
MYNbTUAMCLMNAMHAPHOTO MOAXOAA NPU MPOBEAEHUN
anddepeHLUManbHO| AMarHOCTUKM LaHHbIX CUMITOMOB.
Han6onee pacnpocTpaHeHHbIMU MPUYMHAMM LiMAHO3a U
XPOHWYECKOW TMNOKCEMUM Y LeTEN ABNSAETCS NaTONOrUs
JbIXaTeNbHOW 1 cepAeyHO-COCYANCTON cuctem. PyTuH-
Has NyNbCOKCUMETPUS MOXET MOMOYb Bpayy NepBUYHO-
ro 3BeHa B MPOBEJAEHUN CKPUHWUHIA U GOPMUPOBAHUN
TPaeKTOpUU JanbHeiillero guarHoctuyeckoro obene-
JlOBaHUA.

Lenb. [lpoaeMoHCTPUpPOBaTb KAMHUYECKUIA cryvail
MasioCUMNTOMHOIO TEYEHWUs HacneacTBEHHOW remop-
paruyeckoii TeneaHrusktasum y pebeHka (panee —
HI'T), 0603HauNTb OCHOBHblE KJANHMYECKME MPU3HAKM
9TOW NaToONOrum.

Knuuunyeckuii cnyvaii. lMaymeHTt A., 17 neT, HaxoguTcs
Ha AMCNaHCEPHOM y4yeTe y Bpaya-feTckoro kapauonora
C [OWKOMbHOr0 BO3pacTa B CBA3W C HaIMYNEM 6UKYCnu-
AanbHOr0 aopTaNbHOro KnamaHa ¢ reMojMHaMUYECKM
He3HauyuMoii peryprutauueii. C 14 net Manbyuk npeab-
SBNSIET Xanobbl Ha CHUXEHME NEPEHOCMMOCTH (u3n-
YeCKMX Harpysok, cnabocTb W NOBbIWEHHYO yTOMIIsAe-
MOCTb, YacTble HOCOBbIE KPOBOTEYEHUSA, HEOAHOKPATHO
ocMaTpuBancs neAnaTpoM U JETCKUM KapAuoiorom no
MEeCTY XWUTeNbCTBa — Oblna BbifiBNEHa Xenesofepuuut-
Has aHemus nerkoii cteneHn (ypoBeHb remMornobuHa
100 r/n), no NOBOAY KOTOPO# NauueHT nony4yan cynbhar
xenesano 200 Mr B CYTKK B Te4yeHue 4 MecsLEeB C HeA0-
CTaTOYHbIM 3hdheKTOM; yrnyb6neHHoro o6cneoBaHus
no NoBoAy AeduunTa xenesa He npoxoaun. Ha npuem
K AeTCKoMy Kapauosnory obpatuncs B mae 2023 rogy
AN NIaHOBOr0 OCMOTPa C Liefibio ONpeAeNneHns rpynnbl
3[0p0OBbA M GUBKYNLTYPHOIA rpynnbl B CBA3M C NOCTY-
nneHueM B Bbiclee yyebHoe 3aBefeHune. MpegocTaBne-
Hbl pesynbTaTbl 3NeKTpokapanorpadum (aanee — 3KI)
28.04.23 — PQ 0,13 QRS 0,08 QTc 390 mc no baseTTy,
MUrpaLus BoaUTeNs puTMa no nNpeAcepauaM C 4yacTo-
TOW CcepAeyvHbix CoKpalleHuit (aanee — YCC) 83-73 B
MWHYTY, 3neKTpuyeckas ocb cepaua HopmasnbHas, de-
HOMEH paHHeili penonspusaumum xenyno4kos. B optono-
NOXeHUU pUTM cuHycoBblii ¢ YCC 158-166 B MUH., nocne
BO3pALLEHNA B KJUHOMONOXEHUE PUTM CUHYCOBbIA C
YCC 130-120-107-85-111 B MUH., 4epe3 2 MUHYTbl PUTM
cuHycoBblii ¢ YCC 75-83 B MuH. PesynbTaTbl 9X0KapAau-
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orpaduu (manee — IXOKI) 28.04.23 — 6ukycnuaanb-
Hblit aopTaNbHbIi KNanaH ¢ aopTanbHO peryprutauueit
1 cTeneHu, nponanc MMTPasNbHOro knanaHa 1 cTeneHu
6e3 HapyweHus GyHKumuu, hpakuusa Boibpoca 67,76%, no
KpUTepuaMm Z-score — NOAOCTM CEPALA HE YBEJINYEHDI,
CTEHKW He YTOJIWEHbI, AaBNEHWE B NIErOYHON apTepuu
[0 25 MM pT. CT., N0 peHTreHorpadum opraHoB rpygHoin
KNeTKu B NpsiMOi NpoekLnmn 26.05.23 — 6e3 04aroBbIX u
NHGUNBLTPATUBHBIX TEHE. Ha npuemMe y kapguonora npu
(Gbu3nKanbHOM OCMOTpe obpallany Ha cebs BHUMaHUe
MpWU3HaKKU XPOHMYECKON rMMoKcumn B BUe aedopmMaumm
AMCTaNbHbIX KOHUEBbIX GanaHr no TUMY 4acoBblX CTe-
KON M 6apabaHHbIX Nasioyek; HaM4Yne Ha A3blIKe MENKUX
€AMHUYHbIX TeNeaHruaKTasmii, yyacToK aHrmogucnna-
311 Ha CNIN3UCTOI 060N0YKM LLLEKN CNEeBa C HEPOBHbIMU
KOHTypamu, pasmepamu okono 3x1 cM, cnaboe passu-
TUE NOAKOXHO-KWUPOBOIi KJTIETYATKM CO CHUXKEHMEM TYp-
ropa MArkuMx TKaHel; rpyaHas kneTka 6oina HECKONbKO
B3/YyTa, B NOKOE y4acTue BCNOMOraTeibHOW MycKynaTy-
pbl 6bI/1I0 MUHUMAJIBHO C YaCTOTOW JbIXaTesbHbIX [BU-
XeHuii (aanee — Y40) 22-24 B MuH, Sp02 92-93%,
npu MUHUManNbHON dusMyeckoii Harpyske (xogb6a Ha
MEecCTe) perucTpupoBanoch NosBEHUE OfbllIKKN C BTS-
XEHWEM APEMHOI BbIPE3KU U 3nuracTpanbHoii obna-
ctuc YA no 36-40 B MuH, Npu 3TOM JecaTypauus oo
86-87%, caTypauna caMocToaTenbHO HapacTana B no-
Koe; ycuneHue rpyaHoro kudosa, cyTynas ocaHka. Mpu
aycKynbTauum nerkux apixanue gudedysHo ocnabneHo,
MPOBOANTCS BO BCEX OTAESbI, XPUNOB HET, B TOM Yucne
nnpn ¢OpcUpPoOBaHHOM AbIXaHWUU. [paHNLbl OTHOCUTESNb-
HOil cepfleyHO TYNOCTKU He pacluupeHbl, naTtonoruye-
CKMX MyNbcaumii Hag 06nacTblo ceppua HeT. Mynbcauuns
Ha Ny4yeBbIX apTepusax CUMMETpPUYHasA, YOOBNETBOPHU-
TENbHOTO HaMONHEHMA W HaNPSXeHMsA, Nynbcauus Ha
OefpeHHbIX apTepusix AOCTaTOYHas, KOHEYHOCTM Te-
nnble, feduuuTa nynbca HeT. TOHbI cepALa ACHbIE, pUTM
npaBunbHblid, wymos HeT. YCC 82 B MuH nexa, ctos 94
B MuH, nocne 10 npucegaHuin 140 B MUH., apTepUanbHoi
Aasnenue (panee — A[l) Ha npaBoii pyke 120/80 MM pT.
CT., Ha neBoii pyke 120/76 MM pT. cT., ALl Ha npaBoM Hore
140/95 mm prT. cT. [pu oueHke napaMeTpoB Gu3nyecko-
ro pasBUTWA BbISIBNIEH BblpaXXeHHbIA AeduunT Macchl
Tena — UMT 15,5 kr/m2, SDS pocTa 0,26, SDS UMT -3,12.

C uenbto JONONHUTENbHOTO 06CIe40BaHMUS, NPOBEAE-
HUA KOMMbIOTEPHOI TOMOrpadun nerkux nauueHT bbin
rocnutanuaupoBaH B 06MacTHY0 AETCKYI KJMHUYe-
cKyto 6onbHuLy . OMcka B utoHe 2023 ropa. B ycnosusx
OTAENEHUs MO AaHHbIM 06wero aHanusa kpoeu (OAK)
3aperucTpupoBaHbl NPU3HaKN BTOPUYHOIO 3pUTPOLMTO-
3@, CHUXXEHME 3PUTPOLIMTAPHBIX UHAEKCOB (3PUTPOLUTHI
5,83 x 1012/n, remorno6ux 150 r/n, rematokput 44,1%,
MCV 75,6 ¢n., MCH 25,7 nr, MCHC 340 r/n, TpomM60LUTbI
269 x109/n, CO3 5 MM/u, peTukynounTbl 1,0%), BbiiBEH
XenesofepuunT (CHUXEH ypoBeHb eppuTuHa 7,55 Hr/
MJ1, NOBbILWEH YPOBEHb TpaHcdeppuHa 4,27 r/n), no AaH-
HbIM rasoBOro COCTaBa KpOBM — MPM3HAKW ruUmnokce-
mum (pH 7,401, pC02 32,7, p02 49, HCO3 20,3 MMonb/n,
Beb — 3,6 Mmonb/n, %s02 84,8%). Mpu npoBeaeHUu cnu-
poOMETPUM ¢ Npob6aMm ¢ GM3NYecKoil HarpysKom n 6poH-
XOJIMTUKOM 3HaYMMbIX OTK/IOHEHUI BbIBNIEHO HE 6blN0
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(Mcx0AHO XM3HEHHAss eMKOCTb Nerkux 81% OT HopMbl,
06beM dopcupoBaHHOro Bbigoxa 3a 1 cekyHAy 90% oT
HOpMbI). YpoBeHb HaTpuilypeTudeckoro nentuga <10,0
nr/mn. Mo gaHHbIM MYNbTUCNUPANbHON KOMMbBIOTEPHOIA
ToMorpaum nerknx ¢ KOHTpaCTUPOBaHUEM Y MaLneHTa
BbISIBIEHbl YYaCTKW CHUXEHWUS NMHeBMaTU3aLUuu B BUe
KOHTpacTUpyeMblX napansieNbHo C COCYAaMu Nerkux ys-
NOB M «KNYy6KOB». B S8 HMXHel# fonn npaBoro nerkoro
cybnieBpasbHO MeXJ0NeBOW MieBpe Haubonee Kpyn-
Hblid y3en 18x15 MM B nonepeyHuke, 22 MM N0 BEpPTUKANU
1 KNY60K MENKKUX U3BUTbIX COCYA0B BOKPYT 06LMM pas-
MepoMm 33x20 MM B nonepeyHmnke n 43 MM No BepTUKANN.
B S910 HuxHelt gonu cnpaBa KNyboK MenKux U3BMTbIX
cocygos 37x21 MM B nonepeyHuke u 27 MM No BepTHUKa-
nu. NMpoBofunach MarHUTHO-pe30HaHCHasA aHrnorpadus
(nanee — MPA) ronoBHoro mosra — MPA faHHbIX 3a Ha-
NMYne apTepmo-BEHO3HbIX Manb@opMaLnii, aHeBpuU3Ma-
TUYECKOro pacliMpeHuns, NaTonaor1Myeckoro CyXeHus u
W3BMTOCTW MHTPAKPaHMaNbHbIX apTEPUii HEe BbIBNEHO.

3a Bpems HabNoAeHUsA Y pebeHKa BbIsiBNIEHA NPUYH-
Ha TMNOKCEMUM — apTEPUOBEHO3Hble Manbdopmauun
HWXHEN A0NU NpaBoro Nerkoro. YuutbiBas Hanuuue y
pebeHKa YyacTbiX HOCOBbIX KDOBOTEYEHUN, B pe3ynbTarte
KOTOpbIX Y pe6eHka pasBuBanacb xenesogepuyntHas
aHeMmus, ycToilunBas K peppotepanuu, Menkue efuHNY-
Hble TeIeaHrMaKTa3um A3blka, aHrMoAUCNasnIo CAnuau-
CTOit 060/104KM NONOCTU pTa U NEroYHble apTepuoBe-
HO3Hble Manbhopmauun (nanee — JIABM), BbicTaB/EH
anarHos HI'T. C yueTOM HanuMuua Nnpu3HakoB 3HaYUMOrO
WYHTUPOBAHUA KPOBU B BUAE CHMKEHUA TONEPAHTHO-
CTU K QU3UYECKMM Harpyskam, LJIMTENbHON XpOHUYe-
CKOW runokcemun ¢ popmupoBaHuem gedopmaunii guc-
TaNbHbIX HOTTEBbIX (hanaHr, ABNEHUA aKpoLMaHo3a npu
Harpyske, NosIBNIEHNE OAbIWKN NPU PU3NYECKOI Harpys-
Ke ¢ fecatypauueil u yCuneHneM LmaHosa, Npu3HakoB
BTOPUYHOTO 3PUTPOLIMTO3A (HECMOTPS Ha Hanuuue Xxe-
nesogeduunTa), NAUUEHT HaMpaBNeH B GefepanbHblid
LIeHTp Ana xupypruyeckoro neyenuns JIABM. Bo Bpemsa
HEeOAHOKpaTHO 6eceabl C POAUTENSIMU HacNefCTBEH-
HOCTb, CO C/NOB, 6blNa He OTAroLEeHa, Noc/e ycTaHoBe-
HUS fMarHo3a pe6eHKYy POAUTENM YTOYHUIIN CEMENHDII
aHaMHe3 —y AieAyWKY No NuHUKU maTepun — HI'T, y nne-
MSIHHULbI MO JIMHUM MaTepu — onepupoBaHHas Malb-
¢opmaums cocynoB roloBHOro Mo3ra.

3akniovenue. Neguatpam cnepyet yuntoisatsb JIABM
B auddepeHUnanpHoin JuarHOCTUKE NPUYNH XPOHUYE-
CKOM TMNOKCEMUM Y feTeil, 0COBEHHO B COYETaHWUU ¢
4yacTbIMM HOCOBbIMW KpOBOTeYeHUAMU. BbisiBneHue y
pebeHka JIABM TpebyeT TwwaTeNbHOro 06cnefoBaHus
ANA BbiABNeHUA npusHakoB HIT u HanpaBneHus Ha
reHeTUYeckoe TecTUpoBaHue. Hanmyme KNMHMYECKUX
W napaknuHumyeckux npusHakos HI'T, HecMoTps Ha OT-
CYTCTBME TEHETUYECKOrO MOALTBEPXAEHWUS B AaHHbIiA
MOMEHT, MOMOraeT MNpaBUAbHO MapLpPYTM3NPOBaTb
nauueHTa Ans nedyeHus, onpeaennTb CPOKU U 06beMbl
AMCnaHcepHbIX 06CnefoBaHuWii ANS CBOEBPEMEHHOrO
BbISIBJIEHUSI OCJIOXHEHWII 3aboNeBaHMs, ONpPejenuTb
06beM JIeKapCTBEHHON Tepanuu, XUpYpruyeckux Bme-
WaTenbCTB, AaTb PEKOMeHAaLUNK no npopunakTuke oc-
NOXHEHWUNR.



KNUHUYECKUIA CNYYAN
BPOXXAEHHOIO AUCKEPATO3A
(CUHAPOM LLMHCCEPA-3HIMAHA-
KOYNA)

NleckoBa A.C., MuxeeBa A.B.

HayuHbiii pykoBogHTENb: JOLEHT, K.M.H. Oxpemuyk J1.B.

UMY MunaapaBa Poccun, kKadeapa neanatpum u
AeTckon xupypruw 4110
ro okb

AKTyanbHoCTb. BpoxeHHbIil fuckepaTos (panee —
BOK), (cuHapom LiuHccepa-dHrmaHa-Koyna) — peakuii
reHeTUYeckKUin CUHAPOM KOCTHO-MO3rOBOM HepocTa-
TOYHOCTM, CONPOBOXJAOLWMIACA aHOMAMAMMN KOXU U
CNM3UCTbIX 060/104EK, @ TaKXe XapaKTepusyowmiics
npeApacnonoXeHHOCTbIO K 3/10KaYecTBEHHbIM 3abone-
BaHuaM. BJJK — 3710 cucteMHoe 3a6oneBaHue, B OCHOBE
Pa3BUTUS KOTOPOrO JIEXUT FeHEeTUYECKU AeTepMUHMU-
pOBaHHOE YKOPOYEHME TENOMEP U/WUMIN CHUXKEHME ak-
TUBHOCTW TesloMepasbl, YTO 06bACHAET CUMNTOMOKOM-
nnekc 60/e3HU: NOPaXEHWE KOCTHOFO MO3ra, KOXU W
CNU3UCTbIX 060J104EK, TaK KaK TOMeoCTas 9TUX TKaHei
obecrneynBaeTcs WHTEHCUBHOW nponudepaumeir Ha
NPOTSAXEHUN BCEA XU3HM YyenoBeka. BK — reHeTtunye-
CKMW reTeporeHHoe 3ab0fieBaHue ¢ pa3HbiMU TUNAMU Ha-
cnepoBaHus. My>XUnHbl 6ONEIOT Yalle, YEM XEHLUHDI,
B MPUMEPHOM COOTHOLWEeHMK 3:1. PacnpoCcTpaHEHHOCTb
3aboneBaHusa coctasndeT 1:1 000 000 yenoBek B roj.

Llenb. [JleMoHCTpauusi KNMHMYECKOro cnyyas peg-
KOro reHeTUYecKoro CMHApPoOMa KOCTHO-MO3roBOW He-
[OCTaTOYHOCTH, COMPOBOXAatoLLerocsd aHoManausiMmu
KOXM W CAN3UCTbIX 060/104€eK, NPeApacnonoXeHHOCTbI0
K 3/10KaYeCTBEHHbIM 3a60J1eBaHUAM, 0COBEHHOCTU K-
HWUYECKOW KapTUHbI U ANArHOCTUKMU.

Knuunyeckuit cnyvail. Manbuuk W., poguncsa ot 3-ii
6epeMeHHOCTH, 3-ux pofoB Ha 38 Hepene. Macca Tena
npu poxaenun 2462,0 r, anuHa Tena 49 cMm. B ceHTs6pe
2019 (Bo3pacT 2 roaa 7 MecsLeB) BnepBeble 6b11 rocnuTa-
NU3NpoBaH B OHKonoruyeckoe otaeneHue NbY3 Urof-
Kb ¢ remopparmyeckum cuHgpomom. lpu nepBuYHOM
OCMOTpE B CTaLWOHape: KOXHble NMOKPOBbI 61efHO-po-
30Bble, remMopparuyeckas Cbifb Ha NMUe, Ha FONEHU
cnpaea no nepegHen NOBEPXHOCTU NO TUMY 9KXMMO30B.
Cnuanuctas poToBOW NONOCTM 6e3 NaTONOrMYecKnx us-
MeHeHui. O6palatoT Ha cebs BHUMaHWE KOWNOHUXMH
U ABNEHMS ANCTPOPUM HA HOTTEBbIX NAACTUHKAX PYK W
HOT. B KOHTaKT BCTynaeT Nerko, NCMX03MOLUOHaNbHOE
pasBuTME COOTBETCTBYET BO3pacTy. [bixaHue — nys-
pUNbHOE, XpUNOB HeT. TOHbI cepaLa NPUrNyLWeHbl, pUTM
npaBunbHblii, YCC — 76 B MUH. A1=93/45 MM pT. CT. Xu-
BOT MArKUW, 60/1€3HEHHOCTW NpU Nanbnayuu He BbISB-
neHo. MeyeHb, cenes3eHka He NanbnupyTCs.

Mpn NpoBeAeHUM AMHAMUYECKOro NabopaTopHOro
KOHTPONS 0TMEYeHbl NPOsIBIEHUsA aHeMum (reMorno6uH
88 r/n), TpombouuTOoneHuu (73-28 Toic).

WccnepoBaHue KOCTHOMO3rOBOrO MyHKTaTa: Kie-
TOYHbI MaTepuan pacnpeseneH He paBHOMEPHO BCTpe-
YalTCA yyacTKu CBepHyBlIerocs k/M. bnacTHble knert-

Kn — 1,0 %. dpuTpoumnTapHblii pOCTOK pacwupeH. Tun
KPOBETBOPEHUS HOpMoGnacTuyeckuin. MuenouaHblit
POCTOK CYyXeH. MerakapuouuTtapHblii poCcTOK Konuye-
CTBEHHO COXPaHeH, KaYeCTBEHHO C HEBOMbLION OTILHY-
pOBKOW TPOMOOLMTOB.

Mo faHHbIM TpenaHo6uoncun: MexTpabekynspHble
NPOCTPAHCTBA 3aMOJIHEHbl XMUPOBOI TKaHbl Ha 80%,
ecTb He60/bluMe yUacTKN pesnuayanbHoii remonoaTuye-
CKOJi TKaHu (annasus KpOBETBOPEHUA).

Mo paHHbiIM MPT ronoBHoro mosra: MHOXeCTBeH-
Hble KaBEPHO3HbIe aHTMOMbl B TEMEHHbIX JOJIAX 060UX
nonywapuin ronoBHOro Mosra. MHOXeCTBEHHbIE Kanb-
LMHaTbI B 1eBOW W NPaBOii 3aTbINOYHON J0Ne, NapaBeH-
TPUKYNsIpHOW o06nacTu. PeTpouepebennsipHas KUCTa,
runonniasms MO3Xeyka.

3aknoyeHue HeBponaTtonora: CI/IH}J,pOM CTaTUKO-KO-
OpANHATOPHbIX Hap)’LLIEHVIW LWAaTKOCTb MNOXOAKW, Hey-
KJTHOXeCTb.

d30¢aroracTpoayoaeHockonus: Py6LoOBbIA CTEHO3
B/3 nuweBoga. lactpoasodaranbHbiil pediokc.

[pn nnaHoBOW rocnuTanus3auunm B OTAENEHME OH-
konorun FbY3 UIOLAKE B 2021 r. npoBeaeHo Mone-
KynsipHo-reHeTuyeckoe o6cnegoBanue  (6yKanbHblii
anuTenui, Hortu, kposb ¢ AATA) B HMULL AArOU um. .
PorayeBa, N0 Nony4YeHHbIM LaHHbIM BbISIBIEH MaTOreH-
Hblil reHeTUYeckuit BapuaHT B reHe TINF2, accouumpo-
BaHHbIN C BPOX/AEHHbIM AUCKEPATO30M.

TakuM 06pa3om, BCe UMeroLmecs y pe6eHka nopoku
(MO3XeykoBass aTakcus W3-3a TMMOMNA3UM MO3XKeyKa
N uepe6panbHOii Kanbundukauum, CTeHO3 NUILEBOAA,
KOMNOHWXUU U SABNEHUA ANCTPO(UM HA HOTTeBbIX nna-
CTUHKAX, KOCTHOMO3roBasi HeJoCTaTOYHOCTb) BXOAAT
B CUMNTOMOKOMM/IEKC OCHOBHOrO 3ab6oneBaHus —
BPOX/AEHHOro Anckepartosa LinHccepa-3Hrmana-Koyna.

3aknwoueHne. Ha npumepe npejAcTaBleHHOro Kiu-
HUYECKOTO Cc/iyyas NPOJAEMOHCTPUPOBAHO TeyeHue
PEIKOro reHeTUYecKoro 3a6osieBaHNA — BPOXAEHHOIO
AuckepaTo3a. Mporpeccupytowas KOCTHOMO3roBas He-
AOCTaTOYHOCTb KPOBETBOPEHUA, Tpe6yeT NpoBefeHuns
pafinkanbHOM Tepanuu — TPaHCMAaHTaLWUKU reMonoaTu-
YECKUX CTBOJIOBbIX K/1ETOK.
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KJIMHWYECKWUIA CNYYAN ACCOLMALUK
UETMAKUN U BONNE3HU KPOHA
Myctaduna A.®., MbiThuk M.K., Kpamckux C.U.
HayyHblii pyKoBOAHTENb: JOLEHT, K.M.H. [leMbsaHoBa T.I'

PHUMY um. H.W. Tinporosa MuH3gpasa Poccuu,
Kabenpa rocnuTanbHOM NegnaTpum M. akajemMuka
B.A. Tabonuxa MN®, kabeapa MHbOEKUMOHHBIX 60Ne3HEl
y netein MO

Bo BceM Mupe HabnofaeTcs pocT 4acToOTbl UMMYHO-
onocpefoBaHHbIX 3a6oneBaHuit y feteii. PacnpocTpa-
HeHHOCTb 60ne3Hn KpoHa pocTuraet B cpegHem 1:9000
HaceneHus, npejnonaraemMas 4acToTa Lennakuu
1:100-1:250. BcTpeyaeTtcs u accolmauusa 3Tux 3abone-
BaHMii. Llennakus cesizaHa ¢ 11-Tu KpaTHbIM yBenuye-
HMEM pUCKa Pa3BUTUS BOCMANUTENbHbIX 3a60eBaHNii
KuweyHnka (B3K) no cpaBHEHWIO C KOHTPOJSIbHbIMU
rpynnamu Hacenexus, y nauneHTos ¢ B3K puck passu-
TUS LeNInakun NoBblLWEeH B 2 pa3a. 3TO MOXET 6bITb CBS-
3aHO CO CXOXecTbto natoreHesa. O6HapyXeHbl UAeH-
TUYHbIE YNbTPaCTPYKTYpPHble W3MEHEHWUs CAU3UCTON
060/104KM KMLLEYHMKA B BUAE HAPYLIEHUA aKcnpeccum
TpaHCMeM6paHHbIX (KnayauH-2, KnayanH-3, knayguH-4,
OKK/IOAMH) W LMTOMNasMaTUYeckux (3oHynuH) Gen-
KOB M/OTHbIX KOHTaKTOB. OTMeYeHa Takxe 06LHOCTb
T-kneTo4yHoro BocnaneHus. YpoBeHb UMTOKUHOB IL-17,
IL-21 v IFN-y noBbIWeH KaK Npu Lennakum, Tak u npu 6o-
nesHu KpoHa. MpumepHo 25% 6onbHbix BK BnepBble Ma-
HudecTupyet B Bo3pacTe 0 18 net v 3a nocnegHue 10
net yacTtoTta B3K ¢ HayanoM B JeTcKOM Bo3pacTe BO3-
pocna B 3 pasa. B KnuHMYeckoi KapTUHe Lennakuu B
HacToslWee BpeMsi Npeo6aafaoT MasoCUMNTOMHbIE U
aTUnuyHble GopMbl 3a60NeBaHMA, YTO 3aTPYAHAET Npo-
LLecc NoCTaHOBKM AnarHosa. 3aboseBaHue nopaxaet
TOHKYIO KULLKY, HO U UMEET KJIMHUYECKNE NPOABNEHUS
CXOAHble C NaTONOrnen ApYyrux OpraHoB U CUCTEM, YTO
MOBbILIAET aKTyanbHOCTb ee u3yyeHus. bonesHb KpoHa
TOXE UMEET C/IOXHOCTU B paHHEN ANarHOCTUKE B CBA3M
C OTCYTCTBMEM BbIpaXeHHOW OCTPOTbI npouecca u Tu-
MUYHON KNMHUYECKOW KapTUHbI 3aboneBaHus. Mo3gHss
AMarHOCTUKa 3HaYMTeNIbHO YBENIMYMBAET PUCK pasBU-
TUSA CEPbe3HbIX OCNOXHEHWI JaHHbIX NaTONOMMUMI, TAKUX
KaK XUpypruyeckume OCnoXHEHMUs, OHKONOrmyeckue 3a-
6oneBaHud, 6ecnnofine, 0CTeONopo3, pa3nyHble aHe-
MWW U MHOTUX Apyrux. lNpepctaBnsieM KAUHUYECKMWIl
CNyyail coyeTaHHOro TeyeHus 6one3Hu KpoHa u uenu-
akun y pebeHka.

Manbuuk H., 13 net, rocnutanusupoBaH B nepgua-
Tpuyeckoe otaeneHue [1eTcKoit ropofckoi KauHuye-
ckas 6onbHuubl (ATKB) um. H.O. dunatosa r. MockBbl
B GeBpane 2023 r. ¢ xanob6amu Ha CTYN NNOTHO KOH-
CMCTEHUUM YyacToToii 1 pas B 2-4 gHs. MNpu gedekauyun
oTMeyanucb 601K M NEPUOSMUYECKN BULUMAS KPOBb B
ctyne. Co cnoe pogutenei, ¢ 7 neT y pebeHka oTcyT-
CTBYIOT NPM6GaBKKU MaccChbl Tesla, HO B BECE MasibYnK He
Tepsan. B TeyeHne HECKONbKMX NeT cTpajaeT aPTO3HbIM
CTOMaTMTOM, XednuToM. N3BecTHO, YTO pebeHok oT V,
He OTArOLLEHHOIi, 6epeMeHHOCTH, Il caMOCTOATENbHbIX
popoB. Macca Tena npu poxgeHuu 4070 r, pocT 56 cMm.
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BakuuHauua He npoBoAunach B CBSA3W C OTKasoM po-
autenen. AnneproaHaMHe3 OTArOLWEH: KpanuBHULA,
PUHOKOHDBIOHKTUBUT. CeMeilHbli aHaMHe3 OTAroueH
CO CTOPOHbI MaTepu No NakTasHOW HeAOCTaTOYHOCTH.
PaHee pe6eHOK Habntoganca aMbynaTopHo y neagnaTpa
B CBfI3M C XanobaMu Ha KalmueobpasHbli CTyN nocne
Kaxporo npuema nuwu. B 2019 r. npoxogun crauuo-
HapHOE NneyeHue C JUarHO30M «[JyOAEHUT», MONOXM-
TenbHblii 3G HeKT cuMNTOMaTUYECKOI Tepanuu He3Ha-
yuteneH. B utone 2022 r. nosBUAKUCH Xanobbl Ha 3y B
nepuaHanbHOW 06/1aCTU U U3MEHEHUME XapaKTepa CTy-
na c TeHAeHUMen K 3anopaM. B aBrycte 2022 r. — 60nu
npu gedekauuu, B Ho6pe 2022 r. — npuMech KPoOBM B
cTyne. AM6ynaTopHo HabnwAancs y Xupypra, KoHcep-
BaTUBHaa Tepanusa — 6e3 apdekta. B fekabpe 2022
r. KoHcynbTupoBaH B KAL AFKBE um. H.®. dunatosa,
AMarHo3s: «<AHanbHas TpewnHa. KuweyHoe KpoBoTeye-
Hue?». YpoBeHb (hekanbHOro KanbnpoTeKTUHA — 546
MKr/r. B suBape 2023 r. ManbuuK 6bi1 N1aHOBO roCnu-
Tann3MpoBaH B 3-€ XMPYPruyeckoe oTaeneHne 60NbHN-
ubl. Mo gaHHbIM OIM[C: 3p03UBHbIN racTPUT; KONOHO-
CKOMUU: YMEPEHHbIW NIEBOCTOPOHHWIA KONUT, TPelmHa
aHyca. [ina gpoobcnefoBaHus pe6GeHoK 6bl nepeBeeH
B Neauatpuyeckoe oTaeneHue, rge Ha MOMEHT OCMO-
Tpa o6palian Ha cebs BHUMaHMe BbIpaXeHHbIN aedu-
LUMT Maccol Tena: npu pocte 163 cm Macca Tena co-
cTaBnsana 31 kr. Co3HaHue pebeHKa ICHOE, NOJIOXKEHUE
aKTMBHOE, anneTuT NoBblWweH. KoXHble NOKpoBbI 61ek-
Hble, CyXue, C ovaraMu jepMaTuTa, npeMmyLLecTBEHHO
Ha KMCTAX W B NOKTEBbIX o6nactax. Xeinut. Mopkox-
HO-XMPOBas KnetuyaTka nNpakTMYecKku Besfe OTCYyT-
cTByeT. XXUBOT Npu nanbnayun Markuii, 6e36onesHeH-
Hblli. CTYNn CO CKNIOHHOCTbIO K 3anopaMm, pebpucThlii,
MNOTHbINA, C NPUMECHI0 BUAMMON KpoBK. 06nacTb aHyca
He runepeMupoBaHa, Ha 12 yacax oTMevaeTcs anuTe-
NN3UpOBaHHan TpewmHa. JlabopaTopHbIX NpPU3HAKOB
aHeMWM 1 BOCNanuTeNbHON aKTUBHOCTU He BbIIBNIEHO,
o6wui IgE B npegenax HopMbl. Mpu Y3U aHanbHOro
KaHana u oKpyXarlLux TKaHeil NnpoMexHocTu gonon-
HUTENbHbIX 06pa30BaHMii, XUAKOCTHbIX BKIIHOYEHWNI
He BbiiBNEHO. 10 faHHbIM peHTreHorpadums opraHoB
OpIOLIHOW NONOCTM — HEZOCTAaTOYHOCTb Kapaum n M9P
3-it cTeneHu. Mo pesynbTaTaM rMCTONOrMYECKOro uc-
CNnefOBaHUA CIIM3UCTON 060JI04KM MONEPEYHOIi-060-
[OYHON, HUCXOAALEA N CUTMOBUAHON KUILKW — Heak-
TUBHbIA, MOBEPXHOCTHbINA, CNAabo BblpaXeHHbI KONUT
C MOpaXeHWeM HUCXOAALLEA U CUTMOBUAHON KULLKY,;
runepniasms Myko3oaccoLuMUpoBaHHOW NUMQOUaHOI
TKaHW B MNonepeyHoo6004HON Kuwke. B Bocnanu-
TENbHOM MHQUAbTPaTE KONNYECTBO 303MHODUNOB A0
20-25 B nosie 3peHus npu x400. buoncua cnusucToii
060/104KN Xenyaka W ABEHAALATUMEPCTHOW KULWKK:
XPOHWYECKMIF MOBEPXHOCTHbIW racTpuT ¢ GopmMupoBa-
HUEM MENKWX 3pO3UIA, XPOHMUYECKUN aTpoduUyecKMmii
AyoneHnT, Marsh — 3B (xapakTepHO ANs Lenuakum).
bbina npoBefeHa BUAeOKancynbHas 3JHAOCKONUSA:
MaHracTpuT C 3pO3neil B aHTpanbHOM oTgene, adpTos-
HbIA €OHMT, aQTO3HbIA UNEUT C HEBONbLWNMK A3BAMU
no TUMY «TPeLuH» U reMopparuyeckum KOMMOHEHTOM
B LMCTaNIbHOM OTAeNe, YTO XapaKTepHO Ans 601e3HU



KpoHa. Takxe npoBefieHo onpefiesieHne ypoBHA aHTU-
TeN K TKaHeBoii TpaHcrnyTamuHase (tTG): tTG-IgA co-
ctaBun 57,3 Ea/Mn, uto Bblle HOPMbI MOYTKU B 6 pas. 1o
pesynbtataM HLA-TunMpoBaHus 06HapyXeHbl Mapke-
pbl HACNEACTBEHHON NPeAPaCcnoIOKEHHOCTH K Lienna-
kun DQA1*0102, DQA1*0501 n DQB1*02, DQB1*0602 —
BbisiBneH rannotun DQ2 B reTepo3UroTHOM COCTOAHUU.
Puck passutus uennakum — ymepeHHblii. Ha ocHoBa-
HUU KJIMHWKO-aHAMHECTUYECKUX [aHHbIX, pe3ynbTa-
TOB MOP(ONOrnYyecKoro UccrefoBaHus CAU3UCTON
060/104KN KMLLEYHNKA, HOCUTENbLCTBA CNeLuduYeckmx
aHTuTen, pe3ynbTaToB BULEO0KANCY/IbHOW 3HA0CKONNMK,
PEHTreHOKOHTpacTHoro uccnegoBaHus XKT pe6eH-
Ky BbICTaBJieH fmarHos: «bonesHb KpoHa: uneokonur,
MopaKeHne TOHKOW KMUWKMW, aHanbHas TpPeWWHa; He-
CTEHO3MpYHOLLEEe HEMEHETPUPYHOLLEE TEYEHNE, HU3KAS
akTMBHOCTb. Llennakus. B3H Taxenoi cteneHun. 3po-
3MBHbIW racTpuT. facTpoasodareancHolil pedntoke 3-i
cTeneHu. Annepruyeckuin gepmatut?» PebeHky 6bina
HasHayeHa Tepanus B BUAe 6€3rN0TEHOBOI AMeThl, Nie-
yebHasa CMecb 415 SHTEPANbHOrO NUTaHUS GONbHBIX C
B3K 1 AsaTnonpuH 1,6 Mr/kr/cyTku. Manbyuk 6bin Bbl-
nucaH ans Haénwoaenus B KALU AFKB um. H.®. dunaTto-
Ba U MO MECTY XUTENbCTBA.

He6naronpusTHble 3NMAEMUONOrMYECKME [aHHbIE,
BbICOKas pacnpoCcTpaHEHHOCTb UMMYHOONOCPEAOBaH-
HblX 3ab0neBaHWii B AETCKOW nonynsuun TpebyoT oT
Bpayel HaCTOPOXeHHOCTH. 06LWmMe MexaHu3Mbl UMMY-
HOMaTONOrMYECKUX NPOLLECCOB MPUBOASAT K CXOXECTH
KJIMHWYECKUX NPOSIBNEHMIA 3a60NneBaHNii. AyTOUMMYH-
Hble 3a6oneBanua XKT moryT BcTpeyatbCcsi B accouu-
alumn y O4HOro M TOTO Xe NauueHTa U 3TO HYXHO 3HaTb
BCEM NMPaKTUKYIOLMM Bpayam, KOTOpble 06513aHbl Npo-
BOLUTb KOMMNEKCHYIO AUArHOCTMKY, YTO BNOCNEACTBUN
MOXET CbIrpaTb peLwatoLLyto posib B paHHel JuarHocTu-
Ke, noabope CBOEBPEMEHHON Tepanuu U B YNy4YLEHNK
NporHo3a 3abosieBaHni y NaLNEHTOB.

CMUHANbHbIN AEPMAJIbHBIN CUHYC,
NNOKAJIU30BAHHbI HA YPOBHE
BEPXHELUEWMHBIX OTAENOB CMUHHOIO
MO3rA — PEAKWIA CNYYAN B MPAKTUKE
NEAUATPA, BPAYA HEBPOJIOTA

Douy A.I'!, KysneuyoBa A.A."2, CemuHa U.B.,
Nob6ankuu N.B.", boicTpoBa A.A.'

1 —Mopososckasa Kb
2 — HIL ncuxoxesponorumn um. 3.11. ConoBbeBa

BeegeHue. CnuHasbHble AepMalibHble CUHYCbl —
peakas BpOXJEHHas NaTosiorus pasBUTUS LEHTpalb-
HOI HEpPBHOI CUCTEMbI, KOTOPas MOXET He NPOsABAATb
ceba KNMHWUYECKN B TeYEHWUE A/IMTENIbHOTO BPEMEHMN.
XapakTep K/MHMYECKOro TEYEHMs AaHHOW MaTonoruu
3HAUNMO OCJIOXHAET AWArHOCTUKY U CBOEBPEMEHHOE
BbISIB/IEHWE, @ TaKXXe OMacHO pa3BUTUEM TPO3HbIX OC-
NOXHEHWUIA — BTOPUYHOIO THOMHOTO MEHMHruTa, abe-
Lecca, SMnMeMbl CMMHHOrO Mo3ra. B paHHoii paboTe
onucaH KNWHWUYECKWii cnyyail AnuTenbHoro 6eccum-
NTOMHOrO TEYEHUS MOPOKA Pa3BUTUS CMIMHHOTO MO3ra,
KOTOpoe npueeno kK GopMUpOBaHMIO THOWHO-BOCNANM-
TeNbHbIX OCJIOXKHEHMNA. MaLuueHTbl MOTYT 06pallaTbhes K
neaunaTpam, TepanesTam, AepMaTosioraM, HeBpoaoram
C TaKUMU Xanobamu Kak: nuxopagka, obuias cnaboctb,
MOBbIWEHHAsA YTOMAAEMOCTb, CHIKEHME anneTuTa, Ha-
NM4ne KOXHOro fedekTa 6e3 Npu3HaKoB BOCNaNneHus.
MoadyepkHyTa HEO6XOAMMOCTb (OPMUPOBAHUA HACTO-
POXEHHOCTU Y MeJULIMHCKOrO NepcoHana u pogutenei
AeTeil, POXAEeHHbIX C NpU3HaKaMu aHOManuu pasBuTUS
CMUHHOIO MO3ra, TlaTesIbHOro c6opa aHaMHesa W npo-
Be/leHNU GU3NKanbHOro oCMoTpa.

Bctynnenue. CnuHanbHble AepManbHble CUHYCbl —
9TO pacTAHYTbie XOAbl OT MOBEPXHOCTHO-PACMOM0XEH-
HOro OTBEPCTMAIO B 3agHEN MepuanbHO NAOCKOCTU
Ha NOBEPXHOCTH KOXW A0 CBULLA PasfNYHON FNYOUHbI:
MOAKOXHOW, anuAypanbHON MAW faxe WHTpagypanb-
HOM. [laHHaa naToNorus ABNAETCA aHOManuen pasBu-
TUSI BCIECTBME HEMOTHOTO 3aKPbITUS HEPBHOIA TPYOKM
B 3MOPMOHaNbHOM nepuoje. [lepmanbHble CUHYChI AB-
NAKTCA peAKON BPOXAEHHON aHOManueil LeHTpanbHOM
HepBHOW cUCTEMbI. PacnpoCcTpaHEHHOCTb CMMHaMNbHbIX
dopMm cpeamn HoBOpOXAeHHbIX cocTaBnaeT 1:2500 Ho-
BOPOXAEHHbIX. [IpeMMylLecTBEHHO [aHHaA NaTonorus
BCTpeYaeTcss B MOACHWUYHOW 06nacTW, KpaHWanbHble
(Gopmbl BCTpeyawTca KpaiiHe peako — B nuTepatype
onucaHo okono 100 cnyyaes. [laHHOe 3a6oneBaHue Mo-
XET BbISIBAATLCA Y NaLWMEHTOB BCEX BO3PACTHbIX Fpynn,
BKJIIOYAS MOXUAbIX NHOAEN, HO Yalle CBULLM BbISIBNIAT-
CAy feTeil BO3pacToM Jo 5 ner.

BblweonucaHHasa pasHOBMAHOCTb BPOXAEHHbIX aHO-
Manuii pasBUTUA XapaKTepUsYTCSH LWMUPOKUM Chek-
TPOM KJIMHUYECKMX NPOSIBAEHUA — OT 6ECCUMNTOMHOIO
TEYEHUA LO TAXENbIX HEBPONOTUYECKUX HapyWweHuN. B
pAfe cnyyaeB CUMNTOMATUKOW| ABNSAIOTCA Wb BHEL-
HUe KOXHble MpOsIBNEeHUd, OfHAKO 3avyacTyl nocneg-
HWe Mano3ameTHbl, BCNeLCTBUE YEro [aHHblii NOPOK
pasBuTUA ABNAETCA CnyvyalHOW HaXxoAKOW Npu npose-
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AeHun Heiiposuayanusaumn (KT, MPT), nu6o BbifBnSA-
eTCA NO3Xe Npu BO3HUKHOBEHNUU OCNOXHEHUIA. HeBpo-
Nornyeckas CUMNTOMATMKa Y 60MIbHBIX C flepMaJibHbIM
CHHYCOM 06YCNOBNEHa TPEMSA NPUYMHAMU: BPOXAEHHOM
Aucnnasuein CrNMHHOro Mosra, HanuMynem 0o6bEMHOro
06pasoBaHNA B NO3BOHOYHOM KaHane U/Man Hannunem
NHOEKLMOHHOro npolecca. [lepMouaHble W anuaep-
MOMHbIE OMYXONW BCTPEYAlOTCS B NMOMOBUHE CNyyaes
AepManbHbIX CUHYCOB, He UMes crneunduyeckon cum-
nTomMaTuku. Hanbonee yacTbiM OCJIOXHEHUEMSABAETCA
UHOEKLMOHHOE BOocNaNeHne AepMabHOro CUHYCa, YTo
NPMBOAMT K (OPMUPOBAHNIO THOHO-BOCNANNUTENbHbIX
OC/IOXHEHU (MEHWUHTUTA, UHTpA-, SKCTPAMeAYNNAPHbIX
abcLeccoB CNMHHOTO MO3ra, MUenuTa, aHuedbanuTa), u
KaK cneAcTBuUe BO3HUKHOBEHMIO rpy6oro HeBposioru-
yeckoro geduuuta. Cpeau ABUraTenbHbIX HapyLeHWil
Hau6onee 4acTo BbIIBNAETCA HUXHWIA BANbIA napana-
pes, 6onee rpy6blii ABUraTeNbHbIA AePULNT N YYBCTBU-
TeNbHble HapyLeHUs BCTpevaloTcs peako. Hapylwenue
(QYHKUMIA Ta30BbIX OPraHoOB B BUAE HeAepXaHUs MOYM
W Kana oTMeyaeTcs B NMOJIOBUHE cnyyvyaes. Takxe cpeau
KJIMHUYECKMUX NPOABNEHUIA MOTYT BCTpeYaTbcsa U opTo-
nefuyeckas HapyleHus, Takie Kak: KoconanocTb C Ha-
pyLIEHMEM NOXOAKM, AeOpMaLNA NO3BOHOYHMKA.

Llenb. OnucaHme KNMHMYECKOro HabnoaeHne nauu-
eHTa 1 rofa 7 Mec. CO CNUHaNbHbIM AepManbHbIM CUHY-
COM Ha ypOBHE BEPXHELIEHHOro 0TAena CMHHOIo M0o3-
rac atanamu AMarHOCTUKMN U NEYEHUS.

Knunuyeckuii cnyvai. Manbuuk M., 1 rog 7 mec., co
C/I0B MaTepu NnepuHaTanbHbl aHaMHe3 oTAroueH: 1 n3
ABOIiHK, pofopaspelweHne Ha 37 Hepene rectauum. C
POXJEHMA B 06/1aCTH WERHOTO OTAEeNa 0TMeYancsa Kox-
Hblii AedeKT No TMNYy CBULLEBOrO X043, y 6paTta 6nu3He-
L{a aHaNOTMYHbIN KOXHbIii aedekT. C 3-Xx MecsaLeB XU3Hu
POAMUTENU CTanu 0OTMeYaTb MEHee aKTUBHbIE ABUXEHUS
B NpaBOW BEpXHEei KOHEYHOCTM, pacLieHeHo Kak napa-
nuy [ioweHa-3p6a. Ha GpoHe peabunnTaLnOHHbIX Mepo-
NpUATWIA 0TMeYanacb NONOXMTENbHAasA JUHAMKUKa, 06-
CNef0BaHMA N0 MECTY XMTENbCTBA HE NPOBOAMIIUCH. B
1,5 rofa nepeHec pecnupaTopHYo BUPYCHYH MHDEKLMIO
MocJie Yero CHU3UCS anneTuT, NnepecTan HabupaTb Bec,
nosBMIacb aguHamusl, SMOLMOHaNbHasA NabUbHOCTD.
Yepes HECKONbKO AHEN NMPUCOELUHUNIOCH MOBbIWEHNE
Temnepatypbl 50 38,5 C, nuxopagun B TeueHue 4-x fHen.
Monyyan xaponoHWXarlLue CpescTBa C NONOXMUTENb-
HbiM addekToM. Ha doHe noBbilweHus TemnepaTypbl
Tena — 0TKas oT eAbl. B TeyeHne 14 gHeit noTeps Macchbl
Tena (=1 Kr), 3HaUNTeNbHO YXYALWUACSA anneTuT, nocne
CbeAEeHHOro YyacTo oTMeyanacb pBoTa. 3a CyTKu Ao no-
CTynneHus peoTa 3 pasa. B cBsi3u c coxpaHeHUeM xanob
camocTosaTeNbHO obpaTunuck B FBY3 “Mopo3oBckas
OrKb A3M”. Mpu nocTynneHmn B 06WEeM aHanmnse Kpo-
BM — 6€3 KJIMHUYECKM 3HAYMMbIX UBMEHEHUIA, NOKa3aTe-
nu B Npegenax HopMbl. [1o rasoBoMy cocTaBy KpOBU —
KoMneHcmpoBaH. OCMOTPeH HEBPOJIOFOM MPUEMHOIO
OTZEeNeHNs, Ha aTane NOCTYNJIEHUS B HEBPOIOTMYECKOM
cTaTyce MblleYyHasi cufia NpaBoii BepXHel KOHEYHOCTH
Ao 3 6anno.. C uenbto Bepupukaumm auarHosa pe6eHok
rocnuTanusMpoBaH B OTAeNeHMKU neguaTpuu. Boinon-
HeHa MPT ronosHoOro mMosra, rae BbiiBNeHbl CTPYKTYp-
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Hble U3MEHEHUs Ha YpOBHEe NPOJOAroBaTOro Mosra ¢
pacnpocTpaHeHMeM Ha Npunexaiime oTAenbl CIUHHOMO
mo3ra o C3 Tena no3BoHKa, KoTopble cnegyeT andde-
PeHUMpPOBaTb MEXAY BOCManUTENbHbIMU M3MEHEHUS-
mu (abcuecchl NPOJONrOBaTOr0 W CAMHHOTO MO3ra) U
06beMHbIM 06pa3oBaHueM. buoxumuyeckume nokasaTte-
NN KPOBW B MpeAeniax HopMbl. BbisiBNeH monoxuTens-
Hbl MOCEB Ha NaTOreHHy Gnopy U3 CBULEBOIO X0Aa
weiiHoro oTaena: Escherichia coli (I cTenenb o6ceme-
HeHHocTu), Enterococcus faecalis (IV cTeneHb o6ceme-
HeHHocTH), Corynebacterium amycolatum (IV cTeneHb
o6ceMeHeHHocTH). C yyeToM BblAeNeHHoi hopbl U3
CBWLLEBOr0 Ha3HayeHa aHTWOaKTepuanbHasi Tepanus.
MpuHATO peleHne 06 onepaTMBHOM BMELIATENbCTBE —
yLaneHue BPOXAEHHOrO 06pa3oBaHMA OpalibHbIX OT-
[EN0B CMUHHOrO0 MO3ra W CTBOJSIa FONIOBHOr0 Mo3ra ¢
MPUMEHEHNEM Helipo(13M0N0rMyeckoro MOHMTOPUHTA.
B xoae onepauum npu NONbITKE UCCEYEHMA KANCybl Ha
YpPOBHE MPOJOroBaTOr0 MO3ra OTMeYeHo NOosIBNeHMe
TaxmKapAunm M CHUXEHWA MOTOPHbIX Bbl3BaHHbIX MO-
TEHUMANoB C MblllL MATKOro HéE6a, mbllubl abductor
hallucis cneea. YuuTtbiBas BbICOKMA pUCK Pa3BUTUS
6yNnbbapHbIX HapyLWeHWiA, NPUHATO PEeLLeHne 0 YyacTuy-
HOM yAaneHun o6bEMHOrO 06pa3oBaHMsA, BCKPbITUK U
MPOMbIBaHUK CKOMAEHWA. B 1 cyTkn nocne onepauuu
nposefeHa MPT ronoBHOro Mo3ra ¢ KOHTPacTHbIM yCH-
NeHneM, BbiiB/IeHa KapTMHA paHHUX NOCaeonepaLmoH-
HbIX U3MEHEHWIA 3a[Heil YepenHOoi AMKW U Wen nocne
HEMNONHOrO yaaneHnst AepMOUAHBIX KUCT CTBO/A U CMNH-
HOro M03ra, yMEPEHHOW KOMMpPeccun aypanbHoro Mew-
Ka Ha ypoBHe C3, oTeka CTBONA U CMMHHOMO MO3ra, MHeB-
mouedanuu. B paHHem nocneonepaunMoHHOM Nepuope
OTMEYaNioCb CHUXKEHME MbIEYHOI cunbl o 3 6annos
B MPaBoOi pyke U A0 2 6anNnoB B NPOKCMMaNnbHOM 0T e-
ne n fo 4 6annoB B fucTaNbHOM OTZeNe IeBOW pyku. B
AWHaMuKe 3a 5 gHei Hapocna oyaroBas cCMMNTOMaTUKa:
cna6ocTb B neBoi pyke Ao 0,5-1 6anna, HUKHWIi BANbIIA
napanapes Ao 2 6anioB. Ha 6-e CyTKu1 NpUcoefMHUANCD
rnasogBuraTefibHble paccTpoiiCcTBa: Nnapes B3opa BHU3
n BnpaBo. BoinonHeHo KT ronoBHOro mosra, BbisiBne-
HO YBe/IMYeHMe pasMepoB XeNy[o0uKoi CUCTEMBI, OTEK
rONOBHOIO MO3ra. 9KCTPEHHO BbIMNOJHEHO OMepaTuBs-
HOe BMellaTenbCTBO — YCTAHOBKA HapyXXHOro BeHTpH-
KynsapHoro apeHaxa. Ha 10-e cyTku nocne oCHOBHOro
onepaTUBHOrO BMelaTenbcTBa BbiNoaHeHo MPT ro-
NIOBHOFO MO3ra, B AMHaMUKe OTMEeYaeTcs HeKoTopoe
yBeJIMYeHNe 30Hbl U UHTEHCUBHOCTW NaTONOTMYECKOro
curHana B DWI oT 3agHuX oTAenoB CTBONA, MOABNEHUE
aHasIorMYyHOro curHana oT cogepxxmmoro o6osoyek 344
(nosiBNeHMe BbICOKO6ENKOBOrO KOMMOHEHTA), COKpalLe-
HWe oTeka CTBOJa, KpaHMOBepTebpanbHOro nepexoga
W WeRHOro CerMeHTa CMMHHOrO MO3ra, perpecca KoM-
npeccun KpaHMoBepTeOpasibHOro Nepexoa U CIMHHOTO
Mo3ra, perpecc nHeBmouedanuu. B knuHnyeckom aHa-
nn3e KpoBW MOSABUINCH BOCNANMTENIbHbIE U3MEHEHUS,
0TMeyancs NeNKoLuTos ¢ HeTPoPUIbHbLIM CABUTOM 10
28,1 TbiC., aHeMus (remorno6ut 100 r/n, apuTpouuTsl 3,7,
reMaTokput 29%), noeblweHne C-peakTMBHOIO 6efika —
12.6 Mr/n. Mo gaHHbIM KNUHUYECKOTO aHanusa nukeopa
oTMeyvancs umMto3 — 3150 kn, nosbiweHue 6enka — 0,870



r/n. TeyeHne 60NE3HN OCNIOXHMNOCH NPUCOEAUHEHNEM
E.coli BEHTpUKYNWUTA, MEHMHIMTA M MUENUTa, MPoOus-
BeJeHa Moaudukauus aHTUGaKTepuanbHON Tepanuu.
Mo AaHHbIM KNMHWMYECKOro aHanusa NuKBopa: LuTos —
576/3 MKn, nosbilwenne 6enka — 0,790 r/n. B nocne-
OnepaLMoHHOM Nepuoje B CBA3W C MH(DEKLMOHHbIMU
OCJI0XXHEHUAMUBBLINONHEHA PEBU3NSA paHbl 3aTblIOYHOIA
obnacTu, peumnnanTauus HBJl cnpaea.

Pe6eHOK NpoAo/KaeT Haxoautcs noj AWHaMuye-
CKMM HabMI0leHNEM B paMKaX peaHUMaLMOHHOTo OTAe-
neHus FbY3 “Mopo3soeckas AIKb [,3M".

3aknioueHune. [laHHblii ciiyyait LEMOHCTPUPYET TPYA-
HOCTW AnddepeHUnanbHO AUarHOCTUKM CNUHANBHOTO
JepMaNibHOro CMHyca KpaHuoBepTe6panbHOro nepexo-
na.

HecMoTps Ha MCKNIOYMTENbHYH PefKOCTb [aHHOW
aHOMaNiMu CTPOEHMA LLeHTPanbHO HEPBHON CUCTEMDI,
Heo6X0AUM TLLATENbHbI OCMOTP U HAaCTOPOXEHHOCTb
B OTHOWEHUWU NHO6GbIX W3MEHEHUIA CTPOEHUA KOXKU B
061aCTVM NO3BOHOYHUKA, B OCOBEHHOCTU NMpPU HaNU4ynUu
CBULLEBbIX X040B. BepoATHOCTb CTOIKOW MHBaNuAnU3a-
Lnu BCNeaCTBME NOSAB/EHMA LBUraTeNbHOrO aeduunta
BO3pacTaeT Mpy NPUCOELUHEHUN UHPEKLMOHHBIX OC-
NOXHEHMUIA.

PUHOTEHHOE BHYTPUYEPEMHOE
OCJIOXXHEHUE Y PEBEHKA
CrEMUCUHYCUTOM
CyntaHos U.C., Yanosa I0.[1.
HayyHblii pykoBogutenn: Epemyos /].B.
O6nacTHas aeTckasa KaMHMYeckas 601bHMLA

AKTYyanbHOCTb. PUHOreHHble BHYTpUYepenHble Oc-
NOXHEHUS 3aHUMAlOT NIMAMpYloLLee MECTO B CTPYKTYpe
neTanbHOCTH B OTOpPUHONapuHronoruu. Ucxon 3abone-
BaHMs HaNPsIMYL0 3aBUCUT OT CBOEBPEMEHHOMN MarHo-
CTMKW W NPaBMbHO HAYyaToro jievyeHus. B natoreHese
PUHOTEHHbIX BHYTPUYEPENHbIX OCJIOXHEHWA BaXHYH
POJ/ib UTPAKT aHaTOMO-ToMorpaduyecke 0CO6EHHOCTH
OKOJIOHOCOBBIX MasyX W WX TecHas CBA3b C MOJIOCTbHIO
yepena. MMeHHO 3TU 0CO6EHHOCTH OMpefensioT NyTu
NPOHMKHOBEHMS UH(DEKLUM U3 NEPBUYHONO THOMHO-BOC-
nanuTeNnbHOro oyara B MofoCTb Yepena. Ha xapakTep
BOCMafeHUss BNUAET BUPYIEHTHOCTb GaKTepuanbHoi
bnopbl, ANUTENbHOCTb €e BO3AeiCTBMA Ha ovar BoOC-
naneHus, HapyleHue o6WMUX W MECTHbIX 3aLUTHbIX
peakuuit opraHMsmMa M CHUXEHWE Pe3UCTEHTHOCTM.
HecmoTps Ha To, yTo cpeayn (paKTOPOB BO3HUKHOBEHUS
PUHOFEHHbIX OCNOXHEHUI TNaBHOE MECTO OTBOAMTCSH
aHaTOMMYECKOMY CTPOEHMIO HOCA W OKOJIOHOCOBbIX
nasyx u 67KM30CTH ee C NOJIOCTb Yepena c npeobna-
JaHMEM KOHTaKTHOTO MyTW PacrnpoCTPaHeHWUs UHQeK-
LMK, y AeTeil OCHOBHYIO POJib UrpaloT CBA3b BEHO3HbIX
aHaCTOMO30B NPUAATOYHbIX Na3yX HOCA C BEHO3HbIMU
CNNeTeHUsIMU TBEPAOW MO3roBoOi 0607104KM, OTTOK
BEHO3HOW KPOBU B KaBEPHO3HbI CUHYC, B CNEACTBUU
3TOr0 reMaTOreHHbliA, @ He KOHTAKTHbIA NYTb, ABASETCS
OCHOBHbIM MyTeM pacrnpocTpaHeHus UHhEeKLUM Npu pu-

HOTEHHbIX BHYTPUUYEPENHbIX OCNIOXHEHMUAX y AeTeil. 3Ta
0CO6EHHOCTb ABNAETCA BAXHOW NPUYMHON TPYAHOCTH
AnddepeHunanbHolii ANArHOCTUKM NpU BHYTpUYepen-
HbIX OCNIOXHEHNAX Y AeTeld, Tak Kak Nnpu reMaToreHHoM
NyTW PacrnpoCTpPaHEHWUs He MPOUCXOJMUT PaspyLieHus
KOCTHbIX CTEHOK, TEYEHWE CUHYCUTa MOXET 6biTb Na-
TEHTHbIM, YTO BeleT K HeCBOEBPEMEHHOM MarHocTuke
PUHOTEHHOW NPUPOZLbI UHTPaKPaHNaNnbHbIX CUMNTOMOB.

Knnunuueckuit cnyvai. bonbHoii M. 13 net noctynun
B OPUT OAKB r. Bnagumupa 12.10.2022 r. B TAXenN0M
COCTOSIHMM: CO3HaHWe — comop, nuxopagka go 39,5°C.
YcTaHoBNeH AauarHo3: [HOMHbI MeHUHrUT. BbinonHe-
Ha MCKT uvepena, Ha koTopoit KT-npusHaku pacwupe-
HUS MEXMOJNYWAPHOIA Lienun, THOWHOro reMUCcUHycuTa
cneea. HasHaueHa aHTuGakTepuanbHas Tepanus (Me-
pOHeM), NpoBeAeHa NYHKUUS W ApPeHUpoBaHMe NeBoi
ranmMopoBOi Nasyxu — NoayyeH rHoi, yCTaHOBNEH Ka-
TeTep 415 NPOMbIBAHUSA BepXHeYeNtoCTHOW nasyxu. Oc-
MOTPeH HEBPOJOroM — OGHapYXeH BAMbIA remunapes
KoHeyHocTeli cnpaBa. pu NtoM6anbHOW NYHKLWKU: Lu-
103 — 180 Knetok (HeiTpodunbl), 6enok — 0,4. Ha KoH-
TponbHoi MCKT ot 25.09.2022 — oTmeuaeTcs yBennye-
HMe 06bemMa MeXNoNyLWapHOro CKOMAeHUs XUaKocTu. B
CBA3W C OTpULATESIbHON JMHAMUKON peLleHo NPOBECTH
HapYXXHYI0 3TMOMAO(DPOHTOTOMUIO, pagnKanbHYIO raii-
MOpoTOMMUIO crieBa. Bo Bpemsa onepauun nosiyyeH rHoii
13 NO6HOI Nasyxu, [ECTPYKLMN 3aJHEN CTEHKMN NOBHOI
nasyxu cneea He BbiiBNEHo. B nocneonepaunoHHOM
nepuoje coxpaHsanaco nuxopagka o 38*C, cosHaHue —
conop, IOP-cTaTyc c NONOXUTENbHON ANHAMUKOM (rHOS
HeT). HeBponoruyecku: CoxpaHsics conop, napes Hux-
Hel KOHEeYyHoCTM crpaBa. [lpoBefeHa KOHTPOJibHas
nombanbHas NyHKUMA — NWUKBOP caHuposancs. Mpu
nosTopHoi MCKT ot 30.09.2022 r. oTMeyanocb pacwu-
PeHNe MeXMnoNyWwapHoro npocTpaHcTBa 6osiee Yem B
4 pasa co CMelleHne CpefuHHbIX CTPYKTYP rOJI0BHOrO
mosra Bnpaso. KT npusHaku MoryT coOTBETCTBOBATb
CY)XXEHWIO NMPOCBETA JIeBOr0 MOMEPEYHOr0 CUHyca No-
KanbHOMY HEKOHTPaCTHOMY y4acTKy B MecTe nepexoja
NeBOro NOMNEepeyYyHoro B CUTMOBUAHBIA cuHyc. Cy6py-
panbHOE CKOMMEeHNe XUAKOCTM MO Cepny MO3ra 1 Hame-
Ty MO3XeuKa BOKPYr JIeBOro nonywapus co CMeLLeHnem
CPeAMHHbIX CTPYKTYp BNpaBo A0 7,5 MM. Pe6eHoK KOH-
CYNbTMPOBaH HENPOXMPYProM, YCTAHOBNEH [MarHo3:
THOMHbIA MeHMHTUT. CybaypanbHas SMmnMeMa Mex-
nosiylwapHoii Wwenu ronosHoro mosra cnesa. 01.10.2022
npoBejeHa TpenaHauus Yepena, ApeHUpoBaHue cyoay-
panbHOi aMnueMbl rONOBHOIO MO3ra. B nocneonepauu-
OHHOM Mepuoje CKOPPeKTMpOBaHa aHTUOaKTepuanb-
Hasa Tepanus. OcTanbHOE JieYeHMe NpexHee. 3a nepmog
02.10.22 — 11.10.22 rr. o6Liee cOCTOAHNE 3HAYNTENBHO
ynyywunocb. Pe6eHoK B CO3HAHUM, NMMKBULUPOBANUCH
MpMW3HaKU napesa KOHEYHOCTel cnpaBa. Jluxopagun
cy6debpunbHo. Ha koHTponbHoi MCKT ¢ KOHTpacToM
B cocyauctom pexume ot 04.10.2022: KT npusHaku
cyb6aypanbHOro CKOMMEHUA 3KccygaTa no cepny Mos-
ra U HaMmeTy MO3Xeuyka BOKPYr NeBoro rnosywapusa co
CMeLLeHNEeM CPeMHHbIX CTPYKTYP A0 3.9 MM — NONOXHU-
TenbHas fMHamuka B cpaBHeHuun ¢ MCKT o1 30.09.2022.
Mpyn NOBTOPHOM OCMOTpe HEBPOSOroM: CO3HaHue fic-
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HOe, peyb YeTKas, OpueHTUPOBAH, KOMaHbl BbIMOJHSAET.
3pauku S=D. ToHyC ynoBneTBOPUTENbHbIW. [JBUXEHUS B
KOHEYHOCTAX He OrpaHnyeHbl. MblleyHas cuna — 5 6an-
noe cnea u 4,5 6annoe cnpaBa (Hora). CyXxoXuJibHble
pednekcbl XuBble. MeHWHreanbHble 3HAKM MOJIOXKMU-
TeNbHble (PUrMAHOCTb 3aTbIIOYHbIX MblwL). AuHaMuKa
nonoxutenbHasa. OcMoTp okynucTa: 3actoiHble [3H
1-2 cT1. 08.10.2022 npoBegeHa MPT ronoBHOro mosra:
COCTOSIHME MOC/Ie OMEepaTUBHOIO JIEYEHUA 3MMUEMDI
rofI0BHOr0 MO3ra, cy6ypanbHOe CKONNEHME XUAKOCTY
(BepoATHO akccypaT) B 06nacTu MeuanbHO MoBepx-
HOCTU NIeBOI NOGHOM A0, U MeANANbHBIX M 6a3aNbHbIX
MOBEPXHOCTEi NeBOii 3aTblNOYHOW J0NN. B cpaBHEHUN C
npeabigywmumu MCKT — ¢ nonoxXuTenbHON JMHAMUKOIA.
MepesepeH us OPUT B JIOP otaenenmne 09.10.2022 1. Ha
11.10.2022 — cocTosiHWe cpefHel CTENeHU TAXKECTH,
camMouyyBCTBME nyuylle, He nuxopaguTt. JIOP-cTatyc: Ho-
COBOE [JiblxaHWe He 3aTPYLHEHO, APEHAXHbIe TPYOKKM B
No6Hoii nasyxe ynctble. PaHa B 061acTu nesoit 6poBM
ynctas. BbiMONHEHO HaNOXEeHWEe BTOPMYHBIX WBOB Ha
ONepaLMoHHYI0 paHy nocsie GpoOHTOITMOMAOTOMUM Clie-
Ba. 12.10.2022 cHATbI WBbI C BOSIOCMCTON YaCTW rONOBbI.
[lanee cocTosiHue pebeHka 6e3 yxyaweHus. CoxpaHan-
csa cy6debpunutet. Mpogonkanach aHTUbGaKTepuanb-
Has Tepanus, renapuHoTepanus. JleueHne nepeHocun
xopowo. Ha koHTponbHoi MPT oT 19.10.2022 — nono-
XUTeNbHasi f[MHaMMKa. B KOHTPONbHOM aHannse Kpo-
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BW — NPU3HAKOB FHOMHOI0 BOCNasieHns HeT. ExxeHeBHO
BbINONHANMCH NepeBsasku paH. 25.10.2022 — cocToaHue
CpefiHei CTeNeHU TAXKECTH, CTabUNbHOE, HE TUXOPAJUT.
Neyenue B ycnosusax JIOP oTaeneHus saBepLieHo, nasy-
XU caHUpoBaHbl. Pe6eHOK nepeBefieH B HeBpoOsoruye-
CKOE 0TAeNeHne ANs NPOAO/KEHUS NIeYeHus nocneg-
CTBUI NepeHeCeHHO HelipoMHGeKLuu.

3akniovyeHnue. JleyeHne BHYTpPUYEpEnHbIX PUHOTEH-
HbIX OCJI0XHEHMWIA 0OCTAeTCA CNOXHOI Npo6aemoit, aaxe
B CNyyae CBOEBPEMEHHOW [WarHOCTUKU, NPaBUIIbHOIA
XUPYPruyecKom TakTUKKU, NpaBuIbHON MeLUKaMEeHTO03-
HoIi Tepanuu. YcnelwHoe pelweHne npobneMbl JOCTUra-
€TCsi COBMECTHOIi paboToi OTOPUHONAPUHIONOrOB, HEM-
POXMPYProB W HEBPONOrOB, PEAHUMATONIONOB U APYruX
cneynanucToB. Tak Kak 6a30Bble NMPUHLMMbI NIeYeHUs
MHTPaKpaHManbHbIX OCNOXHEHUA. OCHOBaHbI Ha 6e30T-
naraTesibHOM ONEPaTUBHOM fieYeHUN, B COBPEMEHHbIX
ycnouax MCKT cTaHoBMUTCA 30JI0TbIM CTaHAapToOM
AMarHOCTUKM OCTPbIX CUHYCUTOB U UX OCNOXHEHMWIA, AB-
nascb 60nee MHPOPMATUBHBIM METOAOM, OH NOMOraeT
YCTaHOBMTb XapakTep U pacnpoCTpaHeHHOCTb NaTono-
rMYecKMX U3MEHEHWIA, BO BpEMSA AMarHOCTUPOBAaTb BO3-
HUKHOBEHME OCNIOXHEHWUN, NO3BOMAS CBOEBPEMEHHO
HayaTb XMPYpPruyeckoe nevyeHne MHTpaKpaHwuanbHbIX
OCNTIOXXHEHUN, YTO 3HAUUTENIbHO CHUXAeT CMEepPTHOCTb
OT HUX.
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