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KNWHWYECKNI CNYYAIN TPOMBO3A,
BO3HWKLUErO NOC/E NPOBEAEHNSA
PAAUKANbHOIN KOPPEKLN
BPOXXAEHHOIO NOPOKA CEPALA —
OBLUErO APTEPUANTIBHOIO CTBOJIA
Pyctamosa I1.C., CeperuHa B.A.
HayuHbili pykogodumenb: K.M.H., doyeHm JlapuHa /1.E.

PHUMY um. HW. Mnporoea MuHsgpasa Poccuu,
kadenpa nponeaeBTNKYU AeTCKuX 6onesHen NP

AKTYanbHOCTb. 06Wuit apTepuanbHbiit cteon (0AC) —
peKnii BpoXaeHHbI nopok cepaua (BMC), npu koTopom
OT ABYX XENy[0UYKOB OTXOAUT eMHbIiA CoCyd, NpK 3TOM
CHbpoC KPOBU NMPOUCXOAUT HEMPEPBLIBHO KaK B CUCTONY,
Tak u B guacrtony. Ha OAC npuxoguTtcsa go 1% scex BIC,
HO 6e3 onepaTWBHOIO BMeLWaTeNbCTBA OLICTPO pas-
BMBAETCA CepfeyHas HedocTaTouHocTb (CH) u Takoe
COCTOSIHME CTAHOBUTCS KPUTUUECKUM € 50% neTanbHo-
CTbI0 B TEUEHME MePBbIX 2-X MecALeB XU3Hu. Tpomb60-
3bl — YacTble 0CNOXHeHMA npu BIC, pa3BuTre KOTOPbIX
CBf3aHO C HapylleHUem KPOBOTOKA, MCMNONb30BaHNEM
MOTEHLMANbHO TPOMBOTEHHbIX MHOPOAHbIX MATEPUAN0B
1 annapaToB UCKYCCTBEHHOro KposoobpauieHus (MK).

Lenb. lemoHCTpaums TpygHOCTK Bblibopa NpaBuiib-
HOW TakTukh BeaeHms OAC C pa3BUTUEM TPOMGO30B,
MONMOpraHHOW HeaoCTaTOuHOCTW, B Tom umcne CH, B
nocneonepawuMoHHOM nepuoge.

KnnHnueckni cnyvai. [leBouka OT 4 6epemMeHHOCTH,
3 CaMOCTOSTENbHbIX CPOUHbIX POAOB Ha 39 Hepene. Bo
2 TpumecTpe obHapyxeH BIMC — OAC, Tun Al, nogkna-
NaHHbIN AedeKT MeX3KenyaoukoBOW Neperopoaku, B
CBA3W C Yem NOCNe POXAeHUS pebeHOK nepeBefeH B
OTAeNeHne UHTEHCMBHOW Tepanum 3KCTPEHHON Kapau-
OXMPYPrUM W MHTEPBEHLMOHHOW Kapawuonoruun MAr-
KB. Ha 13 cyTKu Xu3Hn (C.K.) npoBedeHa paanKanbHas
koppekuus OAC ¢ nomoLbio BEHO3HOIO romorpadTa B
ycnosuax WK, runotepmun, apmakoxonoaoBon Kpu-
CTannouAHoN Kapaunonneruu. Mpu oTnyyeHuu oT npe-
napata WK — pecaTtypauus n nageHve reMmognmHamuku,
naumeHTka 6bina MoAKMUYEeHa K BeHOoapTepuanbHOM
3KCTPAKOPNOPANbHOM  MEeMBPAHHOM  OKCUreHauuu
(3KMO). Tpe6oBanacb KapauoTPOMHasA, My3UTPONHaA
nogaepxka. NMposogunacb aHTubakTepuanbHas, anype-
TUYECKas Tepanus, renapuHOTEPanusA, Tepanus neroy-
HOW apTepuanbHOW runepTeH3mu. Ha 17 c.K. BbiABMEH
Tpom603 KOHAYUTA 1 06enx BETBEN NEroUHbIX apTepun
(NA). 3HpOBaCKyNApHAs acCnUpaLNOHHAs TPOMGIKTOMNUS
13 npaso#n 1A, u3 nesoii JIA — 6e3ycnelHa. CenekTums-
HbI TpomM6onU3uc 6e3 sdpdekTa. Ha 18 c.k. BbiNoNHe-
Ha Tpom6GambonakTomus U3 romorpadra, BeTsen J1A
B ycnosuax WK. Mocne onepauuu COCTOAHME C MONO-
XUTENbHOW JMHAMUKOW, aHruorpadns — afeKBaTHbIN
NEroyHblil KPOBOTOK, HO COXpaHsnacb NonMopraHHas
HefloCTaTOYHOCTb. Ha 24 C.K. B CBA3U C mporpeccupy-
fowen runepbunmpybuHemMmein NpoBefeHa CMeHa KOH-
Typa 3KMO ¢ nocnefywwmum CHMXeHMEM GUnMpybuHa
N nakKTaTa, HO Ha 25 C.)K. — NporpeccupyrolLas XusHe-
yrpoxatowas 6paankapans c nepexogom B acUCToNuio.

PeaHuMaLMOHHble MeponpuaTus 6e3 addekTa. KoHcTa-
TUPOBaHA 6NONOrNYECcKas CMepTb.

06cyxaeHne. OCHOBHOW NMPUYMHON CMepTH y 60nb-
Hbix ¢ OAC fBnaeTcs TaAxenas cepaeyHas HepoCTaTou-
HOCTb. Y laHHOTO pe6EHKa, HECMOTPSA Ha NPOBEEHHYI0
pajnKanbHy Xupypruyeckyto koppekumio BIC, He yaa-
N0Cb n36exatb TAXKENbIX OCNIOXHEHNI B BULE Pa3BUTUS
CH, nonmMopraHHoM HeAOCTaTOUYHOCTU U TPOM603a, UTo
NPUBENO K NeTanbHOMY UCXOAY.

3aKnoueHne. Ha [JaHHbIN MOMEHT WcCcnefoBaHus
npenapartos C Lefbto U3yueHns 3hheKTUBHOCTN 1 6e3-
0MacHOCTM Y HOBOPOXAeHHbIX ¢ OAC He NPOBOAMANCD,
a TaKXe OTCYTCTBYKT [AOCTOBEPHble PEKOMEHAALUU
Mo aHTUTPOMOBOTMUYECKON Tepanuu B NesmaTpuuecKo
npakTuke. Begenue geten ¢ BNC n Tpombo3amn asns-
€TCA CNOXHOW 3afauen, Tpebytolen NHANBUAYaNbHOIO
noaxofa. B ka)xaom KOHKPETHOM Cny4ae Bpavy NpuUxo-
AUTCA ONMPATbCA HA JaHHbIE, 3KCTPANONNPOBAHHbIE 13
TepaneBTUYECKOW, “B3POCNON NPaKTUKKU" N COBCTBEH-
HbIN KNMHWUYECKUN onbiT. Takum obpa3om, Heobxoau-
Mbl MpOBeAeHMe PaHAOMU3NPOBAHHbBIX KAUHWUYECKMX
nccnenoBaHMn UM pa3paboTka anropuTMOB BefeHus
NaLWeHTOB [EeTCKOro Bo3pacTa € 0CNoXHeHusamm BIC, B
yactHocTtu, CH n Tpombo3amu.

HEOHATA/IbHASA XXENTYXA BCNIEACTBUE
CUHAPOMA KPUIMEPA-HANAPA
JlemuHa C.A., AkceHos A.O., MaTpoc E.C.
HayuHbiii pykogodumenb: K.M.H., doyeHm JlapuHa J1.E.

PHUMY nm. H.W. Mnporosa MuH3apasa Poccuu,
Kadeapa nponeaeBTUKM AeTCKKX 6onesHen N

AKTyanbHocTb. CuHapom Kpurnepa-Haiapa (CKH) —
BPOXAEHHAs HeremonuTnyeckas HeKOHbIOrMpoBaHHas
XenTyxa, nepeaaeTca no ayToCOMHO-peLecCMBHOMY
Tuny. Yactora sctpeyaemoctn 0,6-1:1000000 HoBOpO-
XAEHHbIX. BblgensoT 2 Tuna cMHAapoma. 1 TN xapak-
TEpU3yeTcs MOYTM MNOMHbIM OTCYTCTBMEM (hepMeHTa
6UNNpy6UH-ypuANH-5-ancocdaTrnioKypoHO3UNTPaHC-
tepasbl (YADIT) B neyeHn n3-3a MUCCEHC MyTaLuu B
reHe UGT1A1. OTmeuaeTcs 6bicTpoe passuTue 6unu-
py6vHOBOM 3HUedanonaTuK, renatocnieHomeranus,
Henpamaa 6unupy6uHemna oo 850 MKmonb/n. Umeet
3/10KaUeCTBEHHOE TeyeHue C NeTasrbHbIM UCXOAOM B
paHHem Bo3pacTe. Mpu CKH 2 Tuna nauueHTbl ABNAIOT-
€A KOMMAYHA-reTepo3nurotamu, HabnioJaeTcs CHUxe-
Hue YAOIT Ha 20-30% OT HOpMbI. IpKO CUMNTOMATUKK
HeT, 6unupybuHoBas 3HuUedanonatus HabnwgaeTcs
peako. Henpsamas 6unupybuHemns AOCTUraeT OKOMo
200 MKMOnb/N. NMPOAOMKNTENbHOCTb XU3HN 45-50 neT.

KnuHuuecknit cnyvain. Manbumk P, 29.10.2023 r.p.
CemelHbIN aHaMHe3 He oTarolleH. PebeHok oT 1-it dhu-
310M10rMYecKol 6epeMeHHOCTU, PU3NONOTNUECKUX po-
noB. OueHka no wkane APGAR 8/9 6annos. bbina ana-
FHOCTMPOBAHA HeOoHaTanbHas XenTyxa, NPoBOAMNAChH
thoToTepanus. BbinucaH Ha 4-ble CYTKU XNU3HU, 06LLNIA
6unupy6un 150 mkmonb/n. B nocneaytoune 2 Hegenu
OTMEYanocb HapacTaHUe XEeNTYWHOCTU KOXHbIX MO-
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KpoBOB. 16.11.23 maTb pebeHKa obpaTunacb K negmaTpy.
Mocne o6cnenosannsa (06wwmin 6GUANPY6UH 648 MMonb/n)
6blN FOCMMTANM3NPOBAH B OTAENEHWE PeaHuMaunn W
WHTEHCUBHOWN Tepanuu.

CocTosiHne pebeHKa Npu MOCTYMAEHUN TSKENOe.
Ha ocmoTp pearupoBan akTUBHO, FPOMKUM MaueMm.
Pedhnekcbl Bbi3bIBaNuCb, COXPaHANUCh B MOMHOM 06b-
eme. KOXHble MOKPOBbl U CAU3NCTbIE MKTEPUUHbIE,
Ha Nuue U Tene efMHUYHbIE 3MEMEHTbI TOKCUYECKOW
puTembl. [bixaTeNbHas W CepPAEYHO-COCYAMCTan Cu-
cTembl 6€3 natonoruu. NMeueHb +2 CM M3-Nof Kpas pe-
6epHon ayru. Cene3eHka He nanbnupyetcs. O6was
6unupy6buHemus — 590,80 MKMonb/n, npamas 6unu-
pybuHemna — 15,85 MKMONb/N, Henpamas GuAnpy6u-
Hemus — 574,95 mKMonb/n. HauaTa doToTepanus c uc-
NoNb30BaHMEM 3-X UCTOYHMKOB U3MYUYEHNS B COUYETAHMUN
C WHAY3MOHHOM Tepanueil. McKNoueHbl BO3MOXHble
MPUYMHDBI XKENTYXN: TEMONN3 3PUTPOLMUTOB, MATONOrNS
KeNYeBbIBOASLLNX NPOTOKOB.

1711.23 6bIn NepeBefeH B OTAENEHNE HEOHATONOMUM.
B manbHenwem Ha (oHe HeMpepbiBHOW (hoTOTEpANUM
Habnaanocb CHMKeHWe Bcex dpakuun 6unupybuHa.
Bbll KOHCYNLTUPOBAH reHeTUKOM. 3aN0A03PeH CUHAPOM
Kpurnepa-Hanapa. MpoBeaeHO reHeTUYECKoe Nccneso-
BaHue Ha MyTauum B reHe UGT1AT. BbicTaBfneH anmarHo3
cnHapom Kpurnepa-Hanapa 2 tun.

3aknoueHne. KNMHUYECKNIA Cnydvaln AeMOHCTPUpPYEeT
BA)XXHOCTb paHHen AuddepeHuUManbHOW AUArHOCTUKMN
NPy BO3HWKHOBEHUW HEOHATaNbHbIX XenTyx. Hannume
myTaumit B reHe UGT1AT MOXET yKa3biBaTb He TOMbKO HA
CKH, HO 1 Ha cuHpapom Xunbbepa (CK). BaxkHo npasub-
HO BepucuMLMpOBaTb AMArHO3bI, Tak kak CX asnseTcs
Koppurupyembim 3aboneBaHnem. B HacTosiuiee Bpems
Tepanusa CKH He pa3pa6oTaHa, nmaumeHTbl ¢ 1 TMNOM
HY)XAQOTCA B aNNOTPAHCNNAHTALNM NEYeH .

MPUOBPETEHHBIN CUHAPOM
BUNNEBPAHAA, NHAYLIMPOBAHHDIIA
OMYXO0/blO BUNbMCA, Y PEBEHKA
YETBIPEX MECALEB XXN3HU

Matpoc E.C., TuxoHosa A.C., l'ycesa E.B.,
l'yces [1.B.

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

PHUMY nm. H.W. TMnporosa MuH3apaea Poccuu,
Kadeapa nponeaeBTUKM AeTCKUX 6one3Hen MO

BeeneHue. MpuobpeTeHHbIN cMHApOM BunnebpaHaa
(NCB) — pepkoe HapylueHue B CUCTeMe CBEPTbIBAEMO-
CTU KPOBM, KOTOPOE MOXET BO3HUKATb Y MALMEHTOB C
HEKOTOPbIMU OHKOMOTUYECKUMU, NUM(O- U MUeonpo-
NN epaTUBHbIMKM, AYTOUMMYHHBIMU 1 APYrUMU 3a60ne-
BaHMAMM, @ TaKXe Npu npueme psaa NeKapcTBEHHbIX
npenapatos, NPK 3TOM KNUHUYECKME U NabopaTopHble
[laHHble 6yayT aHanornuHbl 6onesHn Bunnebpanga (bB).
aToreHeTUUECKME MEXaHU3Mbl KPailHe reTeporeHHbl I
elé He [0 KOHLA U3YYeHbl, 3aBUCAT OT OCHOBHOTO 3a-
6onesaHus. NMpu HedpobnacTome (onyxonu Bunbmca)
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urpaeT ponb aacopbuua taktopa Bunnebpavga (OB)
ONyXoneBbIMM KMeTKaMu M abeppaHTHas 3kcnpeccus
peuentopos GP 1b unun GP lib/Illa. B nutepaType BCTpe-
UalTCA AaHHbIe 0 POMN FManypoHOBOMN KUCNOTbI, KOTO-
pas npoayuupyeTca KneTkamm HedpobnacTombl, B CHN-
XeHumn yposHs OB.

KnuHuueckun cnyvau. fesouka C., 08.10.2023 T.
poXxAaeHus, oT maTtepu 26 net, 1 6epemeHHoCTH. Macca
Tena pebeHka npu poxaeHun — 3260 r, AnnHA Tena —
52 cm. OueHka no wkane APGAR — 8/9 6annos. Cemen-
Hblii AaHAMHE3 He OTArOLLEeH.

28.02.2024 r. npn maccaxe pebeHka mama obpaTu-
na BHUMaHMe Ha Hannuue 06bEMHOTO 06pa30BaHUsA B
6PIOLIHOIA MONOCTY CnpaBa. bbino NpoBeAeHo ynbTpas-
BYKOBOE MCCei0BaHNe, BbiABNEHbI 3X0-MPU3HAKN 06b-
eMHOro 06pa3oBaHuA Npason nouku (Hecpobnactoma?).

Mpn noctynneHun B MOpO30BCKYID 6HONbHULY
29.02.2024 T. COCTOSIHUE CPeAHEen TaecTu. Y NeBOUKM
OTMeYasnncb CpPbIrMBaHNA «LWOKONAAHOrO LBETa», Nno-
xaa npubaBka maccbl Tena. Macca Tena npu nocTynne-
HUW — 6,5 KT, ANKHA Tena — 67 cM. Pe6eHOK Kanpu3HbIn,
6eCnoKonHbIN, HA OCMOTP pearupoBan HeraTWBHO. Mpu
obcnefoBaHMK 6biN YBENUYEH B 06bEME XKIUBOT, aCUM-
METPUYHDBIA 33 CYET HaNNumsa 06pa3oBaHNUsA B €ro npa-
BOW nonosuHe (MIOTHOE, yMEPEHHO CMeLiaemMoe, Bepx-
HWIA Kpal Ana nanbnauun HefloCTMXIM, 3aHUMAN0 BCHO
MpaBylo 06/1acTb XNBOTA C NEPEXOLOM 33 CPEANHHYIO
NINHWIO, pPa3MepoM OKOJO0 10 CM), BbIPAXKEHHDII KPACHbI
aepmorpadgusm.

NlabopaTopHO BbISBNEHbI U3MEHEHUS B KOArynorpam-
me (yanuHeHue aKTUBUPOBAHHOIO YACTUUYHOTO TPOMBO-
MNacTMHOBOrO BPeMEHMU [0 47 C, CHUXKeHUe aKTMBHOCTY
thakTopa VIl o 34,8%, ®B o 33,1%) 1 NOBbILIEHNE OH-
KOMOrnyecknx mapkepos (anba-detonpotenHa, Heil-
POHCMEUMdUUECKO IHONA3bI).

Mo pesynbTaTam KoMmbloTepHon Tomorpaduu (KT)
0TMeyYanacb KapTMHa 06bEMHOro 06pa3oBaHNsA NpaBou
MOUKN C BbIPAXEHHbIM MACC-3hheKTOM, KOMNPUMUPO-
BaHMeM UHdpPapeHanbHOro 0Taena HUXKHEN Moo BeHbl
1 NPaBom obLLen NoAB3A0LIHON BeHbI, TOXaHKK NPaBOW
MOYKM N NPABOr0 MOYETOUHMKA, YMEPEHHASA KANMKOIK-
Ta3nA COXPaHEHHOro BEPXHEro nosoca NpaBomn NoUkKu.

YuutbiBas BO3pacT pebeHkKa, AaHHble aHamHe3a n KT
6bIN10 NOKA3aHO NPOBEAEHNe PafUKaNbHOW He(PIKTO-
Mumn (TymopHedpypeTepsKTOMUM) CripaBa C AanbHen-
el rNCTONOrNYeCcKon BepuduKaLmen.

C yueToM BbISIBMIEHHbIX U3MEHEHWUA B Koarynorpam-
Me U NpeicToALMM XMPYPruvyeckum BMellaTenbCTBOM
bbina pekomMeHAOBaHA remocTaTUyeckas Tepanus: Ao
onepauun B/B CTPYAHO MeANeHHO BBecTM 900 ME VIII
thakTopa cBepTbiBaHMA KpoBu 1 OB, uepe3 8 uacos no-
cne nepsoro seepeHna — 450 ME, nanee nepsble Tpoe
CYyTOK — no 450 ME uepe3 kaxpable 12 yacoB. KOHTpOnb
Koarynorpammol B AUHaMuUKe exxeqHEBHO YyTPOM nepen
ouepefHbIM BBEi€HMEM npenapara.

04.03.2024 r. BbIMOMHEHA ONepawus, BO Bpems KOTO-
poW M B NOCneonepaLnMoOHHOM nepuoge maTonoruye-
CKOro KpoBOTeUeHUs He Habnaanocb. B KOHTPONbHON
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Koarynorpamme Ha yTpo nokasaTenu COOTBETCTBOBANM
LieNIeBbIM 3HAUEHMAM.

3aknioueHne un sbiBogbl. NNCB aBnserca peakum 3a-
6oneBaHuem ¢ MHoroqakTopHOW 3TUONOrMEN U npea-
CTaBnsAeT TPYAHOCTN B NnaHe anddepeHLnansHOW au-
arHoCTUKM ¢ bB B CBA3M € OTCYTCTBUEM Creumnyeckmx
JOMArHoCTMYeCKMX TeCTOB. B npeiCTaBNEHHOM cnyyae y
pebeHKa 4-X MeCALEB XU3HM NPU OTCYTCTBUN KNNHUYE-
CKUX NPOSIBNEHMNI A KPOBOTOUMBOCTU NPEANONOXUTD AM-
arHo3 nomornu npegonepauyuoHHas NoaroToBKa u oT-
CYTCTBUE OTATOLLEHHOr0 CEMENHOr0 aHaMHe3a. BaxHoe
3HaueHMe UrpaeT nevyeHWe OCHOBHOrO 3aboneBaHus,
MpU KOTOPOM MOXET O6biTb JOCTUTHYTO pa3peleHune
npuobpeTeHHo KoarynonaTuu. Bpauam Heo6xoaumo
6bITb HACTOPOXEHHbIMN B OTHOLIEHUN BO3HUKHOBEHMS
NCB y nauueHTOB C pAaoM 3aboneBaHuii, Aaxe nNpu oT-
CYTCTBUU KNUHUYECKON KapTUHbI KPOBOTOUMBOCTU, U
OLEHMBATb CBEPTHIBAIOLLYIO CMOCOBHOCTb KPOBW AN
PaHHEro BbIABNEHUA HAPYLIEHWN.

MUKOTEHO3 V TUNA
(FONE3Hb MAK-APANA)
Cacmynnun b.M., boratbipésa K.A.
HayuHbili pykogodumenb: K.M.H., doyeHm JlapuHa /1.E.

PHAMY nm. HW. Mnporosa MuH3apasa Poccun,
katheapa nponefeBTMKM fAeTCkux 6onesnen NO

AKTyanbHoCTb. IMukorenos Vrtuna (6onesHb Mak-Apa-
na) — 3abonesaxue, HacneayemMoe no aTycOMHO-peLec-
CUBHOMY TUMY, OTHOCALWEECA K MeTabonnyeckum mno-
naTuAM, Bbi3BaHHbIM AecmumTom muodoctdapunassl B
MbIWLAX, NPOABASIOLLEECS ObICTPOA YTOMNSEMOCTbIO,
MUanruein U Cyaoporamu B TPEHMPYEMbIX MbllLaX.
YacToTa BCTPEUaeMOCTU COCTABNSAET OAWUH CAydal Ha
100 000 uenoBsexk.

Lenb. MoBbICUTb WH(OPMMPOBAHHOCTL Bpayen Ans
COKpalleHNs BpeMeHW ANArHOCTUYECKOro MNoucka u
YMEHbLLUEHMS OCNOXHEHWIA NPKU AaHHOW NATONOTUMW.

OnncaHne KnuHWYeckoro cnydyas: Manbuuk, 15 ner,
06.03.2024 NNaHOBO FOCMMTANN3UPOBAH C Xanobamu Ha
601 B MbIILAX W CycTaBax nocne U3nUYeCcKx Harpy-
30K, C11aboCTb Npu Xo04bbe. Pe6eHOK 0T 3 6epeMeHHOCTH,
npoTeKaBlen Ha (DOHe yrpo3bl MpepbiBaHMS, UCTMU-
KO-L,epBMKaNbHON HeJoCTaToOuHOCTH, TuapoHedposa.
PeueBoe pa3BuTHe C 3aJePXKOil — roBopuT ¢ 3 net. B
3TOM XXe BO3pacTe NosBUNaCh yTOMIAEMOCTb, CNaboCTb,
60Mb B MbILLILLAX, MO3HEE NOABMIMCL 60NK B CycTaBax. B
thespane 2018 rofa NpoBOAMNCA AMATHOCTUYECKUI MO-
NCK 3a60MeBaHNsA B CBA3W C Xanobamn 1 NOBbIEHNEM
KpeaTuHdochoknHasbl 10 4467 Ea/n. NMpu nposeaeHNH
[HK-OMarHoCcTUkM MEeTOAOM CEKBEHWPOBAHUS 3K30Ma
6bINN BbISIBMEHbI KOMMAYHA-TeTEPO3UrOTHbIE MyTaLuK
B reHe PYGM, noaTBepXAeHO HOCMTENbCTBO MyTauun
y pogutenen. NMocTaBneH AMarHo3: rMMKOreHos Tun V —
6onesHb Mak-Apans. B sHBape 2021 roga: no pesynb-
Tatam 3Kl BbiABNEHA pefkas CynpaBeHTPUKYNsipHas
3KCTPACUCTONMSA, aTPUOBEHTPUKYNAPHas 6nokada | cte-
neun. B mapte 2021 roga no faHHbIM CYTOYHOTO MOHUTO-

pWHra apTepuanbHOro AaBfieHUs BbisBAieHA fabubHas
apTepuanbHas runepteHsus. ®IFAC: pedniokc-330da-
rUT, peakTUBHasA runepnnasusa CAn3ncTon KapamanbHo-
ro oTAena Xenyaka, racTput, gyogeHonatus. Gopmupo-
BaHWe XPOHWUUYECKOW MOYEUHON HEAOCTAaTOUHOCTU 2 CT.
KeToreHHas aueta He BBefeHa B CBA3U C BbIIBEHHbIM
060CTPEHNEM XPOHUYECKOTO racTputa 1 3zoaruta. B
utone 2021 roga no pesynsTatam NpoBeAEHHOro obcne-
[OBAHMA N KNUHUUYECKOrO 0CMOTpa Yy pebeHka oTMeua-
€TCA NPOrpeccms OCHOBHOIO 3a00MeBAHUSA, CHUWKEHNE
MbILIEYHOW CUNbI B BEPXHUX U HUXKHUX KOHEUHOCTAX. B
anpene 2023 rofa: 3NM304 pabaomMnonnsa c pa3Butnem
BbIPQXXEHHOW MbILLIEYHOW CNABOCTU, MUKPOTeMaTypuen.
B mione 2023 roaa: BBeeHME KeTOreHHOW AneTbl € Nono-
XUTEMbHON IMHAMWUKOWN B BU/ie MOBbILIEHWS BbIHOCNNBO-
CTW 1 MbllEYHON cunbl. MnaHoBasa rocnuTanusauusa ot
25.02.2024 npoBoAnnachb € LEenblo KOPpeKuun Tepanuu,
B CBA3M C mosbiweHuem KOK go 737 EA/n u mouesoit
Kncnotbl — 516,2 EA/n. MpoBefieHO NeueHune: neBoKap-
HUTWUH 27 MI/KT, TUPUAOKCUH 1 MI/Kr, AeKCTpo3a 2 MA/KT,
ApoTaBepuH 1 Mr/kr. B xofe nnaHoBoro o6cnefoBaHus
y nauueHTa 6bi1n 06HAPYXKEHb OCNOXHEHUS OCHOBHO-
ro 3aboneBaHuna: XpoHuyeckas 6one3Hb noyek, ctagms
2, CUHAPOM pabaoMUONN3a, PELNANBUPYIOLLEE TEUEHNE,
MWOTNO6UHYPUS, BTOPUYHDBIA MUOMATNYECKNIA CUHPOM.

O6cyxpaeHne. bonesnb Mak-Apans fBnseTcs pep-
KOW naTonoruei, CUMNToMaTuKa KOTOPON MOXET 6bIThb
CX0Xa C Apyrumu 3aboneeaHusmu. 3TO NPUBOAMUT K
MOCTAHOBKE HeMpaBM/IbHOTO [MarHo3a W NOSBMIEHUIO
Cepbe3HbIX 0CNOXHeHUn. CneayeT npodunakTUpoBaTb
3INn30Abl pabaomMuonnsa, NoCKoNbKy 3TO MOXET npu-
BECTW K OCTPOM NOYEYHOM HeJoCTaTOYHOCTU, KOTOpas
MOXET 3aKOHUMTbCS NIETANbHBIM UCXO0M.

3akntoueHune. bonblKMHCTBO NALMUEHTOB C 60NE3HbIO
Mak-Apans BeayT HOPManbHbIA 06pa3 XWU3HK, TMUKore-
HO3 He B/IUAET Ha NPOLOMKUTENIbHOCTb XMU3HU. bonb-
HbIM TaK)Xe PeKOMEHJAO0BaHO 3aHUMATbCs YMEepPEHHOW
(hN3MYeCKO aKTUBHOCTBIO U CNeanTb 3a ypoBHeM KOK
1 MUOTN06MHA. BaXXHYI0 poNib B NEYEHWM AaHHOW NaTo-
NOTUN UrPaeT MyNbTUAMCLUUNANHAPHBIA NOAX0M U Tila-
TeNbHbI KOHTPO/b 38 COCTOSHNEM MALMEHTA.

AIIIAFHOCTIII‘-IECKI/II7I NYTb OT TEMATOMDbI
NEBOIN NOYKU A0 PEAKON BCOR-ITD
CAPKOMbI
lWykwuHa M.A.

HayuHbiti pykosodumens: Ta6akosa 0.0.

Mopo30BCKas AeTckas ropoackas KnnHnyeckas
60nbHMLA

Capkoma c anbTepauuen reHa BCOR — noatun Hegud-
(hepeHUNPOBAHHBIX KPYTMOKNETOUHbIX CAPKOM C BbICO-
KOUi CTENEeHbI0 3M10KAaYeCTBEHHOCTU M HeonpeaeneHHbIM
KMUHNYECKUM NPOrHo3om. BcTtpeuaeTcs B OCHOBHOM Y
AeTeli N NoAPOCTKOB MY)XCKOro NOMa, NOPaXatoTcs Yalle
KOCTHU, Yem mAarkue TkaHu. iameHeHus reda BCOR pa3Ho-
06pasHbl, BECbMA PEAKO BCTPEUYAETCSH BHYTPEHHAA TaH-
JeMHas gynnukaums B 3k3oHe 15 reHa BCOR — BCOR-ITD.
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Knunuuecknn cnyvai. fleBouka K, 9 net, nocty-
nuna B MAFKb ¢ HanpaBnswoWwMM AnarHo3om “Tynas
TpaBMa XMBOTA” Mocne nafeHns c BaTpywkn 19.02.23.
CumMNTOMbI NMOKOMAUMBAHWSA OTpULATENbHbIE C 06eunx
CTOPOH, NpK Nanbnauuy B NpoeKLUU NeBon noukn 60-
NEe3HEHHOCTb U NNOTHOe 06bemHoe ob6pa3oBaHue. Y3U
OBIM n nouek, KT OBN ¢ k/y 20.02: KapTuHa ywuba ne-
BOW MOUKW, remaToMbl NEBOF0 NMEpUpeHanbHOro npo-
CTpaHCTBa. Y4nTbiBas KPYMHble pa3mepbl remaToMbl,
BbICOKYIO MMIOTHOCTb TpebyeTca AuddepeHumanbHas
AMArHoCTMKAa C pa3pbiBOM HOBOOOGPA30BaHWUs NeBom
noykn. OHKomapkepbl: NSE 31,79 wr/mn; A®OM 3,01 ME/
Mni; B-XI'C meHee 0,2 MME/mn. Mo pelueHnio KOHCMANYMa
npoBefeHo KT noyek u MBI ¢ K/y B 0TCpoUueHHOM ne-
puoge (06.03) Ans OLEHKN XapaKTEPUCTUK 06EMHOMO
06pa30BaHMA B AUHAMUKE: YMEHbLIEHME TeMaTOMbl, Ha
3a[HUX OTAEenax ee Kancynbl NOABUNCA paHee He BU-
3yanu3npoBaHHbIN BaCKYNAPU3MPOBaHHbIA y3en. MNpo-
BefeHo MPT nouek U 3a6pIOLWKUHHOIO NPOCTPAHCTBA C
K/y ANA nonydyeHUs AOMONHUTENbHbLIX CBEeAEHNI 0 Co-
NUAHBIX U BACKYNAPU3UPOBAHHbBIX KOMMOHEHTAX rema-
TOMbI: MP-KapTMHa 60/MblINX pa3mepoB NOAKaNCyNbHON
remaToMbl IeBOW NOYKW. KOHCMAMYM: AAHHbIX 3@ Hanu-
uMe HOBOOOGpPA30BaHNS NEBOWN MOYKM HeT. N3meHeHus
Ha WHCTPYMEHTaNbHbIX WCCNeA0BaHUAX onpefeneHol
TPaBMOI NI€BOM NOUKU, HANMUNEM remaToMbl. [leBouka
BbINKUCAHA B YAOBNETBOPUTENbHOM COCTOSHMK. CO CNOB
Mambl, NOC/ie BbIMUCKK JeBOYKa CTana XanosatbCs Ha
€nabocTb, 61€4HOCTb KOXHbIX MOKPOBOB, CHUKEHWE
anneTuTa, TOWHOTY. O6paTUANUCL B MPUEMHOe oTaene-
Hue M/ATKB 20.04: OAK — remorno6uH 79 r/n, apuTpouu-
Tbl 2,97, aHEMUUYECKNIA, MHTOKCUKALMOHHBIA CUHAPOMBbI.
B neBon o06nacTu XnBoTa Nanbnupyetcs o6bemHoe 06-
pa3oBaHue Ao +15 cm u3-noa pebepHon ayru. Y3U OBN:
HeNb3s UCKMIOUYNTL Hannume 06beMHOro o6pa3oBaHus
nesoit nouku. OHKomapkepbl: NIAT 2621 EA/n; peppuTuH
854 mkr/n. KT OB ¢ k/y 21.04: o6bemHoe 06pa3oBaHmue
KMCTO3HO-CONMAHOIO BiAa B 06nacTu pesko aedopmu-
pOBaHHOM NeBON NOYKKN. AncdepeHumanbHblii fuarHo3
MeXAy yBenuuuBlIeics B pa3mepax MNOAKaNCynbHOK
remaToMon NeBoi MOYKK C MPOACIKAKLUMMCA KPOBOT-
eUeHMeM 1 BbICTPOPACTYLLMM OMYXONEeBbIM HOBOOGPA-
30BaHMeM neBon nouku. KT opraHoB rpyaHo KNeTku ¢
K/y: 63 NaTonornyeckux n3MeHeHun. Yuntbisas 06bem
06pa30BaHMA, PEHTTEHONOINMUYECKYI0 KapTUHY, Ypo-
BEHb remornobuHa, HEBO3MOXHOCTb MCKAKOUMTb NpPO-
Jomxalolleecs KpoBOTeueHMe MOKa3aHo MpoBejeHue
OMepaTMBHOrO BMeLaTenbCcTBa. BbinonHeHa Tymop-
HepypeTepIKTOMUSA CneBa W afpeHAn3KToMua cne-
Ba, numdoanccekumusa. MMCToNormyeckoe 3akmueHme:
TKaHb NOYKM C NOASAMU KPOBOWU3NUSHUN, HEKPO3aMU U
pOCTOM ONyXonu, pacnpocTpaHsALWMMCA 33 npegeno
kancynbol. Mopdgonorus n uMmyHoeHoTMN Hambonee
COOTBETCTBYIOT CAapKoMe C NepecTpolikoii reHa BCOR u3
rpynnbl BCOR-ITD. KT OTK, bI, manoro ta3a, MPT LIHC ¢
K/y, MuenorpamMma u3 4-x Touek, CLUMHTUrpadusa BCero
Tena ¢ Tc-99: HeT faHHbIX 3@ MeTacTaTuyeckoe nopa-
XeHMe. 3aKIYEHNe OHKONOMMYeCKOro KOHCUNNYMA: Ha
OCHOBAHUM AAHHbIX aHAMHEe3a, KOMNIEeKCHOro obcne-
LOBaHUA U TUCTOMOSNEKYNAPHOrO CTPOEHUA OMyXonu
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yCTaHoBNeH AnarHo3: BCOR-ITD capkoma neBoil Noukuy,
T4NOMO. B HacTosLLee BpemMs HET efinHbIX CTaHAapPTOB
neyenns BCOR capkom. Ha oCHOBaHUM nuTepaTtypHbIX
[aHHbIX, C yYeTOM 61ONOrMUYECKOro CXOACTBA ONYX0NK C
ONyXonsiMn CemencTBa capkombl lOuHra, konnernanbHo
MPUHATO PELleHNe 0 NPOBeAeHUM cneuuduueckon Te-
panuu no npotokony Euro Ewing. Ha AaHHbIN MOMEHT y
JEeBOUKM COXPAHAETCA MOMHbIA OTBET HAa NPOBEAEHHYIO
Tepanuio.

3aknueHne. KnnHMYeckun cnydyain sBnsetcs npu-
mepom pepkoii BCOR-ITD capkombl M MOKa3biBaeT
C/TOXXHOCTb AWATHOCTUKKN Ja)ke C NPUMEHeHMeM BblCO-
KoCmeunanusnupoBaHHbIX MeTof0B. BaXHbiM ABNAeT-
CA B3aMMOAeNCTBNE Mexay co60M Bpauen pasnuuHbIX
cneuuanbHOCTen, COYeTaHWe MeTOAO0B NyyeBOW Ana-
THOCTUKM U TUCTONOMMMN C UMMYHO(EHOTUNPOBAHUEM.

3NMNOKAYECTBEHHAS IMAOMA Y PEBEHKA
C CUHAPOMOM AEQULNTA PENAPALNN
OLLINBOYHO CMAPEHHbIX HYKNEOTUAOB
MuHu6aesa 3.M.
HayuHbili pykogodumenb: K.M.H. CanbHukoea E.A.

«HaLMOHaNbHbIN MEAULMHCKNN UCCNea0BaTeNbCKUIA
LEHTP AETCKOW reMaTonorum, OHKONorum
N UMMYHOMTOTUN UM, AMUTpUS Poravesa»
MwH3apaBa Poccum

AxkTyanbHOCTb. CuHgpom pAeduumta penapauuu
OWN60OYHO CnapeHHbIXx Hykneotnaos (Constitutional
Mismatch Repair Deficiency — CMMRD) — peakuit ayTo-
COMHO-PELEeCCUBHbBIN CUHAPOM NPefpacrnonoXeHHOCTH
K 3710KauecTBeHHbIM HOBOO6pa3oBaHuam (3HO), Bo3-
HUKAIOWMI B pe3ynbTaTe 6UANNenbHoOW MHAKTUBALNM
B cucteme penapauumn [HK. fomo3uroTHble u Komna-
YHA-TeTepO3UroTHble MyTaLuun BCTPEUAKTCA B OCHOB-
HOM B reHax PM2 (60%), MSH6(20-30%), MLH1 n MSH2.
[laHHas nartonorus Hacnegyetcs OT HOCUTENenl CUH-
apoma JlnHua. Yauwe Bcero cuHgpom CMMRD maHude-
CTUPYET B BUAE OHKOreMaTonormyeckux 3aboneBaHui,
onyxonen XKT u 3HO LIHC, cpean KoTopbix Haubonee
UacTo BCTPEYAlOTCA 3M10KaUeCTBEHHbIE rnmombl. Ha ce-
FOAHALWHNIA AeHb OTCYTCTBYIOT CTaHAAPTbl neyeHns 3HO
Ha oHe cuHapoma CMMRD, 0gHaKo pAA KAMHUYECKNX
nccnenoBaHnin gokasanu 3eKTMBHOCTb NMPUMEHEHNS
WHTMBUTOPOB KOHTPOMbHBIX ToueK uMMyHuTeTa (MKTK)
B KQUeCTBe MMMyHOTEpanuu.

KnuHnuecknin cnydaid. [leBouka, 12 neT, oT poACTBEH-
HOro 6paka oT 7 6epeMeHHOCTH, 3 N3MO0NOrMYeCcKnX
poaoB B 36 Hepenb. HacnenCTBeHHbI aHaMHe3 OTA-
FOWEeH: y MaTepn — ajeHOKapuMHOMa 3HAOMETpUSA B
pemnuccum, y feayWwKn no MaTepuHCKOM NUMHUM — pak
Nerkoro, y 6abyLKn No MaTePUHCKON IMHUN — pakK 3H-
AOMEeTpUA, y AAAN MO OTLOBCKOW NUHUKM — paK TONCTOM
KWLWKW, y 6paTa npobaHaa AnarHOCTMPOBANU r’Mnepnur-
MEHTHble MATHA U rpybylo 3a4epxKy pas3sutua (ymep B
Bo3pacre 1roga).

C poXaeHus y NauMeHTKM OTMEYaloTCs runepnur-
MEHTUPOBaHHbIE MATHA Ha KoXe. U3 aHamHe3a 3a6o-
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NeBaHNs M3BECTHO, UTO B Bo3pacTe 10 neT AeBouKa
npoxoauna 06¢cnefoBaHme B CBA3N € INNNENTUYECKUMU
npuctynamu. Mo AaHHbIM MArHUTHO-PE30HAHCHOMW TO-
morpaduu ronosHoro mosra (MPT I'M) 6binn BbisIBNIEHbI
YYaCTKNM U3MEHEHHOro CUrHana B Tanamycax u 6enom
BeLecTBe NO6HOM, TEMEHHOW AoNel 060MX NONyWapui,
06bemMHoe 06pa30BaHNe NPaBON TEMEHHOW JONN.

Uepe3 10 mecsdueB nocne o6cnefoBaHust pebeHKy
NPOBeNu MUKPOXMPYpPruuyeckoe 4acTuyHoe ypaneHue
onyxonu c éuoncuen. NMpm ructonornyeckom uccneno-
BaHMU OMyxonb 6bina KNAaccupuuMpoBaHa Kak 3nokaue-
CTBEHHasA rnuoma. C NoOMOLLbI MOMEKYNAPHO-TeHeTU-
4eCKoro aHanu3ay naumeHTKN BbIsBUAU TOMO3UTOTHYIO
myTaumio MSH6 (y poguteneit u ctapuero 6pata — re-
TEPO3MrOTHYID), UTO MOATBEepXAaeT cuHapom CMMRD.
YunTbiBasg OMUCAHHYIO KIMHUYECKYIO KApTUHY, Yepes 2
MecsLa Nocne NOCTaHOBKM AUArHo3a 6bifo MHULLUMPO-
BaHO nposefeHne ummyHotepanuu UKTU (Husonyma-
60Mm), Ha oHe 1 nocne nyuesoit Tepanuu (NT). Yepes
4 Hepenu nocne okoHuyaHus JIT 6bina 3adMKCUpoBaHa
cTabunu3auna 3aboneBaHus.

Cnycta 10 mecAueB nocne cTabunusaumm npu KoH-
TponbHoM MPT 'M 3admkcmpoBaHa nporpeccus 3abo-
neBaHus, npoeefeHa nosTopHas /IT ¢ NpoJoMKeHNEM
MMMyHOTEpaNuu.

Takum 06pa3om 3a BeCcb Nepnoj TeueHus 3abonesa-
HUA NauneHTKe 6biN0 NPOBEAEHO 27 KYPCOB MMMYHOTE-
panuun u 2 kypca /T,

Mpu ouepesHOM KOHTPONbHOM 06CnefoBaHNn 6bin
BbIfIB/IEH NOCTNYYEBON OTEK BELLECTBA FOIOBHOMO MO3-
ra, B CBA3N C YEM MHULMMPOBANN QHTUAHTUOTEHHYIO U
NpOTUBOOTEUHYIO Tepanuio. C yueToM nporpeccun 3a-
6oneBaHns Ha NPOBOAUMOMN UMMYHOTEPANUKM W Mono-
XUTENbHOW AMHAMUKM MOCTIYUEBOr0 HeKpo3a 6bino
NPUHATO peLleHne NPOAOMKUTD Tepanuio ¢ J06aBNeHN-
em ipnHoTekaHa.

B TeueHne 5-Tn MecsLeB COCTOSHME pebeHKa yXyAaLla-
NI0Cb B CBA3W C MPOrpeccueit 0CHOBHOro 3a60MeBaHus
W pasBUTMEM MONNOPraHHON HeAoCTAaTOUHOCTH (Abl-
XaTeNnbHOW, CepAeYHO-COCYANCTON, HEeBPONOTrMYECKOA,
MOYEUHON), KWIIEUHbIX U WH(EKLMOHHO-TOKCUYECKNX
OCNOXHEHN. HeCMOTPSA Ha NPOBOANMOE KOMMEKCHOe
neueHue, cocTosHMe pebeHka He yaanocb CTabunusm-
POBaTb 1 6biNA 3ahUKCUPOBAHA OCTAHOBKA CEPAEUHON
LeATeNbHOCTH.

3akntoueHne. BaxHylo ponb B AUArHOCTUKE CUHAPO-
MOB NPEeAPACNONOXEHHOCTN K ONYXONAM y AeTeN urpa-
0T MOMeKynspHO-reHeTNYecKne uccnenoBaHms, Tuia-
TeNbHbIA CHOp CeMeliHOro aHaMHe3a, CBOeBPeMeHHoe
BbISIBNIEHWNE NepPBblX CUMNTOMOB M NMPOXOXAEHNE OHKO-
CKPUHMHra BCeN cemben. Takme cemMbm JOMKHbI Habnto-
AaTbCA MyNbTUANCLMNNMHAPHBIMIA KOMaHAAMKU Bpayen
B CBA3M BbICOKMM PUCKOM pa3BuTUS 3HO 1 0CNOXHEHUN.
[laHHbIN KTMHUYECKUN CIyYan JeMOHCTPUPYET BO3MOX-
HOCTb MPUMEHEHNS UMMYHOTepanuu B KauecTse Tepa-
nun 1-0i NUHUM Y NALMEHTOB CO 3/10KAUECTBEHHbIMM
rnuomamu. Vicnonb3osaHue UKTU moxeT cTatb KNOUOM
K achhekTuBHOMY neueHuto 3HO npu cunapome CMMRD.

WLWEMWYECKWUI NHCYNDBT V PEBEHKA
9 NIET C HENPOB/TIACTOMOIA NPABbIX
NOAKOPKOBbIX V3/10B MPABOIO
BOKOBOIO XXENYAOUYKA MOR1
C AKTUBALU Eil FOXR2
Faéyesa A.M., E¢pumosa H.B.
HayuyHblli pykogodumernb: K.M.H., doueHm JlapuHa J1.E.

PHUMY nm. H.W. TMnporosa MuH3apasa Poccuu,
Kacheapa nponeaeBTUKM AeTCKuUx 6onesHen N

Nwemnyecknii MHCYNbT — 3TO OCTPOE HapylieHue
MO3roBOro KpoBoo6palleHus, npueoasuiee K uHdap-
KTy FONOBHOrO MO3ra M Bejyuiee 3a co60il HeBPOno-
rmyeckyio auchyHkumo. KnmHuyeckas KapTuHa 3aBu-
CMT OT MOPAXEHHON apTepuUM 1 yuacTka NoBpexaeHus
FONIOBHOTO MO3ra. fIBNSeTCs peAKoCTblo Cpeaun aeTei,
BCTPEUAETCA BCEro OKOMO 3 cydyaes Ha 100 000 petent
B oA, TaK Kak B CUy aHaTOMO-(hNU310N0rMYEeCKUX 0CO-
GeHHOCTeN Y IeTen XOPOLIO pa3BMUTa COCYANCTAs CETb.
K MpuuvHam MHCYNbTOB Y [ETeN MOXHO OTHEeCTW Hen-
ponHdekunmu, onyxonesble 06pa3oBaHus, CAABNEHUE
COCYA0B.

KnnHuuecknii cnyyain. Manbumk 9 neT noctynun B
MAMKB 29.01.2024 ¢ KNMHUYECKON KAPTUHOW UHCYNbTA.

B BO3pacTe 6 net pebeHOK nmocTynun 24.12.2020 B
MArKB ¢ »anobamu Ha HapyweHUe MOXOAKU, HEMOB-
KOCTb B IEBOI PyKe, HECBA3AHHOCTb peun. Npu ocmoTpe
HEBPO/OroM BblIBNEH NeBOCTOPOHHWIA remunapes. Ha
MPT ronoBHOro mo3ra 6bif10 BbIIBIEHO KUCTO3HO-CO-
NMAHOEe 06pa3oBaHMe C PacmpoCTPAHEHWEM HA CTBON
MO30/INCTOTO Tefa W Ha NOBHO-TEMEHHY 06nacTb,
aHanornyHble 06pa3oBaHmnsa B NpPaBoi TeMeHHOM o6na-
CTU 1 B NPaBOMN NIOGHON JoNe B NepPUBEHTPUKYNAPHbBIX
oTgenax. 28.12.2020 6bi10 NpPOM3BEAEHO MUKPOXUPYP-
rmyeckoe ypaneHue HOBOOOPA30BAHWMMA MOAKOPKOBbIX
A4ep, mopdonornueckoe nccnefoBaHne NogTBEPAUNO
TNUOMY BbICOKOW CTEMEeHW 3710KayeCcTBEHHOCTU. bbina
npoBeeHa nyyesas Tepanus n XuMmoTepanus Temo3o-
NOMUAOM C MOMHbIM OTBETOM.

B aBrycrte 2023 roga npowusowen peuuans: MPT ro-
nosHoro mo3sra o1 09.08.2023 noATBepAnno nokanu3a-
LMIO METACcTa30B B KOPEe MO3XKeUKa, NePUBEHTPUKYNAP-
HOW 06NacTy NeBOro Xenyaouka, B TBEPAO MO3roBOW
060M10uUKe 3afHeil YepenHoMm SIMKW, UHTPaAypanbHbie
MeTacTasbl Ha ypoBHe Th4-Th5 ¢ npu3Hakamu NHBa3UN
CnuHHoro mo3ra. 08.09.2023 npoBeaeHa MUKPOXUPYp-
rmyeckas onepauus no yaaneHnto mMetTacTa3oB B CMUH-
HOM MO3re Ha ypoBHe Th4-Th5, n npogomKeHbl XMMKUO-
Tepanus TemM03010MUL0OM 1 6eBaLN3yMabom n nyyesas
Tepanus. MonekynspHO-reHeTUYecKne uccnefoBaHue
B nabopatopumn “HMUL, BypaeHko” 08.12.2023 BbIfABMIO
HenlpobnacTomy c akTuBauueir FOXR2. 19.01.2024 nauu-
€HT 6blf1 BbINUCAH B JHEBHOW CTALMOHAP, ¥ NPOAOIKEHA
NpPOTUBOOMYXONeBan Tepanus.

28.01.2024 noctynun 8 MATKB ¢ %anobamu Ha cna-
60CTb B MPaBblXx KOHEUHOCTAX, ACUMMETPUIO NNLLA, Ha-
pylleHne peun M NOXOAKW, HEBO3MOXHOCTb BepTUKa-
nu3auumn. Co cNoB poauTenen N3BECTHO, YTO pebeHoK
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CUAEeN Ha KpoBaTwW W ynan Bnepej Ha XUBOT, MOCe Yero
He MOr CaMoCTOATeNbHO BCTaTb. PebeHOK 6bin rocnu-
Tanu3MpoBaH B OTAeNeHne peaHumauun. NMpu ocmoTpe
HEBPO/MOrOM BbISIBNEH TeTpanapes, rMnepkuHeTuye-
CKWIA CUHAPOM.

Ha MPT ronosHoro mo3ra ot 29.01.2024 onpegensan-
€S ouar oCcTpoii MWeEMUK B BeLLeCTBe Ba3anbHbIX Aaep,
3afiHEeN HOXKe BHYTPEHHEN Kancynbl 1 6negHOM Wwape.

01.02.24 B nukBOpe 6bina o6HapyxeHa AHK Varicella
Zoster virus. l13BecTHO, uTo pe6eHoK nepebonen BeTps-
HOW ocnon BecHoi 2023 ropa. B HacToswWwee Bpems 6bina
Ha3HaueHa Tepanus: auMKIOBUP, NPEAHNU30MO0H; aHTU-
KOarynaHTHas Tepanus: HedpaKkLNOHMPOBAHHbIN rena-
PUH, @ NoC/e HU3KOMONEKYNAPHbBIA renapuH. Bo Bpems
Tepanuu Habnwoganacb NonoXuUTenbHas AMHAMMUKa Mo
MOTOPHbIM HaBblKaM B BUJE HApacTaHUAM MblLIEYHOM
CUNbl, yBENUUEHUs 06bema [BWKEHWA B CycTaBax M
YAYULIEHUN APTUKYNALMM.

3aknoueHne. Y Hawero nauueHTa npeapacnonara-
IoWwmMn hakTopamnm pasBUTMA MHCYNbTa CTanun UHdU-
umMpoBaHue Bupycom Varicella Zoster n onyxonesbliil
MpoLecc, KOTOpbIN cam Mo cebe ABNSETCH TPUTTEPOM
pa3BMTMS TPOMBOTreHHbIX 06pa30BaHMil.

KNUHWYECKWIA CIYYAIA ITYTAPOBOIA
AULMAYPUN1TUNA
No3aHsakosa C.B., by6nun K.B.
HayuHbiii pykogodumenb: K.M.H., doyeHm JlapuHa /1.E.

PHUMY um. H.W. Muporosa MnH3gpasa Poccuu,
katheapa nponefesTUKN AeTCKNX bonesHen MO

AKTYanbHOCTb. MMyTapoBas auuaypus 1 Tuna — pea-
Koe ayTOCOMHO-peLeccuBHOe 3aboneBaHue, KOTopoe
06yCNoBNEHO NATONOrMUYECKUMU U3MEHEHUAMU B TeHe,
Koaupyrowem depmeHT rnyTapunKoA-germaporeHa-
3y (GCDH), uTO MpWBOAUT K HAKOMMNEHWIO FNyTapoBbIX
KUCMNOT, OKa3blBaOLUIMX HENPOTOKCMUYECKOE JEeNCTBUE I
MOXET NPUBECTW K pa3BUTUI 3HLedanuTonogo6Horo
Kpu3a. Y feten AaHHbIA AuarHo3 cneayeT anddepen-
LMPOBATb C OCTPbIMM BUPYCHbIMM 11 GAKTepUanbHbIMK
3a60/1eBaHNAMM, CENCUCOM.

Onucanve KnuHuuyeckoro cnyyas. f[leBouka, 8 ner,
6bina NaHOBO rocnuTanu3npoBaxa B MANKG 17.01.2021.
PebeHOK OT KPOBHOPOACTBEHHOTO 6paka. Habntogaetcs
B POKDB c 2015 roaa, rae B 3TOM Xe rogy, Ha 0CHOBaHUK
KMMHWKO-aHAMHECTNYECKMX AaHHbIX 6bin 3anofo3peH
AmnarHo3 «fnytaposas auuaypus 1 Tuna» u noATBepX-
AeH GUOXMMWUUYECKW — B MOYe YPOBEHb [NyTapoBoOM
kucnotbl 3753 Efl (Hopma 0,0-2,0), yposeHb C5DC B Kpo-
Bi — 1,9 (Hopma 0-0,4). U3 aHamHe3a: 3afepxKa ncuxo-
MOTOPHOIO PasBUTUA, FONOBY AEPXUT € 1 rofa, CMAnT C
1,5 nert, nepsble waru nocne 2-x net. Ha MPT ronoBHOro
mo3ra B 2012 u 2015 rogax anddysHas gemmeneHnsa-
LM, KOPTMKANbHAasA U CybKOPTMKANbHAA. B Hauane sH-
Bapsa 2018 nepeHecna OPBW, Ha (hoHe KOTOPOW oTMe-
yanucb 06wan cnabocTb M 0TKa3 OT efbl, NPOBOAUNACD
cUMnNTOMAaTMueckas Tepanus. NMocnegHas rocnutannsa-
uns B PAKB B fekabpe 2019 roga. 3a 2020 rog He rocnu-
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TanW3MpoBanNUCh 1 aHANN3bl HA TNYTaPOBYHO KNCNOTY He
NpPoBOAUNNCL. B pe3ynbTatax NabopaTopHbIX U KNUHU-
UeCcKmUx MCcCnefoBaHNsX OTCYTCTBOBANM NPU3HAKW fe-
KomneHcauuu. bbina npoBeeHa MeaMKaMeHTO3Has Te-
panus NeBOKAPHUTUHOM, JEKCTPO30W, MMPUAOKCMHOM.
Kypc Tepanuu nepeHecna yaoBneTBOPUTENbHO, 6bina
CKOppeKTHpoBaHa AneTa — HU3KobenKoBas C OrpaHu-
UEHHbIM NOCTYNAeHWeM Nu3nHa. MaTb monyyuna He-
06xoauMble pekomeHAauuu 1 NpomHhopMMpoBaHa 06
yrpo3e pa3BuTna MeTabonmyeckoro Kpusa u anropuTmy
NEeNCTBUN.

3aknouenune. nytaposas auugypus 1 Tuna B OTCyT-
CTBUM HEO6X0AMMOW Tepanun n ANETbl MOXET NPUBECTY
K HeobpaTuMbIM n3meHenmsam B LLHC n netanbHOMy nc-
X0[y B pe3ynbrarte oTeka mo3ra. CnefoBaTefibHO, OUEHb
Ba)XXHO BOBpeMs NpoBecTu AuddepeHuUnanbHylo au-
arHOCTMKY M NOCTaBUTb [aHHbIA AMArHo3, 4To6bl NpM-
CTYNUTb K NPaBUNbHOMY NIEUEHUIO U U36EXaTb TSHKENbIX
nocneacTBuin.

KNUHNYECKNI CNYYAIN «CUHAPOM
NYN-BAP, OCNIOXXHEHHDIIA
NNMMOONPO/INOEPATUBHbIM
3ABOJIEBAHNEM, ACCOLINPOBAHHBIM
C BUPYCOM 3MLUTENH-BAPP (BUPYC
3NIITENH-BAPP-NO3UTNBHAS
MYKOKYTAHHAS A13BA)»
Maxxaesa A.C.

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

PHUMY nm. HW. Mnporosa MmnH3gpasa Poccuu,
katheapa nponefeBTMKM AeTCkux 6onesHen NO

AKTyanbHoCTb. CuHapom Jlyn-bap — ayToCcoOMHO-pe-
LleccuBHoe 3aboneBaHuMe, XxapaKTepusyloleecs nep-
BUYHBIM MMMYHOAE(DULNTOM, MO3XEUKOBON aTaKcuen,
TeneaHrnosKkTasuamu. HapyweHme MMMYHONOrMYECKO-
ro crartyca bifBnsetca y 60-70% naumMeHToB C AaHHbIM
CUHAPOMOM. TUMUYHBIMW MPOABNEHUAMU UMMYHOAEDU-
LMTa ABNAIOTCA TAXKEN0 NpoTeKalowmne 6akTepuasnbHble,
BUPYCHble U TpubKoBble WHGEKLMM, AYTONMMYHHblE
3a60/1€BaHNSA 1 MOBbIWEHHASA CKNOHHOCTb K PA3BUTHIO
3/10KaUeCcTBEHHbIX HOBOO6Gpa3oBaHWii. YactoTa BO3-
HUKHOBEHUA JaHHOro cuHapoma coctasnset 1:40000-
1:100000.

KnuHuueckun cnydain. Manbuuk b, 10 net, 16.09.23
rocnutanusuposaH B AANKb um. CnepaHckoro ¢ xano-
6amn Ha 6onb B ropne, Kawenb, nuxopagky ao 39°C
(4 nHA) M Hannune 06pPa3oBaHMsA Ha A3blKe. B aHamHese:
Habnfanca ¢ 2 nNeT ¢ AuarHo3om «MepBUUHbINA UMMY-
HoAeNLMT, KOMBMHMPOBAHHDBIA C aTaKCUel-TeneaHru-
o3kTasuein (cunapom Nlyn-bap)» B ArKB um. CnepaHcko-
ro. B centabpe 2022 rofa AMarHoCTUpOBaHa numdoma
bepknTTa C nopaxeHnem MM oy3n0B Wen 1 6PLOWHON
NONOCTW, NErknx, CeneseHkn, NOMXenymoUHon xene-
3bl, moyek, KocTten, 3 ctagusa. B HMUL, um. 1. Porauesa
npoBefeHa xumuoTepanus, B despane 2023 roga fo-
CTUrHyTa pemmuccus. Mo nosogy NEPBUYHOrO UMMY-
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HogeduumMTa nonydan Ko-TpUMoKcason, nykoHason,
KypCbl aHTUBMOTUKOTEPaNUK. EXXeMecAUYHO BHYTPUBEH-
Hble uMMyHOTNo6YnnHbI (BBUT). Moxyaen 3a nocnegHue
1,5 mec Ha 3 Kr. 16.09.23 Ha peHTreHorpamme BbisiB/ieHa
[BYCTOPOHHAS NMHEBMOHMSA, BbICOKME BOCMNANUTENbHbIE
mapkepbl (CPB B18 pa3-®, MKT B17pa3 1), HauaTa CUCTEM-
Hasa NPOTMBOMHMEKLMOHHAA Tepanus. 19.09 npoBeaeHO
MPT ronoBsbl, BbIsBNEHO 06eMHOE 06pa30BaHmMe A3blKa
30x38 MM, NOADBA3BIYHOIO NPOCTPAHCTBA U HALMOPTaH-
Hoi o6nactu. 23.09 nepeseaeH B OPUT MArKB. CocTo-
SIHME OYEHb THKENOEe 3a CYET KAUHUKN CEenTUYECKOro
woka. Ha UB/1 ¢ ecTkumu napametpamu. lremoanHamu-
Ka nogfepxuBanacb MHMy3nen HopaapeHaniuHa. laéo-
PATOPHble MOKA3aTeNnun: NeNKOLUUTbI 8 ThIC/MKN, HEWTPO-
thunbl 92%, TpomboLUUTbI 48 Thic/MKn, CPB B 54 pa3a 1,
MKT B 60pa3 1, runoanbbymuHemus, NArC 910 Ea/n B
3 pa3a 1. PeHTreHonornyeckas KapTMHa ABYCTOPOHHEN
MHEBMOHWUM, NPABOCTOPOHHErO MMAPOTOPaKCa. Ixorpa-
huueckne npusHaku cBO6OAHON XUAKOCTI B BPIOLIHON
nonocTu W B manom Tasy. Mo AaHHbIM 6aKTepmonoru-
ueckoro noceBa KpoBM O6HapyxeHbl Acinetobacter
baumannii, Enterococcus faecium, Pseudomonas
aeruginosa. [auUMeHTy npoBoAMnacb KOMMMEKCHast
Tepanus: NPOTMBOMUKPOGHAsA (MeponeHem, KonucTtu-
MeTaT HaTpus, BAaHKOMWLMH, KO-TPMMOKCA30/), npo-
TUBOrpM60oKoBas (MUKAPYHIUH), UHPY3UOHHASA, remo-
CTaTMyeckas, NPoLO/MKeHa 3aMecTUTeNbHas Tepanus
BBUT. MonoxuTenbHble pesynbtathl MLP (Bupemus B3B,
LIMB). MpoBefeHa 6uoncus HOBOOBPA30BAHUA A3bl-
Ka, pe3ynbratbl: B3b-no3uTMBHAA MYKOKyTaHHas A3Ba.
JlJaHHOE COCTOAHME OTHOCUTCA K B3b-NO3UTUBHbLIM NNM-
tonponudepaTuBHbIM 3a60M1€BaHNUAM C HeoNpeaeneH-
HOW CTENEHbI 3/10KAYeCTBEHHOCTU. C yUeTOM AMarHosa
HauaTta Tepanus puTykcumabom. 13.10 3admKkcMpoBaHa
NPOrpeccmpylowas XusHeyrpoxatowas bpagmkapaus ¢
NepexoAom B aCUCTONUIO, CEPLEUYHO-NIErOYHAA PeaHu-
Mauusa 6bina HeycnewHa, KOHCTaTMPOBaHa CMepTb.

3aknioueHne. OnucaHve nauueHTa fABNAETCA Npu-
MepOoM TSXKeNoro TeyeHns cuHgpoma Jlyu-bap. laHHoe
3aboneBaHne MMeeT HebnaronpusTHbIA NPOrHO3, na-
LMEHT HYXAeTCs B NOCTOAHHOM CUMNTOMATUYECKOM M
NOALEPKMBAIOLLEM NleUeHUU, TPebYeTCA MyNbTUANCLN-
NAWHAPHbIA NMOAXOA C yYacTMeM NeanaTpoB, HEBPONO-
roB, UMMYHONOrOB, FeMaToONOrOB U WHGEKLMOHUCTOB.
MpoAneHnto XMU3HW MaLMEHTOB CMOCOOGCTBYET CBOEB-
PEMEHHOE BbISIBIEHME U NedyeHne MHQEKLMOHHbIX 1
OHKONOTNYECKIUX OCMOXHEHNIA. [laHHbIN NPUMep AeMOH-
CTPUpPYeT HEOOXOAMMOCTb B HACTOPOXEHHOCTU B OTHO-
weHun BIb-nHdekunm npn obcneaoBaHMK NaLMeHTOB
C NepBUYHBIM UMMYHOAE(ULMTOM, MOCKONbKY BbICOKA
yrpo3a pa3sutua B3b-no3nTtusHbix numdonponudepa-
TUBHbIX 3a60/M1eBaHNI C 3N10KaYeCTBEHHbIM TEYEHUEM U
He61aronpuATHbLIM MCXOAOM.

PEAKUIA CNYYAN MAHNGDECTALLAN
BOME3HW KABACAKWN C CUHAPOMA
OCTPOI0 XXMBOTA

Wéparnmosa 3.P.,, Munscosa A.4.,
AnekcaHngposa A1.M.

HayuyHblili pykogodumernb: K.M.H., doueHm J/lapuHa J1.E.

PHUMY nm. H.W. Tnporosa MuH3apaea Poccuu,
Kacheapa nponeaeBTUKM AeTCKux 6onesren N

BcTynnenune. bonesHb Kasacaku (BK) — cuctemHoe
3aboneBaHne C MNPeMMyLLEeCTBEHHbIM MNOPAXEHUEM
CPeHMX N MeNKUX apTepuii N pa3BUTUEM AeCTPYKTUB-
HO-NponudepaTuBHOro BackynuTa. bK asnsercs obs3a-
TeNbHbIM MArHO30M-UCKNIoUeHnem npu hebpunbHoN
nuxopagke y aeteir. M03aHAS ANArHOCTUKA NPUBOANT K
Pa3BUTUIO OCNOXHEHUN TaKWX, KaK aHeBPU3Mbl U CTe-
HO3bl KOPOHAPHbIX apTepPMi, BNNOTb A0 MH(APKTA MU-
oKapfja B fieTckom Bo3pacTe. [10 cTaTUYeckum JaHHbIM
y 5% peten bK maHudecTupyeTt ¢ CUMNTOMOB OCTPOroO
XuBOTA.

KnuHuuecknii cnyyan. [lesouka B., 7 net. 13.05.2022
rocnuTann3npoBaHa C Xanobamm Ha 60N1M B XUBOTE,
noBbllWeHMe TemnepaTypbl A0 cy6dhebpunbHbIX 3Haue-
HUN.

Mpn NOCTYNNEHNI COCTOAHWE CPefiHel TAXecTH, 3a
CUYeT NPU3HAKOB WUHTOKCUKauuu. CO3HaHMe fiCHOe, OT-
Meuanocb yBenuueHue WelHblX NuMdoy3NnoB Cne.a,
6e360M1e3HEeHHbIX NPU Nanbnauumn. ToHbl cepaua sicHble,
WYMOB HeT. XXUBOT MArKNM, 60Ne3HeHHbIN, BO BCEX OT-
aenax. CUMNTOMbl pa3fpaxeHns 6poLWnNHbI COMHUTENb-
Hble.

MpoBeaeHo yNbTPa3BYKOBOE NCCNEA0BAHME OPraHoB
GPIOLHOW NONOCTH, NO AAHHBIM KOTOPOro He 6biNo 06-
HapyXeHo crneunduueckux ANArHOCTUUYECKUX NPU3Ha-
KOB OCTPOro anneHAnLmMTa. BoipaKeHHble 6011 B XNBO-
Te coxpaHanucb. B cBA3m ¢ yem 13.05.2022 npoBeaeHa
AMArHOCTMUYECKas Nanapockonus, BbisBNEH nermoHo-
3HbIN aNNeHAULUT, NPUHATO pelleHne 06 anneHA3IKTo-
muu.

B nocneonepauuoHHOM nepuofe coxpaHsnacb de-
6punbHas nuxopagka Ao 38,8°C, C MHTepBanaMm Mex-
Ay nogbemamy Temnepatypbl 3-4 yaca. Jluxopagka He
KynmpoBanacb, HeCMOTPSA Ha aHTUbakTepuasbHylo Te-
panuto. B ganbHelilem B JUHAMUKe NOSIBUNUCH WHDBE-
LLMPOBAHHOCTb CKNep, XeWnuT, runepemus CAn3ucTou
pOTOrNOTKN.

19.05.2022 feBouka noxanosanacb Ha 60ne3HEH-
HOCTb B 06MaCTU TPYAHOM KNETKM Mpu U3MEHeHWUU
nonoxenus Tena. lposefeHa 3xokapawnorpadus, no
LaHHbIM KOTOPOW BbiSIBNIEHA KPYNHas aHeBPM3Ma CTBO-
na neBoil KopoHapHoit apTepun (IKA) ¢ nepexodom Ha
nepeaHion Mexkenynoukosyio seteb (MMXKB), menkas
aHeBpU3Ma CpefHEero CermeHTa MpaBoOil KOPOHAPHOM
aptepuu (MKA), aHeBpU3Ma MeXnpeacepAHoOl nepero-
poaku (M)

Na6opatopHo: nenkountos (23,4 x 10™9/n), HelTpo-
tunes (69,7%), Tpombouutos (678 x 10™9/n), CO3 (79
Mm/u), CPB (127,7 mr/n).

1"
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Ha ocHOBaHUW JaHHbIX aHAMHE3a, 0CMOTPa, Nabopa-
TOPHbIX W UHCTPYMEHTANbHbIX METOLOB 06CNeA0BaHMA
AnarHoctmpoBaHa bK, nonHas dopma ¢ nopaxeHuem
KOPOHAPHbIX apTepuil. PebeHOK NepeBefieH B peBMaTo-
noruyeckoe otaeneHue.

MpoBeaeH KypC BHYTPUBEHHbIM UMMYHOTNOGYNMHOM
yenoBeka M3 pacueTa 2 r/Kr/kypc, aLeTuncanmumunoBo-
W Kucnotom u3 pacueta 100 Mr/Kr/cyTku, aHTUKoary-
NAHTHaA Tepanus: pparMnH NOAKOXHO NoJ KOHTPOnem
aHTM-Xa aKTUBHOCTU. B CBA3M C BbICOKOW aKTUBHOCTbIO
3a60/1eBaHNA, NOPaXKEHNEM KOPOHAPHbIX apTepuii (KA),
NnpoBefeHa UHbEKLIMA TeHHO-HXEeHEePHbIM B1uonoruye-
ckuM npenapatom (ItapHeuent) U3 pacueta 0,8 Mr/Kr.
MpoBogMnach Nynbc-Tepanus MeTUANPeaHU30/I0HOM
10 Mr/Kr C NOCNeayoLWMM NepexofoM Ha nepopanbHbli
npuem rMIOKOKOPTUKOCTEPONAOB. B AUHaMMKe coxpa-
HATCA aHeBpu3Mbl JIKA n NMKA. Ha doHe npoBoAnMOi
Tepanuu nuxopanka KynupoBaHa, 1abopaTopHo — 3Ha-
UMTENbHOE CHIKEHWe BOCMANUTENbHON AKTUBHOCTW.
Pe6eHOK BbiMMCaH AOMOW B YAOBNETBOPUTENIbHOM CO-
CTOSIHUM.

3akntoueHue. Mpyu HanuuMM y nauneHTa nmMxopagkm
B MepByl0 ouepedb NPOBOAMTCA WUCKIIOUEHUE €e WH-
(heKLNOHHOW 3TMonorun. OfHAKO Npu ee AAUTENbHOM
COXpPaHEHWM, NOABMEHUN LPYruX CMMANTOMOB Ha (oHe
aHTUGAKTepPUaANbHON Tepanuu HeOH6XOAMMO UCKIHUMTD
TeueHue 6one3Hu KaBacaku. Takxxe CMMATOMbI OCTPOro
XMUBOTA MOTYT 6bITb O HUMU U3 NPU3HAKOB HETUMNYHON
mMaHuecTaunm 6onesHmn Kasacaku.

KNACCUYECKOE TEYEHWNE BOJIE3HU IOLLE
1TUNA

Munsacosa A.[l., Anekcanaposa 1.M.,
N6parumosa 3.P., 3a6no8a W.I0.

HayuHbili pykogodumenb: K.M.H., doyeHm JlapuHa /1.E.

PHUMY um. H.W. Muporosa MnH3apasa Poccun,
Kadeapa nponeaeBTUKM AETCKUX 6one3Hen MO

Bctynnenne. bonesub owe (BI) xapaktepusyetcs
Hanumumem gedekTa reHa GBA, kogupylowero msoco-
ManbHbll hepmeHT B-D-rnioko3maasy. laHHas myTauus
NPUBOAUT K NATONOMMUYECKOMY HAKOMNEHUO NUNuA0B B
NN30COMax MakpoaroB KOCTHOrO MO3ra, NeyeHu, cene-
3eHKU N HEPBHOW CUCTEMbI. BbIAENsaOT cnefytoLime TUnbl
KMHNYECKOro TeueHns 3a6oneBaHms: TUN 1 — HeHenpo-
HonaTuyeckas hopma, TUMbl 2 M 3 — HelpoHoNaTuJyeckne
topmbl. YacToTa bl Bapbupyet oT 1:40000 g0 1:70000.

KnuHuuecknn cnyvaid. fleBouka E. 4 net 31.01.2024
noctynuna B MHMEKLUWOHHOE OTAeNneHne 60MbHULbI
MoCKOBCKOM 06/1aCTH € Kanob6amu Ha NOBbILIEHNE TeM-
nepaTypbl Tena, pBoTYy U XuaKum ctyn. Npu o6cnenoBsa-
HUW BbIABNIEHA TMMNOXPOMHAA MUKPOLMTApPHAA aHEMUS
[l cTenenu, noBblleHne nakTataeruaporexnasbl (1),
Y3-npu3Haku renatocnieHomeranuu. JuarHocTmpoBsa-
Ha oCTpas KuleuHas uHdekuusa. NMocne ctabunusauum
COCTOAHMA AeBOYKa 6blna BbINMCAHA NOA aMbynaTopHoe
HabnoaeHne, peKoMeHA0BAH KOHTPONb WM3MEHEHHbIX
nabopaTopHbiX NOKa3aTene.
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Mo MecTy XuUTenbCcTBa AeBOYKA Bblna KOHCYNbTUMPO-
BaHa remarofiorom, rocnuTannu3mpoBaHa B remartosno-
rnyeckoe otgenerHne MAKb ¢ uenbto goobcnenoBaHus.

MpW NoCTYnneHUM COCTOSIHME CpefiHel TaXecTy,
06ycnoBneHHoe npusHakamu aHemun Il ctenenu (HGB
60 r/n), peTukynouutos (2,98%), CHuUXEHUe CbiIBOPOTOY-
HOro Xenesa (3,64 mkmonb/n). ®usnyeckoe passutune
pebeHKa OYeHb HM3KOe, OTMedyanacb renaTocn/eHo-
meranusa (neyeHb +5 CM, ceneseHka +9 cm). Mpu 3TOM
(hYHKUMWOHANbHbIE MOKa3aTenu neyeHW B Mpeaenax
HOpMbI. Mo AaHHbIM MPT OpraHoB GpOWHON NOMOCTY:
renatocnineHomeranus, cnefbl XULKOCTU MO KOHTYpY
ceneseHku. bbina 3anogo3peHa ogHa U3 Gopm nn3o-
COManbHblXx 60ne3Heil HakonneHus. NMpoBefeHa PeHT-
reHorpadus 6eapeHHON KOCTU, HA KOTOpPOU Habnoga-
Nacb nepecTponka KOCTHOW CTPYKTYpbl C NPU3HaKamu
QHOMANbHOrO0 MOAENUPOBAHUA U CYXEHWEM KOCTHO-
MO3roBoro kaHana. C uensto anddepeHunanbHomn ana-
FHOCTMKW AeBOYKa 6bina KOHCYNbTUPOBAHA FEHETUKOM,
0(hTaNnbMONOrOM — OTPULATENbHbIA CUMMNTOM «BULIHE-
BOW KOCTOYKM», HEBPOMOrOM — OCTPOW HEBPONOruye-
CKOW MaTonoruu He BbisineHo. Mpu mopdonornyeckom
nccnefoBaHNM Ma3ka KOCTHOMO MO3ra BbifAB/EHbI KNeT-
K Folle B yMepeHHOM KONMUeCcTBe U KNeTKU NenKonu3a
B HE6ONbLLOM KoNnyecTse.

Ha oCHOBaHWM KIMHWKO-NA6OPATOPHO-NHCTPYMEH-
TaNbHbIX AAHHbIX 6blna 3anogo3peHa 6onesHb lowe
1 Tuna. YuuTbiBas BbIWEU3NIOXEHHOE, [AEBOUYKe OblNa
MpoBefeHa IH3MMOAMArHOCTUKA FtoKoLepebpo3naasbl
meTogom TMC n reHeTuueckoe 06cneoBaHNe, KOTOPbIE
NoATBEpPAUNIM AuarHo3 bonesHb Mowe 1 1una.

Mocne cTabunnsaLnm COCTOAHUA pe6eHOK 6biNT BbINN-
caH fomon. MpoBOAMTCS MHULMALMA NATOTEHETNYECKOW
(hepMeHT-3aMeCcTUTeNbHOW Tepanuu. PeKoMeHL0BaHbl:
fleyeHne aHeMuUM npenapatami xenesa U npodunak-
TUKa 0CTEONOPO3a X0NeKanbLMeponom B BO3PaCTHbIX
[03MPOBKaX.

3akntoueHue. bonesHub lowe — nporpeccupyrollee
WHBaNUAU3Mpylowee 3abonesBaHne, xapakTepusyto-
weecs nonMMopcuU3MOM KAMHWUYECKUX MPOSBAEHUN,
4acTo HecneumduuHbix. CnegoBaTenbHO, KPYr ANArHo-
CTMYECKOTO NOUCKA MOXET 6bITb JOCTATOYHO LWMPOK U
BK/IOUATb KaK remaronoruyeckue, renatonoruyeckue,
KOCTHble, HEBPONOrMyecKkne 3abonesBaHns, Tak 1 MHO-
rme HacnejacTBeHHble 60/1e3HM 0b6meHa BelecTB. CBO-
€BPEMEHHAsN AMArHOCTMKA N hepMeHT-3aMecTUTeNbHan
Tepanus bl npn agekBaTHOM pexunme f03MPOBaHUA No-
3BONAET Y)XKe B TEUEHME HECKOMbKMX NeT AOCTUYb CTON-
KO KNUHUYECKON PEMUCCUN.
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KNUHWYECKNIA CNYYAN
HE3ABEPLLEHHOIO OCTEOTEHE3A,
OCNO)XXHEHHDbI! MHO)XECTBEHHbIMU
NEPENOMAMMN KOHEYHOCTEW, C
AEDOPMALIVNEIN KOHEYHOCTEN U
rMNONAA3MEN TEMEHHbIX KOCTEN
bnuHoBa E.A.

HayuHbili pykogodumenb: K.M.H., doyeHm JlapuHa /1.E.

PHAMY nm. HW. Mnporosa MmnH3apasa Poccun,
kadenpa nponeaeBTNKY AeTCkux 6onesHen N

AKTyanbHocTb. He3aBeplueHHbI ocTeoreHes (Heco-
BepLIEHHbIN ocTeoreHes, HO) — HacNeACTBEHHOE reHe-
TUYeCcKoe 3aboneBaHne COeUHUTENbHOMW TKAHU, NPNUK-
Ha KOTOPOTO CBfi3aHa C AeeKTOM CTPOEHNA KONNAreHa,
TO €CTb C HapyLeHNeM ero NepBUUYHON CTPYKTYPbI, UK
C HEAOCTATOYHbIM €r0 CUHTE30M, 0BYCNOBMIEHHBIM My-
Taumen B reHax COL1A n COL1A2 (B 90% cnyuaes). U3yue-
Hbl 60nee 1500 AOMUHAHTHbIX MyTaLMUMI, NPUBOAALLMX K
AaHHol natonoruun. Pexe (B 10% cnyuaes) 601e3Hb Bbl-
3BaHa Jpyrumu myTtaumsmu. Yactota BO3HUKHOBEHWUS
HO npumepHo 1 cnyyan Ha 10-20 TbIC. HOBOPOXAEHHbIX.

Manbumnk [. (30.01.2024 roga) oT matepu 33 roga ¢
OTATOWEHHbIM aKYLIEPCKUM W TUHEKONOrMUYeCcKMM aHa-
MHE30M, OT 4 6epemeHHOCTH (Pofbl: 2,2 1 3 6epeMeHHO-
CTW — CaMONPOU3BOJbHbINA U MEAUKAMEHTO3HbIN abOPT:
aH3HUedanua nnoaa), NpoTekasLed Ha PoHe NopoKa
Pa3BUTUS ONOPHO-ABUTaTENbHON CUCTEMbI: KaMMoMue-
nuyeckasn aucnnasus Bo 2 Tpumectpe. CeMbeli NPUHATO
peleHmne 0 NPONOHIMPOBaHNM 6epeMeHHOCTU. AKyLiep-
CKWIA AMArHO3: recTalMoOHHbIN TMNOTUPEO3, HOCUTENb-
cTBo St. Agalacticae. OueHka no wkane Anrap 5/6 6an-
noB. Pe6eHOK AOHOWEHHbIN. COCTOSHNE NPU POXAEHNN
KpanHe TAXENOe 3a CYET MOPAXEHUs KOCTHO-CYCTaB-
HOW cucTembl (NpoBoaKUNach ANMAUATHOCTUKA MeXAay
HO Il Tuna n nepuHaTanbHon opmon runodocTdara-
311), AbIXaTeNbHbIX HAPYLIEHWUA, BPOXAEHHON UHeK-
umu. Ha 2-om muHyTe Hauata WBJ1 uepes nuuesyto Mma-
CKy, Ha 10-01 MMHYTe NpoM3BefieHa UHTYbaLua Tpaxen,
Fi02max = 0,8, Fset = 50/MuH.

B Bo3pacTe 50 MUHYT XWU3HM PebGEHOK nepeBefEH
B OPWTH, HauaTa aHTubGaKTepuanbHas Tepanus (am-
NAUUANUH/CYNbBAKTaM, HETUNMULMH). Y pebeHka C
poxaeHus obpalano Ha cebs BHUMaHWe Hanuune Bbl-
PaXeHHbIX AecopmaLuin B nneuvesblX, 6efpeHHbIX KO-
CTAX, KOCTAX FOfIEHN U Npeanneybs, MHOXeCTBEHHble
nepenombl, Npu Nanbnauuy onpefensnach Kpenutauus.
CTurmbl gucambpuoreHesa: runepTenopnusm, HU3Kopac-
NONOXEHHbIE YLK, MO3rOBOW Yepen 3HaUnTenbHo 60Mb-
e n1ueBoro.

B nepBble ABa AHA NpoBejeHa Tepanns KOMOUHaL M-
en podamuHa m pobytamuHa. Ha doHe nposoammon
Tepanun COCTOSIHME C MOMOXUTENbHOW AWHAMMKOW,
AbIXaTeflbHaA HeaoCTaTouHOCTb (AH) ¢ yMeHblueHnem,
KMCNOTHO-0CHOBHOE cocTosiHne (KOC) KomneHcupoBa-
HO, 3aBUCUMOCTb OT [OMONHUTENbHOTO KUCNOpPOAa A0
40%. bbln NPOBEAEH NOMHbBIN 06BEM JUATHOCTUUECKUX U
CKPUHUHIOBbIX MCCNe0BaHWiA. Ha peHTreHorpaduu op-

raHoB rPyAHON KNETKWN pecnmpaTopHbin ANCTPECC-CUH-
APOM 2 CTeneHu, Ha 3TOM (hOHe HEenb3f WUCKNOUUTb
[ABYCTOPOHHIOIO MHEBMOHUI0. I3MeHeHne TeHn cepaua.
Ha peHTreHorpacuu yepena runonnasus TEMEHHbIX
KocTen. Ha 2 cyTku npebbiBaHns B OPUTH ocmoTpeH
TPaBMaTOoN0roM, NpoBefeHa umMmobunusauns, dukca-
LM KOHEYHOCTEN K TYNOBULLY, WMPOKOE NefeHaHue.
OCMOTpEH reHeTUKOM. PeKOMEeHA0BaH: KOHTPO/b YPOB-
HA WenoyYHomn docdaTasbl, NapaTUPEoOUAHOro ropMoHa
B KPOBWU, ypOBHA BUTamuHa [, 33I. B HEBponoruyeckom
cTaTyce Habnganacb NoAoOXuTeNnbHasa guHamuka. UBJI
npofomkanacb Ao 13 cyTok npebbiBaHus 8 OPUTH, aa-
nee pebeHOK 3KCTybupoBaH. bbina npogomkeHa CPAP
Tepanusg, K 17 cyTKam npou3BefleHa CMeHa pecnupa-
TOPHOW Tepanui Ha BbICOKOMOTOYHbIE KaHIONMK, fanee
auddysHaa macouHas Tepanus 02. IH He nporpeccu-
pyet, no KOC n rasam KOMneHcupoBaH. C y4eTOM KOH-
TamuHaumu Klebsiella pneumoniae, Staphylococcus
aureus MRSA B Tepanuto BKNOYEH BaHKOMULUH, NpoBe-
[EHA CMeHa aHTMBAKTepuanbHOW Tepannmn: MeponeHem.
19.02.2024 nonyyeH aHanu3 AHK, aHanu3 koaupyollen
NOCNeA0BATENbHOCTYA U NPUAEraloWmX K 3K30HaAM UH-
TPOHHbIX 06nacTent reHa ALPL (runodocTtdarasus) — He
BbISIBNEHO. B CBA3M C ynyulleHnem COCTOAHUA pebeHok
nepeBefieH B HEOHATONOrMYeCKoe OTAENEHNE, FAe NPo-
AOMKaeTca Tepanus.

Bbisogbl. MporHo3 HO 3HauMTeNbHO 3aBUCUT OT TUNQ,
KOMMuecTBa NEpeioMOB M TAXECTH COCTOsHUA. Hanbo-
nee HebnaronpuaTHbIM sBnseTcs HO 2 Tuna, neTanbHbli
MCXof HacTynaeT BCMeACTBMe [blXxaTeNbHOM HeaocTa-
TOYHOCTW. Y Hallero nauueHTa HabnAAETCA NOMNOXN-
TeNbHas [UHAMUKA, B HACTOALLNIA MOMEHT XU3HEYrpo-
XAILWLEero cocToAHnsA HeT. HeobxoaMmMo reHeTnyeckoe
NnoATBepXJeHne [uarHosa. YBenuyeHuto npoaosIxKu-
TENbHOCTY XU3HM CNOCOBCTBYET PAHHAS ANATHOCTUKA,
OpraHu3auus NpaBuUIbHOW Tepanuu u yxoaa. PeKomeH-
AyeTCcs reHeTUYecKoe KOHCYNbTUPOBaHWE poauTenen
JaHHOro nauueHTa Npu NNaHUPOBAHMUW MoCNedyoWnx
6epemeHHOCTei.

CNOXXHOCTb ANATHOCTUKW N TEPANNN:
CEMEWHbIN FEMO®ATOLUTAPHbIIA
NMMMOOrNCTUOLNTO3 Y PEBEHKA

6 MECALIEB
Xyaaposa K.M., O3eposa E.C., icaeBa [.A.
HayuHbiii pykogodumenb: K.M.H., doyeHm JlapuHa J1.E.

PHUMY um. H.W. NMuporosa MuH3gpasa Poccuu,
Kadeapa nponeaeBTUKM ATCKUX 6one3Hen MO

AKTYanbHOCTb. CemenHbli remoarounTapHbliA NUM-
dorncTmoumnTos (crn) — ato XU3Heyrpoxarwouiee um-
MYHOOMOCPEA0BAHHOE ayTOCOMHO-pPeLeCCMBHOE 3a60-
feBaHue, BbI3BAHHOE (DYHKLMOHANbHbIMK AedieKTamu
T-numcounTtoB n NK-KNeToK, MpUBOASALLIEE K LUTOKMU-
HOBOMY LITOPMY, aKTUBaLUUM harouuToB 1 MOPAKEHUIO
3penbix POPMEHHbIX INEMEHTOB KpOBYW. Hanbonee yacto
BCTpevalolmecs nepsble NPosBNEHUA: CTOWKAA NUXO-
pafka, remartocnaeHomeranus, NaHUMTONEHNS, numda-
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JleHonaTua 1 3k3aHTema. 1o gaHHbIM J. Henter 3abone-
BaemocTb CI/1 cocTaBnseT 1,2 cnyyasi Ha 1000 000 geTeil
Ao 15 net B rof. Ha JaHHbIN MOMEHT CYLILECTBYIOT MEX-
AYHapOAHbIe ANArHOCTUYECKUE KpUTepuu, npu Habope
5 U3 8 KNUHNUECKMX U/unn NabopaTopHbIX CUHAPOMOB,
MOXHO 3anofo3putb CIJl, HO OKOHUYaTeNbHbIN AWATHO3
dopmynupyeTcs nocne NOATBEPXAEHHOrO reHeTuue-
CKOro uccnefoBaHus. Tak, Npu BbIABNEHUU MyTauUumn B
reHe STXBP2 passusaetcs CIJ1 5-ro Tuna. fleyenue CIT1
npoxoAuT no npoTtokony HLH-1994, npuHatomy Mexay-
HApPOAHbIM TUCTUOLMTAPHBIM OOLLECTBOM, MOCNE Yero
TpebyeTcs TpaHCNNAHTaLWUA remono3ITUUYeCKUx CTBO-
NOBbIX KNeToK. CMepTHOCTb OT MPOBOAUMOrO fleyeHus
CHM3MNacb ¢ 95% [0 35%, TpPexneTHAS BbDKUBAEMOCTb
cocTaBnaet 55%.

KnuHuuecknin cnyyain. NauueHT /1. B BO3pacTe 2 Mecs-
LieB BnepBble 6bin rocnutanusnposaH B MAMKB ¢ xano-
6amMn Ha ANUTENbHOE MOBbLILIEHME TEMMNEPATYpbl Tena,
nepuosnyeckn NoABAAIOLWYIOCA CbiNb. KNMHUYECKKN: Ha
KOXe TYNOBULLA U B eCTECTBEHHbIX CKMaAKax nanynes-
Has 1 neTexmanbHas Cbifb, HA KOHEUHOCTAX eAUHNYHbIE
3NEMEHTDI, renatocnieHomeranus. flabopatopHo: Hop-
MOXPOMHas HOpMoLMTapHas aHeMus cpefiHell CTeneHu,
TpombouuTONneHus, runepdepputTuHeMnus, Koarynona-
TUA. B AMArHOCTUYECKUIA MOUCK BXOAMMM reMo6bnacTos,
reHepanu3oBaHHble uHQexumun. Metogom MNUP BbisBne-
Ho [IHK Cytomegalovirus, pebeHoK nepeBe/ieH B NHGeK-
LIMOHHDI CTaLMOHap ANS AaNbHENWWEro fneyeHus.

B nocnepytouwem nauueHT Jl. ABaxAbl moctynan B
MArKB, NpUumMHON Yero ctana HOPMOXPOMHasi HOPMO-
LMTapHaA aHeMUs TAXKENOW CTENEHMN TAXECTH, TPOM60O-
umToneHms. JlabopatopHble U3MEHEHUS KyNUpOBaHbl
KOMMNOHEHTaMu KpoBu. Mpu [ONONHUTENbHBIX 06Cne-
[OBAHUAX UCKNIOYEH psfA 3aboneBaHui: xenesonedu-
LUWTHaA, remonuTuyeckas W annacTuyeckas aHemmu,
NN30COMHble 60ME3HM HaKomneHus. BbinonHeHo non-
HOE 3K30MHOEe CeKBEHUPOBaHWE, B XO4e KOTOpPOro 06-
HapyxeHa myTauusa B reHe STXBP2. YunTbiBas faHHble
aHaMHe3a, KNWHUYECKOW KapTUHbI U MONEKYNApHO-Te-
HeTU4eCKoro MccnefoBaHus, BbiCTaBneH anarHos: «le-
mocharouMTapHblil  numdoructuoumtos. MyTauma B
reHe STXBP2». Hauata Tepanus B pamkax npotokona
HLH-1994. Mo pesynbTatam nposefeHHoro HLA-Tunu-
pOBaHMA O6GHApYXeH MOMHOCTbIO COBMECTUMbIA POA-
CTBEHHbII JOHOP NS aNnforeHHoW TpaHCNNaHUuKU re-
MOMO3TNYECKMX CTBOMOBbLIX KNETOK. B pamkax neveHus
Mo NPOTOKONY 1 NO €ro OKOHYAHMI0 OTMEYANNCh TPAHC
(Py3MOHHO3aBNCUMbIE AHEMUS U TpombounToneHus.
PeXxum KOHAMLMOHMPOBAHUA NepeHeceH YAOBMETBO-
puTenbHO. PaHHWIA NOCT TPAHCNNAHTALMOHHbBIN Nepuos,
npoTekan Ha (oHe [BYCTOPOHHEN MHEBMOHMMN, PEAKTU-
Bauuu UMB-nHdekumn. fMleilkounTapHoe NpuxmBneHune
0TMeyvaeTcst Ha 16 cyTkU. OBLMN XMMepu3m Ha 60 CyTKN
99%, TPAHCNNAHTAT (PYHKLMOHUPYET.

3aknioueHune. [leTn rpygHoOro M paHHero Bo3pacta
SIBAAIOTCA TPYNNon pucka No BPOXAEHHbIM NOPOKAM W
reHeTUYeCcKUM 3aboneBaHuUAM, NO3TOMY CTOWKO COXpa-
HAKLWMEC CMMNTOMbI, OTCYTCTBMUE 3dhheKkTa OT npo-
BOAMMOrO fleYeHMs — rMokKa3aHue AN NPUBMEUYEHUS

14

Bpaua-reHeTMKa W NpoBefeHNs COOTBETCTBYIOWMUX UC-
CNneaoBaHmMiA. B naHHOM cnyuae, 6narofaps CnaxeHHoM
paboTe MHOMMX CMELWannucToB, BOBPEMS MOCTaBMeH
JAMArHo3 N HAuaTo leyeHne, Ho He CTOMUT 3a6blBaTb, UTO
Mpu TaKMX TAXenblX 3a60neBaHUAX W KpaliHe HecTa-
GUNbHOM COCTOSIHIM NALMUEHTOB, GbIBAET OUEHb TPYAHO
CMNPABUTbLCA C OCNIOXHEHNAMMU HEOBXOANMON Tepanuu.

ANATHOCTUYECKUIA MONCK
V PEBEHKA C MYTALMEN B FEHE KRAS:
OT AHEMUU A0 AYTOUMMYHHOIO
NMMOONPOTMOEPATUBHOIO CUHAPOMA
Tynynosa C.A., ibiweBa A.W.
HayuHbiii pykoeodumenb: K.M.H., doyeHm JlapuHa J1.E.

PHAMY nm. HW. Muporosa MnH3gpasa Poccuu,
Kadeapa nponeaeBTUKM AeTCKUX 6one3Hen N

BBefeHue, aKTyanbHOCTb. [eHeTUUeCKn 06yCoBeH-
HOe HapyLleHMe BHEWHero nyTu anonTo3a MMmMQoumnTos
MPUBOANT K ayTOMMMYHHOMY numdonponndepaTneHo-
My cuHapomy (AMNMC). B ero oCHOBe NEXNUT MyTauus B
reHe FAS. 3a601eBaHMI0 CBONCTBEHEH LIMPOKNI CNEKTP
KNMHNUUYECKUX NPOABNEeHNA: numdaaeHonatus, CnineHo-
meranus, ayToMMMyHHas LWUTOMEHUA, NOBbILWEHME MO-
nynaunm DNT-KNeTok, CKNOHHOCTb K NMAOMAHBIM 3710~
KaueCTBEHHbIM HOBOOOpPa30BaHWAM. MyTauus B reHe
KRAS moxeT npusect k passutuio ANMNC-nofo6Horo
CcuHApoma, npossnsawoweroca Kak AMMNC.

KnuHnuecknin cnydyaii. Manbumk Tpex net rocnuta-
NN3UPOBAH C Xanobamm Ha 60Mb N OrpaHUYeHmne aBu-
XEeHWii B wee, 601b B XnBoTe. /labopaTopHO: remorno-
6UH 83 r/n, peTUKynouutbl 3,6-4,18%, TPOMGOLMUTHI
79*10™9/n, npo6a Kym6ca oTpuuaTenbHas, nosbllueHue
06bWwmnx UMMyHornobynmHos A, G, M n BuTammHa B12.
Y3W: renatocnneHomeranus 6e3 Npu3Hakos noptanb-
HOW runepTeH3uy; WelHbIn numdaaeHuT. UCcKnoUeHbl:
numdonponudepaTusHble 3aboneBaHus, nopTanbHas
runepteHsus, I6wWwTenH-bapp BupycHon nHdekuusa. MNa-
LIMEHT BbINUCaH C JMArHO30M reMonuTUYecKas aHemms
C NAaTeHTHbIM remMonN30M. B MeXrocnutanbHbli nepuog
COXPaHANMUCb CNAeHOMeranus, aHemus.

MOBTOPHO rOCNUTANM3NPOBAH C CUMNTOMAMIU FremMop-
parMyeckoro Backynuta (CbiMb, CYCTABHON CUHAPOM).
Mpu nocTynneHnu: remorno6buH 54 r/n, TPOMGOLNTDI
126*10"9/n, neikounTbl 2,58*10"9/n, cnneHomeranus.
WckntoueH pe6toT remo6nacTosa, rucTMoumTos us Kne-
TOK /laHrepraHca. [laHHble aHamHe3a (4nuTenbHo cyuie-
CTBYIOLLME CNINIEHOMEranus, LIMTONEHNS), KTMHNYECKOTO
ocmoTpa (numdonponudepaTuBHbIA CUHAPOM, aHru-
OHEBPOTUYECKME OTEKM, BACKynuT) n NabopaTopHOro
o6cnenoBanua (runeprammarnobynuHemmus, nosbllle-
Hue DNT-KneTok u ypoBHaA B12) xapakTtepHbl ans ANC
n AJINC-nogo6HOro cnHapoma. 1o NonyyeHns reHeTn-
Ueckoro noATBEPX/AEHNUSA ANArHo3a pelleHnem Bpave6-
HOW KomMCCUW 6bin Ha3HaueH cuponumyc. OTMEUEHO
KyNnupoBaHue SIBNEHWA remopparnieckoro BackynuTa,
MAHLUWUTONEHUU, CNAIEHOMEranuu. B MexrocnuTanbHbIn
nepuoa pebeHoK nonayyaeT CMpoKUMyC, COCTOSIHME CTa-
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6unbHoe. TonyuyeHbl pe3ynbTaTbl FEHETUYECKOro UC-
cneposaHua: B reHe KRAS BbisiBneHa mytaumua ¢.37G>T
B TETEePO3UrOTHOM COCTOSIHUW, XapakTepHasa Ans
ANNC-nogo6HOro CMHAPOMa.

3aKnoueHne 1 BbIBOAbI. YUNTbIBAS WIUPOKMIA CNEKTP
KNUMHUYECKUX MNPOSIBNEHWA, Ha3HaueHune cneuudu-
ueckon Tepanuu, AINC n ANC-noao6HLIN CUHAPOM
HYXXAAKTCA B reHeTUYeCKOM NOATBEPXAEHUU ONdA On-
TUMANbHOTO BeAeHMA nauueHToB. O6HApYXeH psaj
ANNC-nogo6HbIX CUHAPOMOB C MyTaLWAMM, KOTOPbIE He-
MocpeACTBEHHO He HabnwgatTcs npu AJNC. Mo3tomy
LLenecoobpasHo pacCMOTPETb BO3MOXHOCTb Pa3BUTUA
y naumeHta AJ/INC-nogo6bHOro CMHAPOMA U MPOBECTU
yrnybneHHoe WUCCNefoBaHMA FeHoMa Npu OTCYTCTBUU
myTauumn B reHe FAS.

HEMMMYHHASA BOASAHKA NNIOAA
VYV PEBEHKA C CUHAPOMOM HYHAH
Basunosa A.l., Xoxnosa A.Il.

HayuHbili pykogodumens:
K.M.H., doyeHm CapkucsH E.A.

PHAMY nm. HW. Mnporosa MuH3apasa Poccun,
Kadeapa rocnuTanbHOW NeanaTpum
UMeHu akagemunka B.A. TabonuHa
OTKB N29 um. H. CnepaHckoro

BeeneHue. HeummyHHasa BoAfHKa nnoja (HMBN) —
reTeporeHHoe pacCTPOMCTBO, ABNAOLWEECS KOHEUHON
CTaiuen HEKOTOPbIX BHYTPUYTPOOHbIX 3aboneBaHMiA
nnoaa, XapakTepusyllleecs CKONMeHmem TpaHccyaaTa
11 BbIPQXXEHHbIM OTEKOM TKaHell. [peHaTanbHas agnarHo-
cTuka HUBI He BbI3blBaeT TPYAHOCTEN, OfIHAKO, BbisB-
fIeHne 3TUONOTUMN ABNAETCA CNOXHOW 3aauen.

KnuHnuecknin cnyyan. [leBouka X., OT matepu 42 ner,
0T 5-01 6epeMeHHOCTH, 5-bIX NpexaeBpeMeHHbIX one-
paTuBHbIX POAOB Ha 35 Hefene rectauun. Ha ynbTpassy-
KOBbIX CKPUHUHrax nnofa BbiABNANNCD aHTUAPAMHUOH,
BEHTPMKYNOMeranus, iByXCTOPOHHUIN rMApOTOPaKC, M-
Aponepukapa. MNpu BCKPbITUM NIOAHOIO My3bipA Nony-
YeHbl MyTHbIe OKOMONNOAHbIE BOAbl. Macca Tena npu po-
waeHun — 2920 rpamm, gnuHa — 53 cm, no wkane Anrap
oueHeHa Ha 4/5/6 6annos. Tpe6oBanocbh NpoBefeHue
PeaHNMALMOHHbIX MEepOnpuUsTUA B POAMSIbHOM 3ane.
Ha annapate WCKYCCTBEHHOW BEHTUASALNM NETKMX, B TA-
Xenom CoCTOAHUN [eBOYKa MnepesBefeHa B OTAefneHue
peaHnMaLym N MHTEHCUBHOI Tepanun HOBOPOXAEHHbIX
(OPUTH). TaxecTb cocTosHNs 6bina obycnosneHa HUBI,
AblXaTenbHON HeJ0CTaTOYHOCTbIO ([H), cuHapOMOM yr-
HETEeHUs LLeHTPaNbHOW HEPBHOW CUCTEMBI.

Mo JaHHbIM  HEMpoCoHorpadum NpUCYTCTBOBA-
NN NPU3HAKN BHYTPUKENYLOUYKOBbIX KPOBOU3NUAHUM
[I-1ll cTeneHu, BbIPAXEHHON BEHTPUKYNOLMNATALMN,
Hapy)XHOW ruapouedaniu, HauanbHble NPU3HAKKU Ne-
PUBEHTPUKYNAPHON NelkoManaunu. BbisiBNeHbl peHT-
FeHONOrnyeckne NPU3HaAKUM BPOXAEHHON MHEBMOHMN,
ruapoTopakca, rugponepukapna. MeTofom ynbrpassy-
KOBOIO CKaHWPOBAHMA BbiBNEHbI MPWU3HAKW runonna-
3um obenx noyek. Mo pesynbraTam 3xokapanorpacdum

ANArHOCTUPOBAHbI MHOXECTBEHHbIE MbllieUHble Aetek-
Tbl MEXOKeNyA0UKOBOW NeperopofKu, NErouHas runep-
TeH3MA. Ha 3 CYyTKM XN3HW C Lenblo 4006CNe0BaHUS U
NPOBe/eHNA 3aMeCTUTeNbHON noyeuHon Tepanum (3MT)
pe6beHok nepeseaeH B OPUTH mHoronpodunbHoW aeT-
CKOW 60NbHULLbI.

Mpu NOCTYNNEHUM COCTOAAHME OLEHMBANOCh Kak
KpanHe Taxenoe, 06yCNoBNeHHOE BbIPAXXEHHbIM OTeu-
HbIM CUHPOMOM, CEPIEYHO-COCYANCTON, ibiXaTeNbHOMN,
MOYEYHOW HeA0CTAaTOUHOCTbK, HEBPONOrNYECKON CUM-
NTOMaTMKON. Mp1 0CMOTpPE BbIIBNEH NULIEBON JUCMOP-
thun3m (WMpPOKMIA 106, HU3KO NOCAXKEHHbIE YLIK). B CBA3N
€ haKTUMUeCKMM OTCYTCTBMEM AMYpe3a U HapacTaHuem
OTEUHOTO CUHAPOMA HA 4 CYTKW XXM3HU HAuyaTo MpoBe-
neHue 3MT.

Ha cboHe npoBoauMON pecnupaToOpHOW M KapAaMoTo-
HUUYECKON MOAAEPXKKW, aHTMBAKTEPUANbHOW, TpaHCdy-
3WOHHON, TeMOCTAaTUYECKOMN, 3aMeCTUTeNbHOW MNovey-
HOW, MH(Y3MOHHOW Tepanuu, a TakXe APEHUPOBaHUSA
nneBpanbHbIX NONOCTEN, COCTOSIHME pebeHKa CTabu-
NM3NPOBaNoCh, Ha 53 CYTKWN XW3HW HAyaTO 3HTEepanb-
HOe NUTaHWe, Ha 59 CyTKM AeBOYKA 3KCTYO6UPOBaHQ,
Ha 66 CYTKW nepeBefeHa B OTAEeNeHWe BTOPOro 3Tana
BbIXaXmBaHus. OfHaKo, CNycTs 8 CyTOK No NoBOAY Ha-
pacTtaHus IH pe6eHoK NOBTOPHO MHTY6MPOBAH M nepe-
BefeH B OPUTH.

Ha ¢oHe MHTeHCUBHOWN Tepannmu COCTOAHME AEBOYKM
MepMOANYECKM CTAabUNM3NPOBANOCh 1 MOBTOPHO yXya-
wanocb. HeoQHOKPATHO CNy4anucb XenygouHo-Ku-
WEeYHble KpOBOTEUEHUSA, NO MOBOAY Yero pebeHokK 6bin
nepesefieH Ha mapeHTepanbHOe nuTaHue. bbin BbiAB-
NIeH TMNOTKUPeOo3, KOTOPbI 06YCNOBMA KOHCYNbTALUI0
3HAOKPUHOMOra, Ha3HaueHa 3amecTuTenbHas Tepanus
L-TupokcuHom. Mo pesynbratam reHeTUYeCKoro uccne-
[OBaHWA Kapuotun — 46 XX, BbiABM€Ha MyTaLua B reHe
RAF1 rs80338796 G>A. Y poanTenei naunMeHTKN LaHHOW
MyTaLunm 0BHapyXeHo He 6bino. B cBA3M C Hanuumem
NNLEeBOro Aucmopdu3ma, MHOXECTBEHHbIX BPOX[EH-
HbIX MOPOKOB pa3BUTUA (MBMP), HKBN, pesynbTaTamu
reHeTMyeckoro uccnefoBaHWa AWMArHOCTUPOBAH CUH-
ApOM HyHaH.

B Bo3pacTe 5 mecsaueB 27 CyTOK XU3HU Ha hoHe npo-
rpeccupytowLero yxyaeHnsa COCTOAHUA pa3suiach Kpu-
TUYeckas apTepuanbHas rUNoTeH3ms, 6paankapans ¢
nepexofom B acUCTONMIO. PeaHUMaLMOHHbIe Meponpu-
ATUA B TeueHune 30 MUHYT OKa3anucb 6e3ycneLHbIMu,
KOHCTaTWpoBaHa buonoruyeckas cmeptb cnycTa 175 cy-
TOK nNpebbiBaHKA B CTaLMOHape.

3akntoueHme. HecMoTpsA Ha afleKBaTHO NMPOBOAUMOE
neyeHne, cOCTOAHNE HeOHOLWEHHON AeBoukn ¢ HUBI
1 MBIP ocTaBanocb KpanHe Tsxenbim, Tpe6oBano anu-
TenbHoro neyeHnns 8 OPUTH n npmBeno K netanbHOMy
ucxony. MpPUUNHOW YKA3aHHOTO COCTOSHWUS SIBNANACh
CUHApPOManbHaa natonorus, pa3BuBLIAACA BCneacTBme
myTauum de novo. BoiseneHue HUBM Ha ynbTpa3ByKo-
BbIX CKPMHWHrax ABMAETCA MOBOAOM [LNA NPOBeAeHuUs
MeANKO-TeHeTUYeCKOro KOHCYNbTUPOBAHMUA.
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KMMHWYECKINIA CNYYAI TPOMBO3A
nPU TMNEPFTOMOLWNCTEVMHEMIN
Lnmkosa H.M.

HayuHbiii pykogodumenb: K.M.H., doyeHm /lapuHa /1.E.

PHMY um. H.W. Muporosa MuH3apasa Poccuu,
Kacheapa nponeaeBTUKK AeTcKux bonesren N

AKTYanbHOCTb. OfHOW M3 Cepbe3HblXx Npobnem co-
BPEMEHHOW MeAWULNHbI ABNAETCA MpPeLpacnoNOXeH-
HOCTb K TPOM603aM. [T03TOMY NOUCK AOCTOBEPHBIX Map-
KepoB, NO3BOMAIOLWMX 3aN0403PUTb PaHHee pa3BuTue
TPOMBOTMYECKMX COCTOAHUM, BbICOKO aKTyaneH. OaHUM
U3 naTtoreHeTMUYecknx akTopoB B pPa3BUTMN TPOMGO-
30B ABNAETCA rMNepromouucTenHemums (rru). rru, — ato
COCTOSIHME, NPU KOTOPOM COAEpXaHue romoLmcTenHa
(TLL) B nnasme KpoBM NPeBbIWALT 11 MKMOSb//.

MpuunHamu TTL moryt ABUTbCA: HEJOCTAaTOUHOCTb
honmeBomn KUCNOTLI, BUTaMuHa B12 n B6, Hebnaronpu-
STHBIN NUNUAHbIA Npodunb, HENPABUNbHOE NUTaHMeE,
yalle BCTPeYaeTCs Y ManbunkoB. Bo3MOXHO NoBbiLie-
Hue ypoBHs 'Ll npu 3a6oneBaHNAX NoYekK, WUTOBUAHON
Xenesbl, a Takxe BCNeACTBME MyTauun B reHax ¢o-
naTtHoro obmeHa. Takoe 60Mbluoe KONUYECTBO MPUYUH
3HAUNTENbHO 3aTPYAHAET PAHHIOW AUarHOCTMKY ITL un
Kak cnefcTeue nponnakTMky TPOM6OTUYECKMX COCTO-
SHWUIA, ONACHbIX ANS XU3HN.

KnuHnuecknin cnyyan. Mauuent 3., 2005 r. Pe6eHok oT
| 6epemMeHHOCTH, CBOEBPEMEHHbIX POAOB. PaHHee pas-
BMTME — 6e3 ocobeHHoCTel. B cheBpane 2013 roaa 6bina
BbISIBMIEHa KUCTO3Has KpaHuodapuHreoma. Mpoeoaun-
NOCb XMPYypruueckoe fieyeHune — yCTaHOBKA pe3epByapa
Ommas B 2013 rogy v yaaneHue kpaHmodapuHreomol B
2016 ropy. BcnefcTBue nopaxeHusa runaTtonomoruno-
thn3apHoi obnacTy nocne onepauun passunacb 3HA0-
KPUHHAA MaToNorns — runonnuTynTapusm: BTOPUUHbINA
rMnoTUpeos, BTOPUUHLIA runokopTuumam, CTr-gedu-
LMT, BTOPUUHbIA TUMNOrOHAAN3M, HecaxapHblid Auaber.
MonyyaeT 3amMeCTUTENIbHYI0 FOPMOHASbHYIO Tepanuio.

[N McKnlouYeHns AanbHemwero pocta KpaHuoda-
PUHTMOMbl M KOPPEKTMPOBKW MOAyYaemMon Tepanuu
nepesegeH B HUW um. bypaeHko, rae B xoae obcneno-
BaHUA C/lyyaHbIM 06pa3oM 6bin BbISIBNIEH ABYCTOPOH-
HWIl UneodoemopanbHbin TpoM603 (nonb 2016 roga).
Ha3HauyeHa aHTUKOArynaHTHaA Tepanusa — 3HOKCanapuH
HaTpua 0,35 mn 2 p/a n/k. C 2016 roaa NauueHT exeroa-
Ho rocnutanu3uposanca B8 MAMKb ana oueHkn auHa-
MUKW COCTOSIHWS M onpefeneHns aanbHenwen TakTUKK
BeJeHus.

locnutanusaumm 16.01.2017-19.01.2017. Mo Y3AI uc-
CNefoBaHNI0 COCY0B HIDKHUX KOHEUHOCTe — npu-
3HaKM NPUCTEHOUYHOr0 TPOMO03a 06WMX BeAPEHHbIX U
MOBEPXHOCTHbIX BEH 6efpa C 06enX CTOPOH C CYXEHUEM
npocseta Ha 30-60%, NPU3HAKM NMPUCTEHOYHOTO TPOM-
603a Hapy)XHON NOAB3JO0LWHON BeHbl cnpasa. Mo Y3A4r
COCYA0B BEPXHUX KOHEUHOCTEN — NPU3HAKN MOCTTPOM-
60nebuTNUECKOro CHApoMa. B koarynorpamme: runo-
Koarynaums, runepromouucTenHemmus (16,45 mxmonb/n).
MpofomkeHa aHTUKoArynaTHasA Tepanus.
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lpoBeaeHoO reHeTUyeckoe uccnefoBaHne, KoTopoe
MOATBEPANNO Hanuune myTaLun B reHax, KOAUpYoLWmx
cnegywowme  (epmeHTbl:  MeTuneHTeTparugpodgona-
Tpeayktasa (MTHFR), meTnoHuHcuHtasa (MTR), meTu-
OHMHCUHTA3apeaykTasa (MTRR). Ho uckniouatb pornb
Apyrux gakTopos B pa3suTum L TakxKe Henb3s. Takum
06pa3om, B xoe 06cneaoBaHua y pebeHka BbiIBNEHO
BPOXJEHHOe HapyLleHne CUCTeMbl remocTasa, onacHoe
peLnANBaMUN XU3HEYrPOXAILWNX TPOMOO30B — runep-
romoumcrtenHemus. MpofonKeHa aHTUKoArynaTHaa Te-
panus.

lfocnutanusauua 27.10-03.11.2021. MNpwu KT-aHruorpa-
thum: pekaHanmsaums Tpom603a. YuuTbiBas pPUCK pas-
BUTMS NOBTOPHbIX TPOMB0O30B, aHTMKOArysHTHas Te-
panua npoLosKeHa.

28.07.2022-31.07.2022 rocnuTtanu3npoBaH Ans npose-
[NEeHNa KOHTponbHOro ob6cneposanus. Mpu Y3 uccne-
JIOBaHUM HUXHEW NOSION BeHbl, MOAB3AOLWHbIX BEH, BEH
HUXHUX KOHEYHOCTEN — COCTOSIHWUE NOCNe ABYCTOPOH-
Hero uneogemopanbHoro Tpom603a, NPU3HaKu NocT-
Tpomb6othnebuTUUYeCcKUx n3meHeHun. B koarynorpamme
rMNepromoLnCTeMHEMUN CcoxpaHanacb. lpogomxeHne
NpoUNAKTUUECKON aHTUKOATYNSAHTHOW Tepanuu puBa-
pokcabaHom.

3aknoueHue: [TL ABnseTcA BaXHbIM naToreHeTuue-
CKUM (hakTopom B pa3BMTMU TPOM6GO30B, paHHAA Ana-
FHOCTUKA KOTOPOro npu OTCYTCTBUWM CUMNTOMOB FrOMO-
LMCTEMHYPUN 3HAUMTENbHO 3aTpyAHeHa. Heobxogmmo
BBECTW 06513aTeNlbHOe onpefeneHune yposHa 'Ll y naun-
EHTOB C (PaKTOpamm pucka pasBuTUA TPOMBOTUUECKUX
COCTOSIHWIA, UTO IBNAETCA NPOUNAKTUKON XKU3HEYrpo-
XaLWmx TPOM6030B.

KAWHWYECKNIA CNVYAIA BbISIBNIEHUS
CUHAPOMA AU DKOAXN V NALUUEHTA
C TETPALLON ®ANNO
lumkosa H.M., CHerypeHnko M.A., lOHkeBuu E.
HayuHblli pykosodumenb: K.M.H., doyeHm JlapuHa J1.E.

PHAMY um. HW. NMuporosa MnH3gpasa Poccuu,
Kadeapa nponeaeBTUKM AeTCKUX 6onesHen N

AKTyanbHocTb. TeTpaga ®anno (TO) — BpoXAeHHbIA
nopok ceppua (BMNC), XxapakTepuayowWwmnitca Hanuumnem
CTEHO3a IeroYHOo apTepuu, 60NMbWOro AedeKTa Mex-
XENy[0UYKOBON Neperopoakm (MXM), JeKkcTpanosuumm
aopTbl (1A), runepTpodum CTEHKN NPABOTO XKeNyaoukKa.
[laHHbIA NOPOK BXOAUT B KOMMAEKC CMMNTOMOB, acCo-
LUUPOBAHHbBIX C cMHApPOMOM [in [xxopaxu (com — nep-
BUYHBIM MMMyHofeduuuTom U3 rpynnbl CATCH 22 — 3a-
60neBaHNI, CBA3AHHbIX C XPOMOCOMHbIMW aHOMANNSMU,
BCNEeACTBAM JeNeuun ANMHHOIO nieya OfHOW Komuw
22-i1 XpOMOCOMbI. BonbluMHCTBO NauuenToB ¢ CAM ume-
t0T NATONOr NI NULLEBOrO CKeNleTa U BPOXAEHHbIA NOPOK
cepiua, runokanbuMemnio BCKOpe NOoC/e pPoXAeHus.
MauneHTam, He UMELMM JAHHbIX CUMNTOMOB, ANArHO3
COL BbICTaBNAETCA 3HAUUTESIbHO MO34Hee, YacTo ABNSA-
eTCA CNYYanHOW HaxoaKoM, B UeM MOXHO y6eaANTbCA Ha
npumepe onuCaHHOro Aanee KNMHNYECKOro cyyas.
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KnuHuueckun cnyuvan. MaumeHt A. 15.05.2023 roaa
poxaenua noctynun 8 MAMKB 21.08.2023 no 3kcTpeH-
HbIM MOKA3aHWUSIM B CBSI3U C YXYALIEHMEM COCTOSHUSA B
BUAE BblPaXX€HHOW OfblLIKM, PA3NUTOrO LiaHo3a u 6ec-
nokoncTBa. fluarHo3 npu noctynnenun: TO, areHesus
KnanaHa nerouyHon aptepuu (/1A), aHeBpu3mMa CTBONA
1 BeTBen JIA, apTepuanbHasa rUnoKcemMus, HeaocTaTou-
HOCTb KpoBoo6palieHua |Ib, abixaTenbHas HeaoCTaTou-
HOCTb (AH) 3 cTeneHn. foCNUTaNU3NPOBaH B OTAENEHNe
peaHMMaLmMn 1 MHTeHcUBHo| Tepanuun (OPUT).

N3 aHamHe3a XN3HW: pe6EHOK OT 5 6epeMEHHOCTH, 4
CPOYHbIX POAOB Ha 40 Hepene. 1 6epeMeHHOCTb 3aKOH-
ynnacb MeNKaMeHTO3HbIM abopTOM, OT 2,3,4 bepemeH-
HOCTEN — 30poBble feTn. Macca npu poxaeHun 3400 T,
AnuHa 50 cm, 6/7 6annos no wkane Anrap. MaTb oTme-
uana y pebeHka CHWXEHHbIA anneTuT, OTKa3 oT efbl,
nnoxyt npubasky B Bece (Ha MOMEHT MOCTymnneHus
macca pe6éHka 3,95 Kr).

N3BecTHO, uTO pebEHOK HabnaaeTcs y Kapamono-
ra B KIMHUKO-AMArHOCTUYECKOM LEHTpe C MArHo30M:
BMNC. TO c areHe3nen knanaHa /1A, BMC 6bin Bnepsbie
BbiIBieH Ha 18 Hefene 6epemeHHOCTU. C poXAeHUN
NPOBOAMNACH UCKYCCTBEHHAA BeHTunAauua nerkux (MB)
B CBA3M C BblpakeHHOW [H, nonyyan aHTubakTepnanb-
Hyt0 (a/6), Tepanuio Ba3onpacTaHoM. [lns AanbHeiwero
NleyeHns B NepBble CYTKM XNU3HW 6bin nepeseseH B ATKD
um. H.O. ®Gunatosa 8 OPUT HOBOpOXAEHHbIX. 3a BpemA
HAXOXAEHNA B OTAENEHWM PeBEeHOK Monyyan Kapau-
OTOHWUYECKYI0 NOAAEPXKKY, [UYPETUKM, a/6 Tepanuto,
WHAY3NOHHYI0 Tepanuto, 3NeKTPoNuTbl, BUTaMUHbI BT,
B6. B nepBble ABa AHA NpebbiBaHNUA B CTaLUOHape OT-
Meuanacb CyfOPOXHAs aKTMBHOCTb, KOTOpAs Ha (PoHe
MeIMKAMEHTO3HbIX KOPPEeKLMA Kynuposanack. 18.05.23
pebeHOK 3KCTYOMPOBaH, HAXOAUNCA HAa BbICOKONOTOY-
Hoi moTaumu 02, 3aTem foTauusa 6bina npekpalleHa.
Mokasatenu reMogNHAMMKN OCTaBANNCh CTABMIIbHbIMU,
catypauus nabunbHas, B cpegHem 6onee 80%.

Mo [aHHbIM 3XOKapAwWorpacuu npu MOCTYNIeHUN
B MAFKB: BMC. T®. AreHe3us knanaHa f1A. Mexnpep-
cepaHoe cooblieHne ¢ nepemblukon, d = 3,5 MM C ne-
BO-NpaBbiM c6pocom. AHeBpuU3Ma CTBOMA W BeTBEN
NA. A (okono 30%). MomaopTanbHbii gedekt MXI,
d = 8*10 MM C nepeKpecTHbIM C6pOCOM. MbllLeYHbIN Ba-
MUK B NpoeKumn hubpo3HOro KonibLa C OrpaHuYeHnem
PacKpbITUA [0 4 MM, BbIpa)XE€HHAs HeA0CTaTOUYHOCTb
3-4+ TunepTpodma CTEHOK MPABOro xenyaouka n MXII.
PacwmpeHune nonocten NpaBoro npefcepaus, NpaBoro
XENYA0UKA. OKPATUMOCTb fIEBOT0 XeNyaouka: B npege-
nax Hopmbl. OB 58%.

21.08.2023 npoBejeHO onepaTUBHOE BMeLlaTesb-
CTBO: pajuKanbHas Koppekuusa Tetpagbl ®anno ¢ um-
NNaHTaLNen NerouyHoro 6UKyCNUAaNnM3MpoBaHHOIO ro-
morpaTa N214. B xome npoBefeHus onepauun 6bino
BbISIBNEHO OTCYTCTBME TUMyca. OBHapyxeHue [aHHON
natonoruu TpeboBano [ETaNbHOr0 PACCMOTPEHNUS,
noaTBepXaeHunsa auardHosa CAA.

B nekabpe 2023 roja 6bina npoBegeHa dnoopec-
LeHTHaa rmépuamsaumsa in situ (FISH) ¢ AHK-30Ha0M
TUPLE 1 (HIRA). Mo pesynbraTaM BbiiBNieHa Aeneuus

reHa TBX (22g11.2) n DGCR2 (10p14), uTo NoATBepXAaeT
npeanonaraemblii anarHos — CAf.

3akntoueHune. MpeacTaBneHHbI KNUHUYECKUIA Cny-
yall AeMOHCTpMpyeT 060CHOBAHHOCTb WCKNHOYEHUSs
CMHOpOMa Jeneumm XpoMocombl 22q11.2 Npu BbIABNEHUN
y AieTeN B HEOHATANIbHOM NepPUOLE XKIU3HN BPOXAEHHbIX
nopokos cepfua. Takxe nopo3peHue Ha CAA moryT
BbI3bIBATb F'MMNOKANbLMEMUSA HOBOPOXAEHHbIX C TUMO-
napaTupeo3om, 3aJepKka (uU3nyeckoro passutus,
NpU3Haku MMMyHoAedNLUTA U HANMUMe CTUTM QUCIM-
6puoreHesa.

CNOXXHbINA CNYUYAN
ANOOEPEHLNANBHON ANATHOCTUKA
NAPOKCU3MA/bHbIX DEHOMEHOB
V INMYBOKO HEAJOHOLEHHOIO PEBEHKA
C BPOXXAEHHOW LINTOMErATOBUPYCHOM
NHOEKLMEN
Myweposa A1.M.

HayuHble pykosodumenu:

0.M.H., npogh. Jleemsapesa M.T.,
K.M.H., doy. lpe6eHHukoea O0.B.

PHUMY nm. H.W. Mnporosa MuH3apasa Poccuu,
kadeapa HeoHaTonorun OAMNO
ATKB um. HO. GunaTosa

BeepneHune. [My6oko HeJOHOWEHHble AEeTU C 3KC-
TpemManbHO HM3KOW Maccon Tena, nepeHeclne nepu-
HaTanbHoe nopaxeHue LIHC cmewaHHOW 3Tuonorum
(rMnokcnMuecku-ueMmmyeckoe, HeTpaBMaTUueckoe re-
mMopparuMyeckoe W B pe3ynbTaTe reHepani30BaHHOW
BPOX/EHHON MHEKLMM) — Hanbonee CROXHas rpynna
60NbHLIX B OTHOWeEHUU AuddepeHLanbHol AuarHo-
CTUKM NApOKCM3ManbHbIX COBLITUN U TpebyloT 06s3a-
TeNbHOro npoBefeHud BuUAeo-I3[-MOHUTOPUHIA ANA
onpeaeneHns nNoKasaHun K NPoTUBOCYA0POXHON Tepa-
nuu (MCT) unu ee onTUMM3aLum.

KnuHuuecknin cnyyan. Manbumk oT maTepm 38 ner, ¢
OTATOLIEHHbIM COMATUUECKUM (XpOHUUecKas apTepu-
anbHas runepTeH3uns, MouekameHHas 6onesHb, 6onesHb
bextepeBa) 1 runexonornueckum (6ecnnogue) aHamue-
3amu, 0T 3 6epeMeHHOCTH (NpUuMeHeHre BCrioMoraTeb-
HbIX PenpoAYKTUBHbIX TEXHOMOrUN), NPoTeKaBllen ¢
Yyrpo30M npepbiBaHNs ¢ | TpUMeCTPa, BbICOKAM TUTPOM
IgM k LUMB B Hauane Il TpumecTpa, OT 1-X 3KCTPEHHbIX
OnepaTUBHbIX POJOB Ha CPOKe 22 Hefenu. Mpu poxge-
HUKM Bec pebeéHka 490 I, AnKMHa Tena 25 CM, OLLEHKA Mo
wkane APGAR 1/2/3 6anna. C poxaeHus Haxoaunca Ha
WBN. NMposoaunu aHTnbakTepuanbHyto, NpoTUBOrpun6-
KOBYIO U KapAMOTOHUYECKYID Tepanui, MeauKameH-
TO3HOE 3aKpbITMe reMOgNHAMUYECKN 3HAUNMOTO (Y HK-
LMOHMPYIOLLEro apTepmanbHOro NpoTOKa, KOPPEKLMIo
aHeMUM NYTEM remoTpaHcdy3num.

B OPWUTH ArKb nm. H.®. GunatoBa pe6EHOK NOCTY-
nun B BO3pacTe 26 CYTOK B KpanHe TAXENOM COCTOSA-
HUW, 06YCNOBNEHHOM TeYeHWem Ccencuca, pasButuem
MOMMOPraHHON HeJ0CTAaTOYHOCTU, CUHAPOMOM YyrHeTe-
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HMA Ha (DOHe NEepuUHATaNbHOrO TMMOKCUYECKNU-UILEeMU-
yeckoro nopaxeHus LIHC, nmarHocTnpoBaHa Taxénas
cdopma UMBU. [laHHbIX 3@ HePOMH(EKLUIO He BbisiB-
neHo. 3a Bpemsa npebbiBaHUs B OTAENEHUM Y pebeHka
0TMeuanocb BONHOO6pa3Hoe TeueHne MHMeKuun 6ak-
TepuanbHO-rpnbKoBo-BuUpycHoit atnonorun (poct K.
pneumonia u Candida parapsilosis, Hanuune AHK LIMB),
B CBA3W C uemM pe6EHOK Nonyyan aHTMbakTepuanbHble,
NpoTUBOrPU6KOBLIE, NMPOTUBOBUPYCHBIE U MMMYHOMO-
aynupylowme npenapatbl. CoxpaHAnacb NoOTPeGHOCTb
B pPecnupaTopHOM NOAAEPXKKE; OTMeUYannucb CUMATOMbI
rMnoTupeosa M rmnoKopPTULM3MA, UTO 06YCNOBUNO Ha-
3HaueHWe 3aMecTUTENIbHOW TFOPMOHANbHOM Tepanuu.
imenu mecto aHemus HefoHouweHHbIX (Hb 78 r/n), no-
TpeboBaBWas MepennMBaHMa 3PUTPOLUTHON B3BECH,
6paanapuTmMna Ha OoHe CTAbUNbHOW remMoJMHAMMKN,
peTuHoONaTus HeAOHOLEHHbIX, ONepupPOBaHHAs NYTEM
BBEAEHMS MHTMOUTOpA aHrnoreHesa. B kposu nepcu-
cTupoBanu neiikonexns (go 1,6x10"9/n) n Tpom6oLUTO-
nenus (10 14x10"9/n), o6ycnosneHHble TeueHnem LIMBHN,
a TaKXe MMenoToKcMuecknm 3chpeKTom raHLuKIoBmpa,
UTO CTaNO NPUYMHON NEPexoAa Ha BanraHLMUKIOBUP.

Ha ¢oHe npoBoanmol Tepanun oTMeUYeHa NONOXK-
TeNbHas AWHaMMUKa NO coMaTuyeckomy ctatycy. OfgHa-
KO YMeHblUeHWe cefaTUBHOW Tepanuu U yBenuueHue
aKTUBHOCTM pebEHKa K BO3pacTy 2,5 mecsAueB cOnpo-
BOXAANMCb HapacTaHMeM HEeBPONMOrnYecKo CUMNTO-
MaTUKKW: KPYMHOPA3MALIMCTOro Tpemopa U 3MnU30408B
TOHMYECKOr0 HaNpPsXeHUs, NPOBOLMPOBABLUUXCSA TaK-
TUNbHOW CTUMYNSALMei, 6eCNOKONCTBOM pebeHKa n co-
MPOBOXAABLWIMNXCA BpafuKapanei U runokcemmen. 3tu
(heHOMeHbl B COYETAHWUM C JAHHBIMW AMNAUTYLHO-NH-
TerpupoBaHHou 33 6bIMM pacleHeHbl HeOHaTonora-
MWU-PEAHMMATONOraMu Kak NPUCTYNbl CYAOPOr, Ha3Haue-
Ha MNCT. OtcyTcTBMe apdekta MNCT nocnyxnno noBoaoMm
K NMPOBEAEHNI0 MHOIMOKaHanbHOro Bmaeo-33M-MOHMTO-
putra (B3M). B npouecce 3anucu oTMeTMAN 3 3nu3oaa
reHepann3oBaHHON0  CMMMETPUYHOIO  TOHMYECKOro
HanNpPsXXeHUA C NoCcneayolmM anHo3, pasnuTbiMm Lna-
HO30M, BbIpaXeHHOW 6pagukapanein (0o 40 ya. B MUH.)
N CHMXeHuem caTypauun o 35%, 4NUTeNbHOCTbIO A0
2-X MUH. [laHHble (PEHOMEHbl KYMMpOoBananCb CaMoCTo-
ATENbHO MU TAKTUAbHOW CTUMYNALUMEN U He COMpo-
BOXJANUCb permctpaumen 33M-naTTepHOB NPUCTYNOB.
37O NMO3BOMIUMIO HEBPOSOTY PaCLEeHNUTb IaHHble 3NU30/bl
KaK BTOPUYHbIE [UCTOHMYECKWE aTaKW y rnyboko He-
AOHOWEHHOrO pebBéHKa C TsxenbiM nopaxeHnem LIHC
CMELAHHOro reHesa, He Tpebyiowme nposegeHus MCT.
N3meHeHMe Tepanun nNpuBeno K NoNoX1TeNbHOW ANHA-
MUKe B HEBPONOTMYECKOM CTaTyce pebeHka.

3aknioueHne. Co3faHue HernponU3NONOrnyeckon
CAyX6bl AN npumeHeHus BIM B cTaumoHapax HeoHa-
Tonoruyeckoro npounsa 6ynet cnoco6¢cTBOBaTh NOBbI-
LIEeHWI0 TOYHOCTU ANATHOCTUKIN CYAOPOT Y HOBOPOXAEH-
HbIX 1 NO3BOMUT CBECTM K MUHUMYMY HEOHOCHOBaHHOE
HasHayeHue MCT.
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KNUHWYECKMNIA CNYYAI CUHAPOMA
CTVUBEHCA I)XXOHCOHA

AktynaeBa X.P., A6acosa LL.T.,
banmyxaméetoBa [l., KoctuH P.K.

HayuHblli pykoeooumernb:
K.M.H., 0oyeHm AHukuH I.C.

[INKb 6

[laHHbIN CHAPOM ABNAETCA KpanHe peakon hopmoit
6ynnesHoil nonumopdHou 3putembl. Mo nocnegHuUM
JOaHHbIM NoKasaTtenb 3aboneesaemocTn konebnetcs oT
180 6 CnyyaeB Ha OOMH MUAMMOH YeNOBEK B rof, Npu
3TOM neTanbHOCTb gocturaet 20%. 3aboneBaHue Ha-
UMHAeTCA OCTPO, @ MOPaXeHMe KOXHbX MOKPOBOB M
CNU3NCTbIX 060M0YEK CONPOBOXAAETCA APKO BbIPAKEH-
HbIMM CUMMTOMAMW MHTOKCUKALWKU. NaToreHes 3akfio-
UaeTca B MacCoBoOM rubenu 6a3anbHbix KEPATUHOLUTOB
Fas-MHAyLMpPOBaHHbIM anoNTO30M, B OCHOBE KOTOPOro
NEXUT UMMYHOOMNOCPEeA0BAHHOE BOCNaneHue. Mpu 3Tom
cpean 3TUONOTMYECKMX (aKTOPOB MOXHO BbILENNTb
HECKONbKO rpynn nekapCTBEHHbIX NpenapaTtos, a TpU-
rrepom NPUHATO CUNTATb BO36GyAUTENen BUPYCHBIX U
6aKTepuanbHbIX NHGEKLUHN.

B paHHOM KnuHuyeckom cnyvyae Manbuuk 14 net
NOCTaBNeH B AETCKYl0 MHMEKLWOHHYI0 60NMbHULY C
xanobamn Ha nosbiweHue T Tena go 40 rpag, Henpo-
AYKTUBHbIN KalleNb U OfblWKY, a TaKXe BbIPAXEHHbIN
WHTOKCUKALMOHHbIA CUHAPOM. BaXXHO OTMETUTb, 4TO
annepronorMyeckoro aHamHesa Het y nauueHTa, ce-
MEMNHbIN TaKXe He OTATOLLEH.

C uenbio KynupoBaHUA NNXOPAAKKU CAMOCTOATENbHO
npuHuman HIBI B TepaneBTMYeCKUX 403aX B TeYeHue
LBYX Hefienb.

Mpwn nocTynneHnn gbixaHue pebeHka ocnabnexo, ay-
CKYNbTATMBHO-BNAXHbIE MENKONY3blpuaTble Xpumbl. Jla-
60paTOPHO: NOBbILIEHME MAapKepoB BocnaneHuss — CPb
52.6 m/n, ubpuHoren — 4 r.n. MNLP-TecT Ha o6Hapyxe-
Hue M.MH — NONOXMTENbHbIN.

Mpu peHTreHONOrnueckoM WCCNefoBaHUM OpraHoB
TPYAHOW KNeTKW OnpefensiTcs MpU3HaKW NeBoCcTo-
POHHEN CermeHTapHOW MHeBMOHUKW. Y3U nneBpanbHbiX
nonocten — CBOGOAHAA XUAKOCTb He O6HApYXeHa,
nnespuT ucknoueH. IKI 6e3 ocobeHHOCTeN.

bbina HazHaueHa aHTM6aKTepmaana;| Tepanusd.

Uepe3 ABa AHSA NoC/ie rocnutanu3aumu obuiee co-
CTOSIHME YXYALINAOCD, MOABUANCD Xanobbl HA CbiMb, 3y
1 NMOKPACHEHWE rNa3 Npu COXPaHALENCcs NUXOPaaKe
1 MHTOKCMKALMW. Ha MOMEHT oCcMOTpa cnusucTas 06o-
fIOYKAa POTOBON MONOCTU TYCTO O6MOXEHA MIOTHbIM
6enbiM HaneToM, Ha KoXe KUCTeW, nuua 1 TynoBuLia
OTMeUannucb 3NeMeHTbl OBLWMUPHOW CbiNU C CEPO3HbIM
COZEPXMMbIM 1 NNOTHOW NOKPbILWKOW, C BEHUNKOM -
nepemumn, cnuBatLLencsa 1o 5 cm B Aguametpe. CUMNTOM
Hukonbckoro — feckBamauus BEpPXHUX CMOEB 3NU-
Aepmuca npu He6oMblIOM HaJaBAWBAHUM UAN TPEHUN
KOXu, npuneratolleil K 6ynne — otpulatenbHbln. Kpome
TOro, HabnAanuch BbipaXeHHAs KOHBIOHKTMBANbHas
WHDBEKLMS, MHOXECTBEHHbIE 3P031N U CYBKOHDBIOHKTU-
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Ba/lbHble KPOBOU3NUAHUA. HAa OCHOBAHUU 3TUX [AHHbIX
6blf NOCTaBEH OCHOBHOW AnarHo3 — CuHapom CTuBeH-
ca [IxoHcoHa. C yueTom pa3BuUTUA TOKCMKO-anepruye-
CKNX peaKLniA N TSHKENbIM NOPAXEHNEM CIM3NCTbIX 060-
noyek HasHauveHa Tepanua TKC n MMMYHOrno6ynnMHoMm
ueNoBeUECKUM B JO3MPOBKE A0 2 /K.

BcneactBue COXpaHAOWENCca oTpuLaTeNnbHOW AnHa-
MUKW 1 NPOTPeCccMpyoLnmM KOXHbIM CUHAPOMOM Nauu-
€HT 6bin nepeBeeH B OPUT, rae 6611 NPOAOMKEH KYpC
MMMYHOKOPPUIUPYIOLLEN U TOPMOHANbHON Tepanuu.

CnycTa 3 Hefenu nocne rocNUTann3auum, yunTbiBas
NONOXWUTENbHYIO ANHAMUKY, peBEHOK BbINUCAH U3 CTa-
LMOHapa noA HabnwgeHue odTanbmonora no MecTy
XUTENbCTBa.

B 3aKnioueHMn Xouy CKa3aTb, UTO AAHHbIA KNMHUYE-
CKWiA CNyyal NpeAcTaBnseT MHTepPeC B CBA3M C 0CO6eH-
HOCTAIMW TEUEHUS, KOTOPbIE ONPejenunu TaKTUKY neue-
HUA. YuuTbIBas TOT (DAKT, UTO U CamMa MUKOMNA3MeHHas
nHeKuMs, U npenapartbl, NPUHUMAEMble NALUEHTOM
Kak ambynaTopHo, TaK 1 Nocne rocnuTann3auum moryT
ObITb TPUITEPAMM OMUCAHHOTO CUHAPOMA.

XXENYHOKAMEHHAS BONE3HDb
KAK OCNNO)XXHEHWE HACNEACTBEHHOIO
COEPOLINTO3A Y NOAPOCTKA
KocHuueBa E.A.
HayuHbili pykogodumenb: K.M.H., doyeHm JlapuHa /1.E.

PHAMY nm. HW. Mnporosa MuH3apasa Poccun,
Kadheapa nponeaeBTUKM AeTCKUX 6one3Hen N

AKTyanbHOCTb. HacneacTeeHHbin cdepouutos (60-
nesHb MuHkoBckoro-lloddapa) — oauH M3 u4acTto
BCTPeualLmMXca BUAOB HAaCNeACTBEHHOW remonuTuye-
CKOW aHemuun. HacneacTBeHHbI cepouuTo3 CBSi3aH C
aedekTamm 6enkoB MembpaH 3pUTPOLMTOB M Xapak-
TEpU3yeTcs aHeMUen, XenTyxom W ChnaeHomeranuen,
BbIpa)XXeHHbIMI B Pa3fIMYHON CTeneHn. PacnpocTpaHeH-
HOCTb laHHOr0 3aboneBaHunsa coctaBnsaeT 1:2000-1:5000.
YacTbiM OCNOXHEHMEM HacneACTBEHHOro cepouuTo3a
ABNAETCA XeNUHOKamMeHHan 6onesHb (KKB).

OnucaHne KnuHu4yeckoro cnydvad. [Mauymentka [.,
16 neT, NNaHOBO rOCMMTANM3NPOBaHA B XMPYPrinyeckuii
cTauuoHap Mopo30BCKOW AETCKOW FOpPOACKOW KAWHM-
yeckon 60nbHULbI Ansa neueHus XKb, BbisBNEeHHOW No
MeCTy XuTenbcTea. N3BecTHO, uTO B BO3pacTe 1 roga
pebeHKy NOoCTaB/eH ANArH03 — HACNeACTBEHHbIN Che-
poLMTO3, NPOBEAEHA OJHOKPaTHas remoTpaHcdy3us.
FeMONMTMUYECKMX KPU30B HE OTMeuanocb. B panbHei-
IeM fleyeHWe remaTonorMyeckoro 3abonieBaHns He
NnpoBOAMNOCh. HacneaCTBEHHOCTb NALMEHTKM OTAroLLe-
Ha: y MaTepu NaLMUeHTKN — HacneACTBEHHbIN cdhepoLu-
TO3, y TETW N0 MaTepuHCKon nuHum — XKB. Mpu ocmo-
Tpe — COCTOAAHME CPeAHEN TAXKECTU, CYOUKTEPUYHOCTD
KOXHbIX MOKPOBOB; NPW Nanbnauuu XuMBOT CUMMETPU-
ueH, He yBenuyeH. Mo Y31 opraHoB 6pOWHON NONOCTH:
pa3mepbl CeNe3eHKN YBEANYEHDI; B XENYHOM Ny3blipe —
rMnepaxoreHHble BKAUYEHNUs A0 10 MM C aKyCTUYECKON

TEHbI0 U B3BECb, CTEHKN XENUHOro My3bipA He uime-
HeHbl. J1abopaTopHO: aHeMua nerkon crenexn (06w i
remorno6ud — 10"7 r/n), peTMKynouuTos; Henpamas
runepbunupyburemus (91,74 Mkmonb/n). MoBbllEHNUS
NaKTaTAernaporeHasbl, aMMHoTpaHcdepas, WenouHou
ocdaTta3sbl He 0TMeUeHO. Kpome Toro, B Ma3ke KpoBu
o6HapyxeHbl cchepouuTsl, KpuBas Mpanc-fLxoHca cme-
LeHa BneBo. OCMOTMYECKAs PE3UCTEHTHOCTb 3pPUTPO-
LMTOB CHWXeHA. McKnoueHbl MHMEKLMOHHbIE renatu-
Tbl. Tepanusi: ponuesas KMCNOTa, YyPCOZE30KCUXONEBan
Kucnota, 5% pactsop rnoko3bl u 0,9% pacTeop Xno-
puaa HaTpus B TeueHune 2 cyToK. OTMeuanacb nonoxu-
TeNbHas LUHAMUKA: YPOBEHb reMOrnobunHa ysenmuuncs
[0 113 r/n, yMmeHbWWUANCh NPOABNEHUA XenTyxu. Ans
MOATBEPXEHUA AMArHO3a NauMeHTKe peKoMeHO0BaH
reHeTMyeckui aHanu3 — NGS-naHenb Ha BPOX/AEHHbIE
remonuTuyeckme aHemuu. lMocne noATBepPXKAeHUs Au-
arHo3a — NpoBejieHMe OnNepaTUBHOTO neueHns (xone-
LMCTO3KTOMMNN, CMINIEHIKTOMUMN).

3akntoueHune. HacneacTBeHHbIN chepoLuTo3 — ofjHa
U3 CaMbIX YaCTbIX BPOXAEHHbIX reMOUTUYECKUX aHe-
mMuia. CumnTtombl XKKB Takxe MOTYT 6bITb €JMHCTBEHHbIM
NposBNeHNEeM 3a60MeBaHMA, UTO 3aTPYAHAET PaHHIO0
AMATHOCTMKY HACNefCTBEHHOMO chepoumTo3a npu oT-
CYTCTBMM TEMONUTUYECKUX Kpu30B. CBOEBpPEMEHHOE
NpoBeJeHNe CMNAEHIKTOMUU MOXeT NpeaoTBPaTUTb
pa3sutune XKb.

KNUHNYECKUI CTYYAN XPOMOCOMHO-
WHTErPVPOBAHHOIO BUPYCA
FEPMECA YENTOBEKA 6 TUMA
Y UMMYHOKOMMNPOMETUPOBAHHOIO
PEBEHKA

l'ycesa E.B., Tuxonosa A.C., l'yces A1.B.,
MaTpoc E.C.

HayuHbili pykoeodumenb:
K.M.H., douyeHm Jle6edesa T.M.

PHUMY um. H.W. Muporosa MuH3apasa Poccuu,
Kadeapa MHMEKUMOHHbIX 6one3Hen y aeten MO
POKBE PHUMY um. H.W. Muporosa Muu3apasa Poccuu

BeegeHue. lo 95% HaceneHus 3eMHOro lwapa cepo-
NO3WUTUBHbI K BUPYCY repneca yenoseka 6 Tuna (BrY-6).
Mocne nepeHeCEHHOW NepPBUYHOM UH(eKLMn BrY-6 He
IMVMUHUPYETCS U3 OpPraHM3mMa UesoBeKa, COXPaHASACh
NOXW3HEHHO B MOHOHYK/leapaXx KPoBW 1 C/OHBI.

BU-6 — eaWHCTBEHHbIN U3 BCEX repnec-BUpY-
COB, CMOCO6HbIA MHTErpupoBaTbCA B FEHOM YenoBeKa
(xuBry-6), a Takxe MHWLMPOBATb MONOBbIE KNETKN U
nepeaaBaTtbCs N0 HACNEACTBY.

Y nmofei ¢ XuBly-6 NoXuW3HEHHO BbIABMNAETCA OYEHb
BbicOkoe KonuyecTso [IHK BI'Y-6 B KpoBM 1 BO BCeX Apy-
FMX TKAHAX OPraHM3ma, UTo CUNbHO 3aTPYAHSAET NPaBusb-
HYI0 ANArHOCTMKY OCTPOU MHekuuu BrY-6 n npusogut
K Ha3HaueHuto cneuuduueckon NPoTUBOBMPYCHON Tepa-
nun, NPU NPUMEHEHNN KOTOPOU HEOHXOANMO CO6Nt0AATb
npeaenbHy0 0CTOPOXHOCTb, 0COBEHHO B NegnaTpuu.
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B cpefHem [0 1% HaceneHus 3eMHOro wWwapa umeroT
XUBI'Y-6, B TO e Bpems UMCNO 3apernucTpupoBaHHbIX
CNyyaeB 0CTAETCA HEOOMbLIMM.

KnuHuuecknn cnyvaid. Manbunk M., oT 1-on dusuo-
NOrMYeckn npoTekaBlleil 6epeMeHHOCTH, 1-X CPOUHBIX
Camonpoun3BONbHbIX pofos. Macca Tena 2950 r, gnuHa
50 cm, APGAR — 8 1 9 6annoB. C camoro poxaeHus y
pe6béHka Habnoganuco: cybdebpunbHas TemnepaTypa,
KUAKWIA MHOTOKPATHbIWA CTYN, CPbITMBAHKSA, NIOXasA Npu-
6aBKa maccbl Tena (+200 r 3a MecAL,), yMepeHHbIN neiko-
UnNTO3 6€3 0UaroB UHGeKL M.

B Bo3pacTe 1-ro mecsia pe6EHOK 6bin rocnuTanu-
3MPOBaH B OTAENEHWNE KANHWUYECKON WMMYHOMOTUN 1
pesmatonoruu PKB c nofgo3peHnem Ha nepBUYHbIN UM-
MyHoaeduLuT. [labopaTopPHO BbiSBNEHbI: NENKOLUTO3 C
NMMEOLNTO30M; CHUXEHNE CbIBOPOTOUHOIO IgG; Bupe-
mMusi U 0bHapyxeHue BrY-6 B KpacHOM KOCTHOM MoO3re
(KKM). YuuTbiBas faHHble NabopaTopHbiX MCCnenosa-
HWiA, pebeHKy BbICTAaBNeH AMarHOo3: MepBUUHbIA UMMY-
HogemumT. TpaH3MTOPHAs MNAJeHUYecKkas runoram-
marnobynuHemus. AkTusHas Bru-6 mnekums. Havata
Tepanus BHYTPUBEHHbIM UMMyHOrNobynuHom (BBUI) B
£03e 11/Kr u BanraHUMKI0BUPOM B 03€ 5 Mr/KT.

Ha choHe npoBefeHHON Tepanun y pe6EHKa coxpa-
HANNCb exefHeBHbI cybdebpunuteT fo 37,8°C, auc-
nenTuyeckme sBneHns. /labopaTopHO: NelKouUTo3 C
AMMEOUNTO30M, FUNOramMarnobynnHemMuns, COXpaHa-
owasca supemusa Bry-6, AHK Bry-6 s KKM. lMpuHato
peleHne yBeNnUMTb J0O3Y MPUHMMAEMOro BasraHuu-
knosupa (10 mr/kr), npoBeaeHo NOBTOPHOE ABYKPaTHOe
BBefeHne BBUT (1 r/kr).

B mexrocnutanbHbli Nepuoj OTMeuanucb MnoTnu-
BOCTb, Cyb6hebpunuTeT. B Bo3pacTte 7-8 mecsiLes pebe-
HOK OblN rOCNUTANN3NPOBAH B CTALMOHAp C BHEGONb-
HUYHOW NPABOCTOPOHHEN BEPXHEA0NEBOM MHEBMOHMEN.

focnuTanusaumus B Bospacte 1,5 net (nnaHoso). Co-
XPaHSANNCh Xanobbl Ha exefHeBHbI cybdebpunuter,
TaKxe pebeHok nepeHec 2 anu3oga OPBW, 2 3nu3opa
COVID-19, ABYCTOPOHHIOK MHEBMOHUIO, PEAKTUBHbIIA re-
naTuT. labopatopHo: NUMGOLUTO3 CTan MeHee Bblpa-
XEHHbIM, KONMUYecTBO Konun BrY-6 B KPOBU CHU3MNOCDH
£0 100 Konui/mn. B cBA3M € YacTbiMu 3a6011€BAHNAMN 1
COXPAHSAOLLENCA BUPYCHOW HArpy3Koli Tepanus BanraH-
uuknosupom n BBUI nponoHruposaHa.

focnutanusaums B Bo3pacte 2,5 net (nnaHoso). Co-
XPaHALWMECH Xanobbl HAa exeaHEBHbI cyb6ghebpunu-
TeT, NOTANBOCTb. JTabopaToOpHO: AOCTUXKEHWE YPOBHSA
lgG>4 ME/n, BCNefCTBME Uero AnarHo3: «epBuuHbIil
UMMyHOAeMUMT. TpaH3UTOPHAS MNAAeHYEeCcKas runo-
rammarnobynmHemmna» CHAT, oTMeHa Tepanuu BBUT. Tak-
e, YUUTbIBAA ANNTENbHYI0 NepcucTeHLmuio Bru-6 (s Tom
uncne B KKM) n HeadhheKTMBHOCTb Tepannu BanraHum-
KNOBUPOM, pebeHKy 1 maTepu 6bIN0o NOKa3aHo NCCneno-
BaHue Bonoc u Horten B OBYH LUHWUW anuaemmonorun
PocnoTpebHaa3opa, No AaHHbIM KOTOPOro — 06Hapyxe-
Hue BI'Y-6 B HOrTeBbIX NNACTUHAX M BOMOCAHBIX honnu-
Kynax, Uto noATBepx/jaeT XpOMOCOMHYI0 MHTErpauuio
BMpYCa U, KaK cneficTBne, OTMeHY BanraHuMKnoBupa B
Tepanuu.
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3aKkntoueHue. [laHHoe KNuHUYeckKoe HabnwgeHne ge-
MOHCTPUPYET TPYAHOCTM ANArHOCTUKN XMBIY-6 B CBA3M
C BbiiBNEHMEM NOCTOAHHO BbICOKOro ypoBHA IHK BI'Y-6
B KPOBM W BO BCEX TKAHAX OPraHM3ma, uyTo 3aTpygHAeT
AudhepeHLnanbHyio AUArHOCTUKY C TEYUEHMEM aKTUB-
HOM UH(ekumn Bry-6, B CBOK ouepeab Tpebytowei
cneuudurueckon NpoTMBOBUPYCHON Tepanuun. Heobxo-
AMMA MHPOPMUPOBAHHOCTD O KAWHUYECKOM BapuaHTe
TeueHus BrY-6 seuay HeapheKTMBHOCTN NeyeHus npu
€ro XpOMOCOMHOMN UHTETpaLnn.

AOKHI/IHI/I‘!ECKAH AI/IAFI_-IOCTI/IKA
CMUHANBHOW MbILWEYHOUN ATPOOUN
JoHuuk E.N., Ykonosa C.AA., Mocecosa E.A.

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

PHUMY unm. H.W. TInporosa MuH3gpasa Poccum,
kadeapa nponeaeBTUKM AeTCKUX 6one3Hen N

BeegeHue. CNMHaNbHAsA MbllueyHas aTpotun (CMA) —
3TO ayTOCOMHO-peLeccuBHOe 3abonesBaHue, xapakte-
pusylolleecs AereHepaunen MOTOHENPOHOB B CMUHHOM
MO3re 1 BbiI3BaHHOE MyTaUWAMMN B reHe LBUraTenbHOro
HenpoHa SMN1. B 95% cnyuaeB npu CMA HabnogaeTcs
aeneuus 3k30HoB 7 u/unu 8 reHa SMN1 Ha o6eunx xpo-
mocomax 5 (romosuroTHoe coctosHue). CMA BcTpe-
yaetca y 1 n3 6000-10000 HoBopoOxaeHHbIX. Ana CMA
XapaKTepHO HapyleHne paboTbl NONEPeYHONON0CaATON
MYCKYNaTypbl, 0TMEYAIOTCA HAPYLIEHUA NMPON3BOMbHbIX
ABWXEHWI, TaKMX KaK X0[b6a, yaepxaHue rofosbl, rno-
TaHue. lpn 3TOM COXpaHAeTca YyBCTBUTENbHOCTb U OT-
CYTCTBYET 3a[iepXKa NCMXMYecKoro pas3suTus. bonesHb
BepgHura-XotdmaHa CMA | Tuna — Hanbonee Hebnaro-
npusTHas opma CMA. [leTu NCnbITbIBAKT HEAOCTATOK
MOTOPHOIO Pa3BUTUA, UMEIKOT TPYAHOCTU C AblXaHUEM,
3aTpyaHeHNsA C COCAHMEM W TNIOTAHMEM, He [iepXarT ro-
NOBY, He CMAAT CAMOCTOATENbHO.

KnuHunuecknin cnyvan. Manbumk W., 3-x mecaues
(21.07.2023 roga poxaenus) 11.10.2023 nocTynun B otae-
NleHne HacneACTBEHHbIX HapyweHWii obMeHa BelecTB
MArKDB B cpefiHeTAXeNnoM COCTOAHUN.

Anamnesis morbi. MpeHaTanbHO B MHBAa3MBHOM TeCTe
y pebeHka 3anogo3punm CMA. ot 30.07.2023 1. y pebeH-
Ka Bnepsble BbifABMEHa Jeneuns 7 3k30Ha reHa SMN1 B
rOMO3UroTHOM coCTOAAHMK. 28.08.23 NnpoBefeHa AnarHo-
cTuka metogom MLPA: obHapyxeHa aeneuus 3k30Ha 7
reHa SMN1 B romMO3UroTHOM COCTOAHUKU. Manbunk Ha-
XOAMNCA B OTAENEHUN C YCTAHOBNEHHbIM KIMHUYECKUM
AanarHosom: CnmHanbHas MbllweyHas aTpodus, Npecum-
nTomatuyeckas dopma. 13.09.23 no ntoram BpayebHoro
KOHCUnnyma Ha 6a3ze OrAY «HMUL, 3p0poBbs aeTen»
ObINI0 NMPUHATO pelleHne: pa3pewnTb NeKapCcTBEHHbIN
npenapart Ans BHYyTPMBEHHOW NHGY3MK — OHAaCceMHOreH
A6enapsoBek.

Anamnesis vitae. Pe6eHOK OT 2-il 6epeMeHHOCTH,
npoTekasiuen B 1/3 ¢ runoTupeo3om. OLEHKA MO LWKane
Anrap — 8/9 6annos. 12.10.2023 6bifa NPoBe/ieHa OLEH-
Ka no wkane CHOP INTEND — 60 6anna u3 64. OueHka no
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wkane HINE —12 6annoB. B Tepanuto BBeAEH NpefHN30-
noH 1 mr/kr/cyT. 13.10.2023 npoBefeHa Tepanua npena-
patom OHacemHoreH A6enapBoBek, UHAY3MI0 pebeHoK
nepeHec yA0BNETBOPUTENbHO, N0 NA6OPATOPHbIM faH-
HbIM IeKOMMEeHCcaLMM He 0TMeYanoch. Ha 3-i AeHb nocne
BBeJeHns OHacemHoreHa AbenapBoBeKa OTMeYanocChb
yualleHue CcpbirMBaHmniA, cy6chebpunnTeT, NaumeHT no-
nyyan CUMNTOMATMYECKYH Tepanuto. Ha doHe npuema
MpefHn30n0Ha 1 Mr/Kr/cyT 0TMeUYanoch HapacTaHue ne-
YEHOYHbIX TpaHCamuHas, nosbiweHue JIAI, MoYeBUHbI,
TPOMOHMHA W HATPUUYPETUUYECKOro NenTuaa, B CBA3M
C yem naronorum He BbisiBneHo. 20.10.2023 ysennyeHa
no3a MpeaHusonoHa o 2 mr/kr/cyT. Pe6eHok o6cneno-
BaH MO KApANONOrMyeckomy npodunio.

Mo AaHHbIM KM oT 27.10.2023: BblpaKeHHasa CUHY-
COBas Taxukapaud, MPU3HAKW Neperpysku npasoro
npeacepans v n3bbiTka K+ Auddy3Hble n3meHeHus B
MUOKapAe, BEPOATHO 3/IEKTPONUTHOIO XapakTepa. Mpu
pPerynipHoM KOHTpPOfe 3/IeKTPOUTOB OTMeYaloTCs
3MIeKTPONUTHbIE HapYyLWeHWA B BUAe TUMNOHATPUEMUN,
runepkanuemui B TedeHMe HeCKONbKUX AHEW, MaKCu-
ManbHo — Na+ — 125-129 mmonb/n; K+ — MakcumasnbHo
6,8 mmonb/n. PeHuH — 6onee 500 MKME/mn. YuuTbiBas
CTOMKWE 3NEKTPONNUTHbBIE HAapYlLeHus y pebeHka aHHoe
cocTosHne cnepyeT AuddepeHLupoBaTb C U30AUPO-
BaHHOM MUHEPANOKOPTUKOUAHON HeA0CTaTOUHOCTbI0. K
Tepanuu 6bin fobasneH OnyapokopTu3oH no 0,025 mr
2 p/cyT noa KOHTPONeM 3NeKTPONuToB. /leueHne u 06-
cnefoBaHne NpoBeAeHo B NOMHOM 06bEMe. B cTabunb-
HOM COCTOSIHUM pebeHOK 6bin BbIMMCAH JOMOW Noa Ha-
6nt0aeHne HeBPOSOra, NeanaTpa No MecTy XUTeNbCTBa.

3aknoueHne. B JaHHOM KNMHMYECKOM Cryyae npo-
FHO3 reHHOW Tepanuu 3-x MecsiuHoro pebeHka npenapa-
ToM OHaceMHOreH A6enapBoBeK — 61aronpuaTHbIA. 3TO
€[IMHCTBEHHbIN B Halle BpPeMs reHoTepaneBTUYECKUM
npenapart neueHns CMA, npeiHa3HaueHHbIN ANs BBEAe-
HUA PYHKLMOHANbHON KOMUM FeHa BbXXKMBAHWUS MOTOP-
HbIX HeMpoHOB 1 (SMN1) B TPaHCAYLMPOBAHHbIE KNETKMU
ANS YCTPAHEHNs! MOHOTE€HHOW NepBONPUYMHBI CMUHAMb-
HOM MbllweyHol aTpodmn. OxupaeTcs, uTo 6naronaps
BHEZPEHUID B MOTOPHblE HENWPOHbI anbTePHATUBHOIO
MCTOYHMKA 3KCpeccun 6enka SMN, npenapat obecne-
UMT BbDKMBAHWE GONbLIOMY KOMMYECTBY NALUEHTOB W
KOPPeKTHOEe (PYHKLMOHUPOBAHNE TPAHCAYLMPOBAHHbIX
MOTOPHbIX HEMPOHOB.

KNNHWYECKNIA CNYYAI TPOMBO3A
KANUNNAPHO-BEHO3HOI
MANb®OPMALN NP CUHAPOME
KNNMNNENA-TPEHOHE-BEBEPA
KocHunuesa E.A.

HayuHbili pykogodumenb: K.M.H., doueHm JlapuHa /1.E.

PHUMY um. H.W. Muporosa MnH3apasa Poccuu,
Kadeapa nponegeBTUKM AeTCKMUX 6onesHen MO

AkTyanbHocTb. CuHAPOM Knunnensa-TpeHoHe-Bebepa
npencTaBnseT co60M ANCNNA3UI0 MArNCTPaNbHbIX BEH.
Mpn 3TOM CUHAPOME YalLe NOPAXKAKTCA HUKHUE KOHEY-
HOCTU. KNMHMYeckasn KapTuHa 3a60neBaHns BKYaeT
COCYAMCTble NATHA, BAPUKO3HbIE aTUMWUYHbIE BEHbI, T1-
nepTpodnio MATKMX TKAHEW U KOCTEN C YBENUUYEHUEM
0b6bemMa 1 ANMHbI MOPAXEHHON KOHEYHOCTU. CUHAPOM
MOYTM BCEraa HOCWUT CNOpajuyecknini xapakTep. BaxHo
OTMETUTb, UTO ANS AAHHOrO NaTONOrMYECKOro CocTos-
HUSA XapaKTepHa CKNOHHOCTb K TpoM603aM.

OnucaHue KNuHUYeckoro cnyyasd. MauneHt A, 13 ner,
MOCTYNWN B COCTOAHUM CPELHEN TAXECTU CKanobamm Ha
OTEK 1 60Mb B NPABOW FONEHN B MECTE CYLLECTBYIOWEN
cocyancTon manbopmaumn. B aHamHese y nauueHTa
QuarHocTuposaH cuHgpom Knunnens-TpeHoHe-Bebe-
pa, HEeOAHOKPAaTHO MPOBOAMNOCH CKMiepo3npoBaHue
cocyancton manbopmaunu. HacnescTBEHHOCTb MO
COCYAUCTBIM WU remaTonornyeckum 3aboneBaHusm He
oTAroweHa. NaymeHT NOCTOAHHO NPUHUMAET ANOCMUH
no 450 mr n recnepuaunH no 50 Mr — 2 pasa B AeHb. [pu
OCMOTpPe — Ha NpaBoOW roNeHN onpefensncs yyactok
OTeKa M MHGUAbTPaLUKM [0 7 CM; Nanbnauus 3Ton 06-
nactu 6onesHeHHa, 6e3 HapyLWeHNa MUKPOLMPKYNALMY
U UHHepBauuu. HMWXKHME KOHEYHOCTU aCUMMEeTPUUHbI:
OKPY)XHOCTb MPaBOi HOMW NPEBbIAET OKPYXHOCTb Ne-
BOM HAa CUMMETPUUHDBIX YuYacTKax. Mo Y3 markux tka-
HEeW rofieHn CNpaBa: XWUAKOCTHAsA CTPYKTYpa OKPYrnon
hopMbl, C YTONLEHHbIMW CTEHKAMMW, C HEOAHOPOAHbIM
cofiepXuMbIM B MpocBeTe ((hparMeHT paclNpPeHHOro
COCyfa) C TPOMBOTUUECKMMI Maccami, 6e3 foCToBep-
HbIX NPU3HAKOB KPOBOTOKA NpW LBETOBOM [OMNMNIepoB-
CKOM KapTUpoBaHMW. JTa6OPATOPHO: KAUHWYECKUA K
BMOXMMUYECKMIA aHANN3bl KPOBY, Koarynorpamma — 6e3
NaToONOrMYeCKMX M3MEHeHUN, BOMYAHOUHLIN aHTUKOA-
FYASHT — oTpuuaTenbHbin. KT-aHrmorpadus cocynos
HKHEN KOHEUHOCTN: HaNUYMe KNCTO3HO-PaACILNPEHHON
CTPYKTYpbl (COCYAMCTOrO reHesa) Ha ypoBHe cpeaHent
TPETW NpPaBOW TOMEHWN MO BHYTPEHHE NOBEPXHOCTH,
coobLiatollenca ¢ 6onblWOW NOJKOXHOW BeHOW U ae-
(heKTOM ee KOHTPACTUPOBaHUA HA YPOBHE HIDKHEN U
CpefHen TPeTax rofeHun, nog BONPOCOM Hanuume TPOM-
603a B 3701 06nacTy. Mo Y31 BeH HUKHNUX KOHEUYHOCTEN:
OKK/MIO3NOHHbI TPOM603 60MbLIOA NOAKOXHON BEHbI
Ha YPOBHE HWXHEN U CpeaHel TpeTen NpaBoil roneHu.
Kpome TOro, no fAaHHbIM reHeTU4yeckoro uccneposa-
HWUA — MyTaLuK B reHax 6eTa-uenu hubpuHoreHa (FGB),
NHTerpuHa 6eta-3 (ITGB3), METUOHNH-CUHTA3bI-PeayK-
Tasbl (MTRR); naumeHT ssnsercs reTepo3uroTon no
annensam reHoB WHTerpuHa anbga-2 (ITGA2), meTunex-
TeTparnapodonarpeaykrasbl (MTHFR), METUOHNH-CUH-
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Tasbl (MTR), MHrM6MTOpPA aKTMBATOpPA NNA3MUHOrEHa
(PAI-1). MpoBogMnach aHTUKOAryNAHTHaA Tepanus Hed-
PaKLMOHNPOBAHHBIM renapuHom. Ha hoHe NnpoBoaNMo-
ro NleYeHns NoNoXMTeNbHAA AMHAMMKA HE OTMeyYanach.
HedpaKuMoHWPOBaHHbIA renapuH 3aMeHeH Ha Aante-
NapuH HaTpus.

3akntoueHune. Cungpom Knunnens-TpeHoHe-Bebepa
XapaKTepu3yeTcs Hanuunem KanunnsipHo-BeHO3HOM
ManbopmaLnu. IHAOTENNIA TAKUX COCYAOB HAX0AWT-
CA B MPOTPOMBOreHHOM COCTOSIHUM MpU OTCYTCTBUN
M3MeHEeHWI B Koarynorpamme. Mpu BefeHUN NauueH-
TOB C NOAO6GHBIMU COCYAUCTbIMU aHOMANUAMK cnedyet
YUUTbIBATb BbICOKYIO BEPOSATHOCTb Pa3BUTUSA Tpom6O-
TUYECKMX OCNIOXXHEHNI U CBOEBPEMEHHO NPOBOAUTD UX
npouNaKkTuKy.

CUHAPOM AN XOPAXN B MPAKTUKE
BPAYA HEOHATO/OIA
Cypkosa 0.H., Xoxnosa A.Il.

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

PHUMY um. H.W. Muporosa MuH3apasa Poccuu,
Kadeapa rocnTanbHON NeANaTPUM UM, akagemuka
B.ATabonuua Nd
OFKB N29 um. H. CnepaHckoro

BeeseHue. Mo gaHHbiM BO3, nons neten ¢ BPOXAEH-
HbIMU MOpOKamn pa3suTus (BMP) coctasnser 5-8% oT
BCEX XUBOPOXAEHHbIX. bonee NonoBuHbLI AeTen AaHHON
FPYNMbl HYXAAKTCA B XMPYPruYeckoM BMeLwaTeNnbCTBe
cpasy nocne poxpeHua. MHoxecTBeHHble BIP paua-
rHoCTMpyloTCA npu cungpome Au Mxopaxu (CAA) unm
Aenevun 22-i xpomocombl (MKB-10 — D82.1). CAMl — 3To
COBOKYMHOCTb MOP(ONOrNYeCcKnX, MMMYHONOrNYECKNX
U HEBPONOrNYeCKMX W3MEHEHWI, KoTopble SIBNAOTCS
CnefCcTBMEM [eneuun JUHHOTO Mieva OAHOM KOmuu
22-1 xpomocombl — del 22q11.2. B 60NblUKHCTBE CNyyaeB
MyTaLusa MPOMCXOAUT Cnopaguueckn. B knaccmueckom
MPOSIBAEHUN [AHHbIA CUHAPOM NPEeACTaBNSETCS KOM-
MAeKCoM NaTonorun NMLUEBOro CKeneTa, BPOXAEHHOTO
nopoka cepaua (BMNC), nmmyHopethuunTa, BCneacTene
runonnasuu/annasum  TUMyca W rUnoKanbuuemun,
BCNeACTBMWE TWUMONNAa3vyM NapalMToBUAHON XKenesbl.
CuHapom del 22q11.2 BapuabeneH B KNNHUYECKUX MPO-
SIBIEHNAX W CTEMNEHUN X BbIPAXEHHOCTU, YTO 06DBACHAET
MHOrootpaswue Ha3BaHui, BKYan cuHapom Au leopra,
CATCH 22, BenokapauoaumnanbHblii CMLpPOM, CUHAPOM
LLInpuHTUEHa, cuHapom Kannepa, CUHAPOM NULIEBbLIX U
KOHOTPYHKaNbHbIX aHOMANUM n T.1.

Knunuuecknin cnyyaini. Manbuuk C., oT maTepu 34 net
C OTATOLLEHHBbIM aKYLIEPCKO-TMHEKoNornieckum (apo-
315 WeEWKM MaTKK, ONepaTuBHOE eveHune; MeanKameH-
TO3HbIE ABOPT) M CcoMaTUueckum (peunansupyouui
nabuanbHbI reprnec) aHamHe3om. [laHHas 6epemeH-
HOCTb BTOpas, B | TpUMecTpe Onpeaensncs BblCOKUN
PUCK XpOMOCOMHOM naTonorun. Ha 20 Hepene recta-
LMW BbiSIBNIEHbl MHOXECTBEHHbIE BPOXAEHHbIE NMOPOKM
pa3sutusa (MBIP): TeTpaga ®anno, noaKoBoo6pasHan
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nouka, IBYXCTOPOHHWII MeraypeTtep, NOPoOKK pasBuTuA
MO3)XeuKa, He3apallleHne TBepaoro Heba.

Popbl 1, cBOeBpeMeHHble, Ha CpoKe 37 Hepenb poanun-
CA JOHOLLEHHbIN ManbumK ¢ Maccoi Tena — 2510 r., Anu-
HOM Tena — 45 cm, Anrap — 7/7 6. OTMeuanacb Mbllley-
Has rMNOTOHMA U runopednekcus. Pe6eHoK nepeseaeH
B OTAENEeHMe peaHUMaLMN N NUHTEHCUMBHOW Tepannuu Ho-
BOPOXAEHHbIX (OPUTH), roe nposoAnnacb oOKCureHoTe-
panus, aHTubakTepuanbHas, aHTUremopparmyeckas u
NHY3NOHHASA Tepanus, a TakXKe BBeAEHWE NPOCTarnaH-
[OVHOB B CBA3W C HANUUMeM AYKTYC-3aBUCUMOrO NOPOKa
cepaua.

Mocne cTtabunusaunum COCTOSHUA pebeHOK nepese-
AeH B OPUTH mHoronpodunbHON [ETCKON GONbHMLLbI.
MNofTBepAaunucb  AWATHOCTUPOBAHHbIE MPEHATANbHO
MBIP. Pe6eHKy 6b110 NpOBeeHO ONepaTUBHOE NeyeHne
KPUTUYECKOro CTEHO3a NeroyHon apTepmun. BoinonHeHa
[NBYXCTOPOHHAA TepMUHaNbHaA YypeTepoKyTaHeoCTo-
mMusa. MonekynapHo-UMTOreHeTUueckoe uccnefoBaHue
Ha NepBOM MecAle XW3HU BbIABUMIO MUKPOAENeLuto
yyacTka iIMHHOro neva (q) 22 XxpoMOCoMbl C No3nLNN
18640299 no no3uuum 21947467, 3aXBaTbiBaloLLyO peru-
OH 22q11.21, NepBUYHbIN UMMYHOLEDMLMT.

CocTosiHMe pebeHKa NepmoanYeckn CTabunmsnposa-
NoCb, 06yCNaBnMBas NepeBoj B NegnaTpuueckue otge-
neHms. B Bo3pacTe ABYX MECALEB XU3HU pe6EHOK BHOBb
nepesegeH B OPUTH B cBA3M C ANUTENbHbIM AMHO3, CHU-
XEHMeM caTypaunn ao 40%. Manbumk 6bin MHTY6MpO-
BaH, B CBA3M C aHypmeli NPOBOANNACh 3aMeCTUTENbHan
noyeuyHas Tepanusi. HecmMoTps Ha NPOBOAKMMOE neve-
HUe, COCTOSIHWE NPOrpeccUBHO YXYALWANoCh, cnycTa 2
CyTOK neveHus B OPUTH npousowna oCcTaHOBKA Kpo-
Boo6paueHus, cnycts 30 MUHYT CepaevyHO-NeroYHomn
peaHMmaLumn 3auKCMpoBaHa 6uonornyeckas CMepTb.

3akntoueHne. CMHAPOM feneunmn 22-ii XpOMOCOMbl
ABNAETCA TAXENbIM 3a60neBaHNEM C MHOroobpasmem
BO3MOXHbIX KNIMHWUYECKMX NPOABNEHUN, Hanbonee ya-
CTbIMW U3 KOTOPbIX ABMAKTCA KOHOTPYHKanbHble BIC.
MporHo3 3aboneBaHMs 3aBUCUT OT xapaktepa BMP u
CTeneHn UxX KomneHcauuu. MHOXeCTBEeHHble BPOXEH-
Hble MOPOKW Pa3BMTUSA, HAPAZY C UMMYHOAE(DULNTHBIMU
COCTOAAHMAMM, 06YCNOBANBAIOT BbICOKME MNOKa3aTenu
cmepTHocTK vy aeTen ¢ CA1[. B npeacTaBneHHOM cnydae
y pebeHka Habntoganucb: BMNC, NOpoKu pa3BuTusi NOYeK,
pacuiennHa TBepAoro Heba, runonnasms yepss Mo3-
KeuKa, NepBUYHbIN UMMYHOAeULMT. NepeuncneHHble
MOPOKM NMPUBENU K NONMOPraHHOW HEAOCTATOUHOCTU W
neTanbHOMY UCXOAY, HECMOTPSA Ha aJeKBATHO NPOBOAU-
Moe fieyeHue.
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KNNHWYECKWIA CNTYYAI KOPU
C PA3BUTWMEM MEHWNHIO3HUEDANNTA
Apxanrenbckas J1.A,, TepHoBas C.A.

HayuHble pykoeodumenu:
K.M.H., doyeHm Calichynnux M.A., lWakapsH A.K.

PHAMY nm. HW. Mnporosa MmuH3apasa Poccun,
kacenpa MHDEKLUMOHHbIX 6one3Hen y aeten MO
NHdheKunoHHasa KnuHuueckas 60nbHuULA NO 1

MeHunHrosHuedannt — peakoe (1-4 Ha 1000-2000
cryyaes 3a60MeBaHNs), NOTEHLMANbHO NeTanbHOe 0C-
NOXHeHMe Kopu, CONpoBOXaaloLLeecs NMXOPaaKon, no-
ABMEeHNemM 06LemMo3roBoii U 0YaroBo CUMNTOMATUKM
C BO3MOXHbIM HapyLIEHWeM CO3HaHMSA BNOTb A0 Cyao0-
POXHOTO CUHAPOMA M KOMbl.

[leBouka, 2008 roga poxaeHus, 04HOKpPaTHO BaKLW-
HMPOBAHHAA MPOTMB KOpW B 1 rod, B AaNbHENLWEM He
NpUBMBaBLIAACS W3-3a OTKa3a PoAnTeneid, 3abonena
ocTpo 18.01.24 ¢ nuxopagku, Kawna. C 23.01 nossunacb
NATHUCTO-ManynesHan CbiNb Ha nuue, B nocneayolme
JHW pacnpocTpaHusluasca no scemy teny. C 26.01 ne-
pectana pasroBapuBaTb, XOAWUTb, C HapacTaHMeM COH-
NIMBOCTU, B CBA3M C Yem rOCNUTANN3NPOBaHA B pail-
OHHYI0 60MbHULY C NOJO3PEHUEM HA MEHMHIUT. [Ang
MOATBEPXKAEHNA [MArHo3a MpoBefeHa /OMbanbHan
NYHKLWS, B NMMKBOPE BbISIBNEH NMMAOLNTAPHDIA LUTO3
(341 kn/mKn, 84% nUMOLUTOB) NPN HOPMANIbHOM YPOB-
He 6enka u rnko3bl. HauaTta Tepanus LeTPUaKCOHOM,
AVYpeTUKaMu. B CBA3M C HapyLweHrem co3HaHms (13 6an-
nos no LLUKI) 28.01 nepesejieHa B OTAeNleHNe peaHuma-
umn r. MofoNbCKa; BbIABAANNCH YMEPEHHbIN TETPANapes,
runepectesuns, BbipaXeHHAs PUrUAHOCTb 3aTbIMOYHbIX
MbILLLL, TOHYC BEPXHMX KOHEUHOCTEN NO TUNY 3y6uaToro
Koneca. Monyyana aunknosup, LeTpMakcoH, Aekcame-
Ta30H, JOCTUrHYTA HEKOTOPas MOMOXMUTeNbHasA AUHA-
MuKa. [pyu KOHTPONbHOM UccnefoBaHun nuksopa ot 1.02
U103 10 KN/MKN, 2.02 1eBOUKA NepeBeieHa B MNHENHOE
oTaeneHue. B cbiIBOPOTKe, B3ATOW B AEKPETUPOBAHHbIE
CpoKMK, BbisiBReHbl IgM K Bupycy kopu. Ha MPT ronosHo-
ro Mo3ra ot 6.02 BbisiBeHbl ANPGY3HbIE U3MEHEHMS, @
B KOHTPO/IbHOM UCCNEA0BaHUN NMKBOPA — HapacTaHue
UMTO3a A0 33 KN/MKN. AN AanbHenwen quarHoCTuKu n
neyeHus nepesegeHa B Kb N21, r. Mocksa.

Mpwn noctynnedun B Kb N21: oTmeuanucb Aamsap-
TpuA, nerkaa purngHoCTb 3afHUX MbllL, LWewn, npa-
BOCTOPOHHWIA remunapes, BblpaXKeHHas artakcusa. B
MCUXMYECKOM CTATyCe: NMAKCUBOCTb, GbICTPas 3IMoLM-
OHanbHas UCTOW,AEMOCTb, KOTHWTUBHbIKN Aeduuut. B
CbIBOPOTKE 06HapyxeHbl 1gG K Bupycy kopu (1,46 ME/
Mn). B IMKBOpPE BOCMANUTENbHbIX U3MEHEHUN He BbisiB-
NIeHO; KOMMeKCHoe 06CnefoBaHne Ha repneTuyeckne
BMPYCbl, SIHTEPOBUPYCbI, NapBoBupyc B19, 6oppennos,
aHannasmos, 3pnnxuo3, Bo3bYAWUTenel THOMHbIX Me-
HWHTUTOB — OTpuUaTenbHo. ccnefoBaHne Ha naHenb
ayTOMMMYHHbIX 3HUEedhanuToB (aHTU-NMDA, CASP
Mnpouy.) C OTPULATENbHBIM PE3YNbTaTOM MO3BOMUIO UC-
KNOUMTb TEUEHWE 3TUX COCTOSHNIA; BbISIBNEH | TUM CUH-
Te3a OJIMrOKNOHAMbHbIX aHTUTeN; NPOTUBOKOPEBblE
aHTuTena metofom NMA: cbiBopoTKa 3,35 (nonoxurenb-

HO), nnkBop 0,05 (oTpuuatenbHo). Ha 33T o6HapyXeHbl
[Ae30praHu3auus, CHUXeHWe amnauTyabl, pefyKuum
anba-puTMoB 3a cueT NnpeobnafaHua bonee 6bICTPbIX
(opm puUTMOB, MEPUOANYECKOe TeTa-3aMeasNieHne Hapg
NobHo-nepeaHeBMCOYHbIMKA OTBedeHuamu. Mpu MPT c
KOHTPACTUPOBAHNEM — MHOXECTBEHHble CYMpaTeHTo-
puanbHble oyarn W3MeHeHHOro CMrHana, cybapaxHou-
AanbHble NPOCTPAHCTBA GONbLINX NONYWAPUA NOKaNb-
HO paclwupeHbl B NOGHbIX W TEMeHHbIX obnacTsax. Ha
(hoHe MpoBeaeHHON Tepanuun ([eKcameTa3oH, XONnuHa
anbocuepat, neBOKapHUTUH, (u3noTepanus, 3aHa-
s NIOK) [OCTUTHYTA MOMOXWUTENbHAA AUHAMUKA B
HEBPONOrMUECKOM N MHECTMKO-THOCTUYECKOM CTaTyce.
CoXpaHsl0TCA HapylleHUs BbiClIel KOPKOBOW AeaTenb-
HOCTW 1 NMPaBOCTOPOHHUIA remucuHapom. MepeBefeHa
AN KOMNNEKCHOW peabunutaumn B NpodmnnbHbIA CTa-
LMoHap. HabntogeHne 3a NaLWeHTKOW NPOAOMKEHO.

JlaHHbIN KNWHWYECKMIA CNyyaidl AeMOHCTPUPYET YHU-
KanbHYI0 CUTyaumio pas3BuTUs 06paTUMOro MeHMHro-
3HUuedannTa y pebeHka Ha hoHe KOPeBOM WHdeKLMH,
a TaKXe BO3MOXHOCTb €ro peanu3auuu npn Hesasep-
WWEHHOM Kypce BaKLMHaLUWKU NPOTUB KOopu. Mpu 3TOM,
YUuTbIBas [OMHAMUKY BO3HMKHOBEHUS CUMMTOMOB,
Hambonee BepoOSTHbIM MOXET 6bliTb WMMYHO-OMOCpe-
noBaHHoe nopaxeHue LIHC. MepBoouepeaHoii mepon
NpouNAKTUKN TAaKUX CUTYaLMIA, BBUAY OTCYTCTBUA 3)-
(heKTUBHbIX CPEACTB 3TUOTPONHON Tepanuu, ABNAeTCs
NOAJEPXaHUEe MPUBEPKEHHOCTU HalMOHANbHOMY Ka-
NeHAapo BaKLuMHaL UK,

OCOBEHHOCTU KNINHNYECKOI KAPTUHDI
PAHHEIO BPOXXAEHHOIO CUOWUINCA
MupoHoBa B.A., 3u3iokuHa K.C., Xoxnosa A.ll.

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

PHUMY nm. H.W. Mnporosa MuH3apasa Poccuu,
Kadeapa rocnuTanbHON NeANATPUM UM. aKaAeMuka
B.ATabonuHa Nod
OTKB N9 um. IH. CnepaHckoro

AKTyanbHoCTb. BpoxaeHHbint cudpunmuc (BC, MKB-10
A50) pa3BuUBaeTCA NpW TPAHCNNALEHTAPHOI nepegaue
Treponema pallidum (T. pallidum) ot 6onbHON MaTepu
K nnogy. PacnpoctpaHeHHOCTb 15,7 cnyyaes Ha 100 000
XUBOPOXAEHMA. Pa3nnuatoT cucmnnc nnoaa, PaHHIoW0,
LAEOTMPYIOWYIO A0 2 NIET XNU3HW, NO3AHIO, C HAYANOM
nocne 2 neT, u CKpbITyio opmbl BC.

KnuHuuecknii cnydain. Manbumk X., oT MaTepu 25 ner,
OT 4-1 6epemMeHHOCTU, 4 CaMonpPOU3BONbHbIX POAOB
(npeabigyime 6epeMeHHOCTH NpoTeKanu 6e3 0cobeH-
HOCTEN, 3aKOHUYUNUCb POXJEHMEeM 370POBbIX, [OHO-
LWEHHbIX feTell). MaTb Ha yueTe B XEHCKOW KOHCYMbTa-
LK He cocTosAna.

Popopaspeluenne Ha 40 Hefene rectauun. CocTon-
HUe Npu PoXAeHUU YAOBNETBOPUTENIbHOE, Macca Tena
3730 rpamm, anuHa Tena 52 cm, no wkane APGAR oue-
HEeH Ha 8/9 6annoB. BbinucaH U3 PoaunbHOro AoMa Ha
3-1 CYTKM XN3HW. lanbHENWUN pocT U pa3BUTUe COOT-
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BETCTBOBANM MPUHATHIM HOpPMAaM. BaKLWHALMM W CKPU-
HUHrOBblE UCCNE0BaHUSA B AEKPETUPOBAHHbIE CPOKW.
Co CnoB MaTepun Ha BONOCUCTOM YacTh FONOBbI NPUCYT-
CTBOBANA CCafMHA, He MEHSIOWAACS C POXAEHUS.

B Bo3pacTe 2-x mecaues pebeHOK mocTynun B Npu-
€MHOe OTAeneHne MHOronpoduNbHON AeTCKoW 60/b-
HUUbI C Xanobamnm Ha 6bICTPO PacNpOCTPAHAILLYIO-
CA CbiNb, PBOTY 1 (PEOPUNBHYIO NUXOPAJKY B TEUeHne
npenblaylWwnx 3-x gHen. B 06nacTyt NpoMEXHOCTU CbiMb
nycTyne3Has, a Ha TYNOBWLLE, KOHEYHOCTAX M CTONax —
NATHUCTO-Nanyne3Has. B TeMeHHO-OKUMNUTANbHOI 06-
nacTu MpUCyTCTBOBaNa cCcaguHa pasmepamu 0.5*2cm,
C YETKMMM KpasiMu, MOKPbITAs XenToil Kopkon, 6e360-
ne3HeHHas. OTMeyanucb ynbTPa3ByKOBble U Nanbna-
TOpHbIE NPU3HAKM YMEPeHHON renatomeranum (neuexb
“3-noj Kpas pebepHom gyrm Ha 2,5-3 cM). PeHTreHo-
NOTMYECKMX U [APYrnX YNnbTPa3BYKOBbIX OTKOHEHWI
He BbiIBNEHO. B aHanu3e KpoBW Habnoaanucb: neiko-
uuto3 (22,61*10"6/n), TpombouutoneHua (98*10°6/n),
aHemus (Hb — 78 r/n), nosbiwexue MapkepoB Bocnane-
HuA (CPB — 104,8 mMr/n, NPOKANbUMTOHNUH — 5,56 HI/Mn),
cuHapom uutonusa (ACT — 54 En/n, ANT — 45 Ea/n). B
CBA3U C HANWUMEM OO6LIEMO3rOBOW WU MEHUHIeanbHOW
CUMNTOMATUMKK, TMXOPAAKK, NENKOLMTO3a Bblfla NpoBe-
AeHa ntombanbHas MyHKUWS, Noka3aTenu nukeopa 6es
OTK/IOHEeHWA. B Ma3Ke U3 HOCOTNOTKN C MOMOLLbIO NONK-
Mepa3HoM LIeNHOW peakuumn 6bina BbiBNEHa Ae30KCU-
PUBOHYKNEMHOBaA KUCNoTa Bocavirus, uto, BeposTHO,
1 AIBNANOCH NPUYMHON MHTOKCUKALMOHHOIO CMHAPOMA.

N3 aHaMHEeCTUYEeCKMX [aHHbIX BblACHUNACh BeposAT-
HOCTb MH(MUMPOBAHMA MaTepun BO Bpems 6GepemeH-
Hoctu T. pallidum. YuutbiBas aaHHbIn haKT, y pebeHka
1 maTepyu 6binK B3ATbI TECTbl HA CUIUNNTUYECKYIO WNH-
dekuunto. Mo pesynbratam aHanM30B TUTP aHTUTen K T.
Pallidum y pe6eHka cocTtaBun 1:80. Mocne KOHCYnbTa-
LMK BEHeponora u NoATBEPXAEHUA AnarHo3sa «PaHHMiA
BPOXAEHHbI cudunuc» 6bina HazHaueHa aHTUBUOTH-
KoTepanua —LedTpuakcoH 80 mr/kr/cyT. Takxe pe6eH-
Ky MOBOANMACH UMMYHHOKOPPEKLMSA YeNoBeYECKUM UM-
MYHOTN06YNNHOM 1 reMoTpaHCcdy3ua 3puUTpoLUTapPHON
B3BeCblo. Ha ¢hoHe npoBogMMON Tepanunm cOCTosHUE
pebeHKa ynyuwmnnoch, Cbinb Ha Tene UMena TeHAEHLNIO
K yracaHuto, HOBble 3M1eMeHTbl He 06pa30BbIBANUCD.
YpoBeHb TPOMBOLUTOB C HAPACTaHUEM [JO HOPMbI, HOP-
Mann3oBanucb TpaHCaMMHa3bl, 0CTPoda3Hble 6enku.
Mocne oKoHYaHWUsA Kypca aHTUHaKTEpPUNbHOW Tepanuu
(28 aHel) y pebeHKa 1 NPOXOXKAEHUA MATePbI0 NeyeHus
Ha 6a3e KOXHO-BEHEPONOrnyecKoro ANCNaHcepa, OHM
6bInn B3ATbI NOA AMCNAHCEPHOe HabnoaeHne. Manbumk
Ha MOMEHT BbIMUCKM B YAOBNETBOPUTENbHOM COCTOSA-
HUW, NTaHWe yCBaNBan, MCUXOMOTOPHOE pPa3BUTME CO-
OTBETCTBYET BO3PACTY.

BbiBo1. PaHHUIN BPOXAEHHbIN CUUNNC MOXET Ae610-
TUPOBATb B NepPBble ABA MeCALA XU3HWN NPU OTCYTCTBUM
CUMNTOMOB C POXAeHWA. HauanbHbIMU KNUHUYECKUMU
nposiBNeHUsAMKU 3a60NMeBaHusa uvalle BCero sBNATCSA
nnxopagka M NATHUCTO-NanynesHas cbinb. HacTopo-
)XEHHOCTb Bpaya M NPaBUNbHO COGPAHHbIN aHaMHe3
AIBNAOTCA OCHOBOMNONarawwmm gakTopamn B paHHer
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AnarHocTuke BC. CBO@BPEMEHHOCTb ANATHOCTUKN 1 fe-
UeHMs CNOCOBCTBYET YNYULLIEHIO NCXOAOB.

KNUHWYECKWNIA CNYYAIR BPOXXAEHHOIO
HEDPOTUYECKOIO CUHAPOMA
XunkuuHa M.M.

HayyHble pykoeodumenu:
K.M.H., doyeHm Konbyosa H.C.,
K.M.H., doueHm Taxeea A.A.

CamIMY Mun3gpasa Poccuu, kadenpa AeTcKmnx
6onesHei

BpoxaeHHbI HehpOTNYECKINIA CUHAPOM (BHC) sBns-
eTcs opaHHbIM 3a60neBaHMEM, YaCcTOTA BCTPeYaeMo-
CTW KOTOpOro Konebnerca oT 2 Ha 10 000 go 1 Ha 100
000 HOBOpPOXJEHHbIX, C COMHUTENbHbIM MPOrHO30M AnNA
XU3HW 1 300p0oBbs AeTen. BHC B 0cHOBHOM 06YyCoBNEH
reHeTUYeCcKn LETEPMUHUPOBAHHbIM Le(eKTOM rnome-
pynapHoit dunbtpauun (nepsuuHbii BHC), onucabl
cnyyan BTopuuHoro BHC (MeTpocan 3.K., 2013). Cpeau
OCHOBHbIX PACWM(POBAHHBIX TEHETUYECKNX NPUUYUH
BHC — myTauun B reHax: HedpuHa NPHS1 (BHC duHcko-
ro Tuna), nogounHa NPHS2 (ayToc0MHO-peueccmsHbu7|
HedpoTuuecknin cuugpom), LAMB2 (cuHapom MuepcoHa
B COUETAHWUM C AaHOMANNAMM [Na3 B BUAE MUKPOKOPUN),
WT1 (cunapom [lenuc-fipawa), PLCE1 (NPHS3) n HekoTo-
pbie ipyrue.

Mop Hawum HabnwopeHnem c aHBapsa 2019 r. Haxo-
autca pebeHok ¢ BHC. [leBouka [lapuHa b. pogunacb
B Camapckom O6nactHom lepuHaTanbHOM LleHTpe oT
2-it 6epemeHHOCTM (1-as 6epeMeHHOCTb — BbIKMAbIW B
14 Hep.) Ha (hOHe yrpo3bl NpepbIBaHUs, AaHEMUN NErKoi
CTENEHN, XPOHNYECKOTO nmenoHedputa C NaTeHTHbIM
TeyeHneMm n 6akTepuypuei, 1 cpouHbix (37 Hep.), camo-
MPOM3BOMbHbIX POAOB C Maccom 2270 r, ANNHON 46 CMm,
OLEHKOW no wkane Anrap 7-8 6annos.

PebeHOK Ha 3-1 CyTKW XU3HU BblN1 NEpEBEAEH B OTAE-
NleHne NaToNorMyN HOBOPOXAEHHBIX AN 06CNef0BaHNsA
W HABNLEHUA C KNUHWYECKMM JMarHo3oM: «CUHLPOM
3a[lePXKKN BHYTPUYTPOOHOro pas3BuUTUA 2 CTENeHu Mo
runoTpouueckomy BapuaHTy. LepebpanbHas uwe-
MUA 2 cTeneHu, CUHApPoOm yrHeteHus LIHC». YmepeHHas
NacTo3HOCTb KOXU 6blna pacueHeHa Kak npossfieHne
MOpoyHKLMOHANBbHON He3penocTn pebeHka, a onpe-
JeneHne B Mode Hebonblion npoTenHypumn 0,33 r/n B
COYeTaHUM C 6aKkTepuypmein — Kak BO3MOXHAsA MHEK-
LMA MOYEeBbIX NyTel. HO B cnegytolem aHanuse mouu
npoTenHypus 6bina yxe 1,32 r/n, a runonpoTeMHemus
30,4 r/n (anbbymuH 13,7 r/n), UTO HANPABUMO KMMHMU-
YeCKyK MbiC/ib B OTHOWeHMN BHC. B guHamuke Bbipa-
XEHHOCTb MPOTEMHYPUW HapacTana o 6,9 r/n n ru-
nonpoTenHemun 1o 23,4 r/n (aﬂb6yMMH 10,4 r/n). Mpwu
Y3-uccnefoBaHuK novek — npusHaku Auddy3sHbix 13-
MEHEHWI NapeHXMMbl Ha YOHE YBENUUYEHNS UX pa3Mme-
POB 1 He3penocTu.

Pe6eHOK 6bl/1 NPOKOHCYNbTUPOBAH FEHETUKOM U LeT-

Ckum Hedbponorom I'6Y3 COKB um. B.[l. CepenaBuHa, a
3aTem B Hedponoruueckom uentpe PAKB ®rb0y BO
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PHUMY um. H.W. NMuporosa MuHsgpasa Poccuu. BbicTas-
NeH KMMHUYECKUN AMarHo3: «BpoxaeHHbIn HedpoTu-
YecKuii CUHAPOM (NPeAnonoXuTenbHo MUHCKUIA Bapu-
aHT)», COTMACOBAHO NleueHne W TaKTUKA BedeHus. Mo
pe3ynbTaTam reHeTMYeckoro o6cnefoBaHus 6bin noa-
TBepXAeH (uHcKuA Tun BHC (MyTauua reHa HedpuHa
NPHS1). Y popuTenen BbisiBNieHbl MyTaLum B reHe NPHS1
B reTepo3nroTHOM COCTOSHUN.

MpoBogmnocb nevyexune: TpaHcdy3ma 3puTpoumnTap-
HO Maccbl, LuknocnopuH A (cTaptoBas 4o3a 15 Mr ¢ no-
CMeAyiolLMM HapacTaHuem 1o 60 mr/cyT), uHdy3nsa anb-
6yMuHa, Nasukc ¢ nepexofom Ha Mnotuasug (25 mr).
B HacTosllee Bpems (MapT 2024 I.) AeBOYKA YyBCTBYET
cebs ynoOBNeTBOPUTENbHO, JOCTAaTOYHO aKTMBHasA. lpo-
TeuHypua He npesbllwaeT 2,5 r/n, 6enok kposu 36 r/n.
HepBHO-ncuMxmyeckoe pas3BuTUE COOTBETCTBYET BO3-
pacTy ¢ hopMMpPOBaHWEM 3aMKHYTOCTM W TPEBOXHO-
CTW; COMATUYECKN Y pebeHKa aHEMUYECKUA CUHAPOM U
6eNkoBO-3HepreTnyeckas HefLOCTaTOYHOCTb 2 CTENEHN
(Bec 13 Kr npu pocTe 92 cm). MoCTOAHHO nonyyaeT CaH-
AnMMyH Heopan 50 mr/cyT. MnaHupyeTca NOAroToBKa K
nepecajke JOHOPCKON NOYKM OT OTLA pebeHKa.

Takum 06pa3oM, COBpPeMeHHas OpraHu3auus He-
OHaTanbHOro obecrneueHuss [aeT BO3MOXHOCTb pPaH-
Hero o6HapyxeHus pefkux 3aboneBaHun, Hanpumep,
BPOXAEHHOTO He(pOTUUECKOTO CUHAPOMA, C FeHeTU-
UecKoW paclugpoBKOW yxe Ha NepBOM MecsLe Xn3-
HUM, TEM CaMbiM NOBbILAA PeasbHble NepPCrneKTUBbl Ha
COXPaHEHME XU3HWU W 340pPOBbA TakUM JeTaMm. Kpome
TOro, BHeJpeHUe B MpPAKTUUECKOe 3APaBOOXPAHEHUE
nepeaoBbIX NHHOPMALMOHHBIX TEXHONOMMIA NO3BONSET
NCNONb30BaTh BbICOKOKBANU(ULUPOBAHHYIO Cneuua-
NIM3MPOBAHHY0 NOMOLLb AETAM BCell CTPaHbl BHE 3aBW-
CMMOCTW OT reorpachuyeckoro MeCTOHaXoXAeHus.

CUHAPOM I1EI7ITLI,A-EFEPCA:
OT TUMUYHOIN KNUHUKK K CTIO)XHOMY
ANATHO3Y
lfonukosa B.[., Pbi6nosa E.B.

HayuHble pykoeodumenu:
K.M.H. 0oyeHm Cnueakoeckuli 10.M.,
K.M.H. doyeHm Cudoposuy O.B.

CapatoBckun FMY um. B. 1. PazymoBcKoro, Kadeapa
(haKyNbTETCKOW NegnaTpun
YHuBepcuteTckaa KnnHuueckaa 6onbHuua NO 1
nm. C.P. MupoTteopueBa

AKTyanbHOCTb: B HaCcTOsLLEEe BPeMs npobneme cBo-
€BPEeMEeHHON [AMArHOCTUKM OpdhaHHbIX 3abonesaHunii
yAensieTcs Bce 60Mbluee BHUMaHKe. BmecTe c TeM, 3a no-
CnefHee AeCATUNETME, B T. B CBA3N C 6BYPHbIM POCTOM
BO3MOXXHOCTEW reHeTUYeckoro 06cefoBaHus, KpaTHO
YBENNUMNOCH YMCNO 3a60NEBaHUM, OTHOCALLMXCA K AaH-
HOW rpynne. Bce BbileyKa3aHHOe CTaBUT Nepes Bpayom
NepBUYHOrO0 KOHTAKTa HEMpoCTylo 3afjady — yMmeHue
OLEHUTb MUHWUMANbHbIA AUATHOCTUYECKMA CUMNTOMO-
KOMMEKC y NaLneHTa ¢ NoNMMOPGUAHON KIMHNYECKON
KapTWHOW ANs onpefeneHus NoKasaHWii K nocnegyto-

LieMy FreHeTUUeCKoMy 06CneoBaHuIo.

Llenb. Ha npumepe aHanm3a AMarHoCTUYECKOro anro-
pUTMa KNMHMYECKOro cnydas cuuapoma Nentua-Erepca
(CME) npeacTaBuTb BAXHOCTb 3HAHWIA Bpauamu pasnuy-
HbIX CneLuanbHocTei (neanaTpom, Xupyprom, AepMarto-
N10roM, 3HAOCKOMUCTOM) KMHOUYEBbIX CUMNTOMOB, KOTO-
pble MOFAN 6bl CTaTb «KPACHbIMK hnarammu» Ha paHHEM
3Tane AMArHOCTUKM JAHHOrO 3a6oneBaHus.

KnuHuuecknin cnyyai. Moa Hawwmm HabnoaeHuem
HaxoAunacb naumeHTKa Y., 5 net, kotopon anarHo3 CME
6bl1 YCTAHOB/EH B TPEX/IETHEM BO3PACTE. Y)XKe C MepBbIX
MEeCAILLEB XW3HU Y [EBOUKU 6biNM OTMEUEHblI MHOXeE-
CTBEHHble MeNKMUe MUrMeHTHble NATHa (neHTuro), npe-
MMYLLECTBEHHO pacrnonaraBlinecs B 06nacT KpacHow
KaliMbl Ty6 N Ha CAU3MCTON NONOCTM pTa. [laHHbIN CUM-
NTOM He Hallen CBOen TPaKTOBKM U fiaxe He 6bln oTpa-
XEH B NePBUYHON MEAULMHCKOWN JOKYMEHTaUuN pebeH-
Ka, XOTS N0 JaHHbIM UTEpaTypbl — 3TO OMH 13 NepBbIX,
Cpeau BbISIBAAEMbIX, U a6CONOTHO NATOrHOMOHWYHBbIN
cumnTtom gng CrNE. HecmoTpsA Ha nepBOHAYabHYIO He-
CNeundnUHOCTb KNMHUUYECKON KapTWHbI: BblpaXKeHHble
MPOSIBNEHUA KUILEYHOW KOMMKW W HApylWeHUs cTyna
(uepeoBaHMe 3aMoOpoB M 3NU30/0B YualleHNa CTyna
CO CNU3bI), Y)KE Ha MEepBOM rOAY XM3HU B aHaMHe3e
pebeHKa oTMeueHbl MOBTOPHbIE 3NU304bl KOHCEPBATUB-
HOW fle3nHBarnHaL M, a TakXxe, K BO3pacTy 0JjHOro rofia,
Y)Xe COoCToABIMNCA (akT nanapocKonuyeckom onepa-
TUBHOI MOMOLLM NO NOBOAY BCE TeX e NMOBTOPALLMUXCS
3MWU30/0B WHBArMHALMK KulleuHnKa. ABCONOTHO NaTo-
FHOMOHMWYHbIM CUMNTOMOM 33a60Nn€BaHNUA CTan 3Nn3oj
MOAUN3KTOMMUK NOMMNA NPAMON KULIKW, NPOBESEHHbIN
B rofloBanom Bo3pacTe pebeHka. OgHaKo, K 60MblIomy
COXaneHuio, BHOBb AaHHbIN 3NN304 6blN pacLeHeH, Kak
€ANHUYHDIIA, UTO FOBOPUT 06 OTCYTCTBUM CNeLManbHbIX
3HAHWM N HACTOPOXEHHOCTW Y BCEX Bpayeld, MMEBLUNX
OTHOLLUEHME K fIeUeHMIo NauyeHTa B TOT NePUOA.

Oco6eHHOCTbIO Cnyuyas cnefyeT cuuTaTb MaHude-
CTaLMIO CXOAHOW KNUHUYECKOW CUMNTOMATUKM Y MaTepu
pebeHKa B mepuofe TEUEHUs HACToAlEN 6epeMeHHO-
€T, UTO NOTPe60oBaN0 LONONHUTENBHON MeAULMHCKOW
MOMOLLM B CBA3M C Pa3BUBLIMMUCA OCNOXHeHUAMU. K
COXaneHuto, BepnuKkaLusa AUarHosa y Matepm coctos-
Nachb Nb B BO3PACTE 24 N1eT, YTO NMO3BOMNUN0 BbICTPOUTb
NPaBUNbHYID TPAEKTOPUIO NeyebHO-AMArHOCTUUYECKON
TaKTUKN KaK A1 B3POCMON XeHWMHbI (MaTepu), Tak u
B nocneayouem ana ee pebeHka. YTOUHEHNE MONEKY-
NSAPHO-TEHETMUYECKOro Mapkepa B BUAE BbISIBNEHHOW
MyTauum reHa STK11, CHANO BCe COMHEHUSA B reHe3e Knu-
HUYECKUX NPOSIBNEHWUIA B JAaHHOW Nape MaTb-pe6eHok u
Mo3BONIMNIO PacCMaTpKUBaTb BOMPOCHI AafbHENLLEero me-
ANKO-TEeHETNUECKOr0 KOHCYNbTUPOBAHUSA 3TOW CEMbU.

BbiBoAbl. TakuM 06pa3om, cneayeT OTMeTUTb, uTO
WMEHHO TUMUUHblE KNNHUYECKNe NPOoABNeHNs 3abone-
BaHMUA MOTYT W AOMKHbI NOCAYXUTb OCHOBOM ANA TOTO,
uTO6bl CBOEBPEMEHHO 3aMOf03PUTb CTOMb PEAKYI0 re-
HETMYEeCKYo naTtonoruio. Mpu 3TOM, AaHHble MeANLUH-
CKWe 3HaHUA abCoNMOTHO HEOBXOAMMbI Bpauyam CamblX
Pa3HbIX CMeLnanbHOCTen B pamKax neguaTpuuyeckoro
npoduna, KOTopble MOTYT NepBbiMU BCTPETUTHCA C NO-
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A06HbBIM MaLUEHTOM. B 3TOM CNiyuae cneLnanbHble reHe-
TUYECKMe MeToabl 06CfieoBaHMA MOTYT NOMOUb B Be-
puuKaLmMn ANarHo3a, ToNbKO B TOM Clyyae, ecnn Bpau
MEePBUYHOrO KOHTAKTa MPaBUMbHO OLEHUN ANArHOCTU-
UECKNUIA CMMMTOMOKOMNEKC U CBOEBPEMEHHO HanpaBsun
nalueHTa AN NpoBefeHUsa JaHHOro 06CnenoBaHuA.

KNUHWYECKNIA CNYYAIN CUHAPOMA
XPOMOCOMHbIX MOTOMOK
Annaxseppues J1.M., Konnakos P.10.

HayuHbiii pykogodumernb:
K.M.H., 0ouyeHm 3nodeeaa E.A.

OpIMY MuH3apaa Poccun, kadeapa AeTCKux
6onesHen

BBefeHue. ATakcus-TeneaHrnoskTasns (CVIH;l,pOM
Nymn-bap) xapakTepnsyeTcs NporpeccupyioLlen HeBpo-
nornueckon aucdyHKuUmMen, okynobynbbapHbiMu Tene-
aHrMo3KTasamm, MMMYHOLE(ULUTOM, BbICOKMM PUCKOM
OHKonatonoruu NUMGOMAHON TKaHU. PacnpocTpaHeH-
HOCTb 1:40 000-1:88 000 HOBOPOXAEHHDIX.

KnuHuuecknin cnyyan. NaumeHTka X., 16 net, anoobbi
Ha yBenuueHue numdoy3nos B 061acTu Wemn cnpasa B
Buae 601bWOro MAOTHOTO KOHIIOMepaTa, HapyleHue
MOXOAKM, COCYAUCTbIE 06pa30BaHMA HA CKiepax, 0TCTa-
BaHMe B NCUXOPEYEBOM pa3BuTUM, GOPOAABKM HA KOXe
PYK.

AHamHes: PebeHOK OT | 6epemeHHOCTH, 6€3 0CObeH-
HocTen. Macca npw poxaeHum 2750 r., pocT — 50 cm.
B 6 mecAueB o6paTuyM BHMMaHWE Ha MOWATbIBAHMKE,
nowna B 1 roj 3 mecsaua «3asanumsascb Hasag». l1po-
dhunakTuyeckue NPMBMUBKM NO KaneHAAplo, peakuuin u
OCNOXHEHMIA He 6bIn0. HacneaCTBEHHOCTb He OTAroLLe-
Ha. B 1 roa nocne OPBU gnutenbHas runeptepmus (o
39,3°C) HEACHOW ITMONOTNI, AHEMUA CPEAHEN TAKECTH.
[lnuTenbHoe neyeHne aHTOGMOTMKamun. C paHHero Bo3-
pacTa HabnlopaeTcs y Hesponora. B 1,5 roga rocnuta-
nu3auunsa B HeBponoruueckoe otaenexue (HO), anarHos:
«MocneacTBua paHHEro OpraHNYecKoro NOPaXeHus ro-
NOBHOr0 MO3ra, CnacTuyeckuin TeTpanapes». B 2,5 roga
nosTopHas rocnutanusaumsa B HO, guarHos: «Mocneg-
CTBMA PAHHEr0 OPraHMYecKoro NOpPaXxeHus ronoBHOMO
MO3ra, aTakCMueckuii cuHapom». B 3,5 roga AuarHos
«aUN, runepknHeTnueckas dopma. McesgobynbbapHas
au3apTtpua». B HeBponoruyeckom craTtyce — nerkue
aTeTO3Hble rMNepKUHesbl B MbllWLAX N1LA, PYK, HOT. To-
HYC MbILLILL 4OCTATOYHbIN. Pedhnekcbl C pyK U HOT XuBble.
Mpn xoabbe nepuogmueckn atakcusd. B noze Pombep-
ra — fierkue aTeTo3Hble rMNepKUHesbl B AUCTANbHbIX
otaenax pyk. 33 — BbipaxeHHble u3meHeHus bIMM
C perucTpauueli YeTKOro ouara naToNOrMUYECKOU ak-
TUBHOCTU B NpPaBbIX OTBEAEHUSAX BUCOK, 3aTblnoK. MPT
M — naTonoruyecknx U3MeHeHuin He BbiiBNEHO. C 4-5
NeT MHOXeCTBeHHble 60poAaBku. B 7 neT BbipaxeHHas
oTpuuaTenbHas AMHaMKKA: Nnepectana nucaTb Pyuykou,
AM3apTpua aTOHWYEeCKM-acTaTuyeckas, yCunuanucb ru-
NepKMHe3bl, 3a[lepXKa PeyeBoro 1 MHTENNEKTYaNnbHOro
pa3BuTuA. BnepBble 0CMOTPEHA FeHETUKOM, UCKTIOYEHbI
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yacTble myTauum AHK, MuTOXOHAPUANbHAA HEAOCTATOY-
HOCTb, BbISIB/IEHbl Te/leaHrn3KTa3mm Ha cknepax rnas.
HanpaBneHa Ha KOHCYNbTauuio K UMMyHONOrY, B 7,5 net
BepuUUMPOBaH ANArHO3 «MepBUYHbIA UMMYyHOLedU-
unT, cuHapom Jlyu-bap». NlabopaTopHble uUccneaoBa-
HUA MOKa3aNnu CHWXeHWe nokasaTenen KNeTOUHOro U
ryMOPasbHOTO MMMYHUTETA: NeRKOUMTbI — 4,5%x10"9/n;
NMMyHOrpamma: numdountsl — 1,265x10"9/n, CD3+ —
0,582x109/n, CD4+ — 0,354x10™9/n, IgA — 0,01 r/n, 1gG —
3,08 r/n, CD20+ — 0,139x10"9/n. MosbiweHne o-eTo-
npoTenHa — 335 ME/mn.

Monyuana neuyeHue: 3amecTUTeNibHaA Tepanusa UM-
MYHOrI06YNNHOM YefioBeYeCKMM HOPManbHbIM B [03€
0,5 r/kr maccbl Tena 1 pas B 3 Hefienu, 6ucenton 480 mr 2
pa3sa B CyTKW 3 AHA B Hefdento, auuknosup 100 mr 2 pasa
B [1€Hb.

Ha ¢oHe npoBoanmon Tepanuu B Bo3pacTte 15 net
y NAUMEHTKN YBeNUYeHMe LWenHbIX NuMdOoy3noB chne-
Ba. [poBefeHa KT weun — Ha yposHe C1-C4 NO3BOHKOB
cnesa onpegensercs 06pa3oBaHue C YETKUMU POBHbI-
MW KOHTYpaMu pasmepamm 67*38*75 MM, yBeNMUYEHHbIE
numdaTnyeckne y3nbl. TpenaH6UONCUA KOHINOMEPaTOB
nuMdaTMYeCcKnX y3n0B LWEeN CleBa BbisiBUNA KPYMHO-
KneTounyo anddysHyo B-knetounyo numdgomy 2 NR,
R3 cTagus.

Ha AaHHbIN MOMEHT IeBOYKA NOMYUNUNa XMMMoTepa-
MU0, HAXOAUTCA NOA ANHAMUUECKUM HABMIOAeHUeM Y
yuacTKOBOro Bpaua-negmatpa, HeBposora, MMMYHONO-
ra, oTanbMonora, epMaTonora, OHKoNora.

3aKknoyeHne. ATakcus-TeneaHrnosKkTasus, xapakTre-
pU3yOLLanCca MOBbIWEHHbIM KONMYECTBOM XPOMOCOM-
HbIX abeppaunii, ABNAETCA MyNbTUCUCTEMHbIM 3abone-
BaHWeM. MeTOA0B fleyeHns He pa3paboTaHo. bonbHble
MoNMyyarT NaniuaTUBHYIO Tepanuio HeBPONOrMYecKnx
pPaccTpoMCTB, 3aMecTUTeNbHy0 Tepanuio BBUT. Y naw-
HOM MALMEeHTKN peann3oBancs BbICOKUA PUCK OHKONA-
TOnorun.

KNUHWYECKWNIA CNVYAI
FEHEPAJIN30BAHHOIO TYBEPKV/IE3A
Y HEBAKUWHUPOBAHHOIO BLK PEBEHKA
be3nenkuH A.C.

HayuHbili pykoeodumens:
K.M.H., doyeHm KanyxeHuHa A.A.

BonrfMY MuHsfpasa Poccuu,
Kadeapa GTM3NONYNbMOHONOM N

BBeaeHMe, akTyanbHOCTb. B nocnefHne rogpl, 3apaxe-
Hue Ty6epKyne3om y B3pOC/Oro HaceneHns 3HaUnTe b-
HO YBENNUMNOCh. Tak e pe3Ko BbIpoC/o 6akTepnoBblge-
NleHMe M NeKapCcTBEHHAas YCTOWUNBOCTb MUKOBAKTEpUiA
Ty6epKynesa K 0CHOBHbIM NPOTUBOTY6EPKYNe3HbIM Npe-
napaTam. [laHHble U3MEHEHUs B 3HAUMTENbHON Mepe Be-
AYT K CHMKeHN0 3¢ (eKTUBHOCTY NPOBOAMMOM Tepanuu,
YBENMUMBAETCA PUCK peuuansa 3abonesaHus. Bcnep-
cTBre He3heKTUBHOCTU NEYEHUs U HeCBOEBPEMEH-
HOro BbifiBNeHUs Tybepkyne3a y B3POCbIX NOBbICUCA
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PUCK 3apaxeHns feTen. NepBOCTENEHHOE 3HAUEHMe AN
60pb6bl C Ty6EpKyne3om y AeTen nMeroT NnpodnnakTnka
1 paHHee BbisiBNIeHNe 3a60neBaHus.

KnuHuueckun cnyuvair. fleBouka 2,5 roga. Co cnos
matepu pebeHoK 3ab6onen ocTpo 18.05.2023 I. ¢ NOBbI-
WweHnsa Temnepatypbl Tena go 39,0°C, B KOHTaKTe C UH-
(heKLMOHHbIMM 6OMbHBIMM He Bbina. fleyeHne nonyuuna
Ha OMY XaponoHMKatolmmn npenapatamu (Hypoden).
20.05.2023 r. TemnepaTypa Tena nosbicunacb go 39,5°C.,
BbI3Ba/NIM CKOPYID MEAMUMHCKYI0O MOMOLb, rocnutani-
3MpoBaHa B MeJMUMHCKOe yupexaeHue. U3 aHamHesa
M3BECTHO, YTO pebeHOK OT 2 6epeMeHHOCTU, BTOPbIX
pogoB npu cpoke 35 Hefenb, onepaTuBHoe. BakuuHa-
uua bLXX B pogunbHom gome He nposofunacb. B cembe
Tybepkynesom 6oneet Aefyllka, eBoUKa He 6bina 06-
CnefoBaHa No KOHTAKTY, TAK KaK OHW He XXWBYT BMecTe.
Pogutenn o6cnefoBaHbl, Tybepkynesom He 60MelOT.
04.2023 1. BbIMONHEHA nepBas BaKuuHa «llpeBeHap»,
peakums Ha BaKLUMHY — MOBbILIEHWE TeMnepaTypbl Tena
00 39,0°C. Mpu nocTynneHnn obuiee coCTonHNe pebeH-
Ka cpefiHel CTeneHM TAXEeCTU 3a CYET MHTOKCUKALMW.
B 3eBe ymepeHHas runepemus, 3epHUCTOCTb 3afHen
CTEHKW TNOTKM, MUHAANMHBI TUNepTpodupoBaHbl 0 1
pa3mepa, uncTble. AYCKYNbTaTUBHO B NErKUX XecTkoe
AblXaHue no BCeM nonsm, Xpunos Het. Cyxou, peaKui
Kawenb nosasunca ¢ 29.05.2023 r., oablwku Het. Catypa-
s 96-98%. C 30.05.2023 r. 6eCrnoKoCTBO pebeHKa npu
nanbnauum XnBoTa. PeHTreHorpacmn opraHoB rpyaHon
knetku (OTK) ot 21.05.2023 1., 0T 29.05.2023 1., 0OTMEYaeT-
CA YCUNEHNUA NEroYHOro PUCYHKA B NPUKOPHEBbIX 30HAX.
30.05.2023 r., BbIMONHEHbI: AWarHocTuyeckaa nanapo-
CKONUSA — NaToNOrniA He BbiSBNIEHO, KOMMbIOTEPHAA TO-
morpadus (KT) OKI — ycunenue nerouHoro pucyHka, KT
FONOBHOI0 Mo3ra — 6e3 NaTonormueckux 3mMmeHeHun. Ha
(hoHe NPoBOAMMOI aHTUGAKTEPUANbHOW N MHGY3MOH-
HOW Tepanuu — MOMOXUTENbHOW JMHAMUKN He Habnio-
Aanocb. MepeBegeHa B MHMEKLNOHHYD 60MbHULY. Mpu
NOCTYNNEHUN: COCTOSIHME CPefiHell CTeneHn TAXEeCTW.
NepecmoTpeHo KT OTK ot 30.05.2023 1., BbINOMHEHO MO~
BTOpHOe nccnegosaHue ot 02.06.2023 r. — oTMeyaeTcA
KapTUHA [UCCEMUHUPOBAHHOrO (MUNMapHoro) Ty6ep-
Kynesa. 07 02.06.2023 r. gnackuHTEeCT — nanyna 13 mm.,
HauaTo NMPOTUBOTY6EpPKYyNe3Hoe neveHne, pudamnuumH
(R) B cBeuax 0,15, 1 pa3 B AeHb. lNepeBegeHa B nanaty
WHTEHCUBHOW Tepanuu 04.06.2023 B CBA3M YXYAWEHU-
€M COCTOSIHMA, 33 CYEeT BbIPAXKEHHOW WHTOKCUKALMW,
CyooOpOXHOro cuHgpoma. OT 05.06.2023 r. B3ATHI Npo-
MbIBHble BOAbl, NMKBOp Ha MBT meTtogom [UP — BbiAB-
NeHbl, UyBCTBUTENbHbBI K prd)aMnuuuHy, obLniA aHanu3
KPOBUM — CHWXeHue remornobuHa (94 r/n), nosbiweHne
C03 — 27 Mm/u., 06K~ aHANN3 NMKBOPA — LUTO3 160 B
1 MK, 6enok — 2,6 r/n, peakums MaHau — pesko nono-
XUTenbHa. Ina AanbHenIero neyeHms n 06cnefoBaHms
nepeeefeHa B NPOTMBOTY6epKyne3Hbln aucnaHcep. OT
06.06.2023 1. YnbTpa3ByKoBOe ucCnefoBaHNe opraHos
GpPIOLWHOM NONOCTU — NPU3HAKM AN DY3HBIX U3MEHEHUN
B MapeHXMMe MeyeHmn, KOHCynbTaums odTanbmonora —
napeTnyeckoe pacxojduieecs Kocornasume. fBneHus
BHYTpUUepenHoi runepTeHsnn. KoHcynbTauus HeBpo-
nora— Ty6epKyne3Hbln MeHUHro3HuedanuT. Ha ocHoBa-

HUN 0ODBEKTUBHbIX, 1a6OPATOPHbIX, UHCTPYMEHTANbHbIX
[aHHbIX BbICTABMEH AWArHo3: MeHepanu3oBaHHbIA Ty-
6epkynes: OCTPbIii reMaToreHHbln ANCCEMUHNPOBAHHDIN
(MunuapHbIn) Ty6epkynes nerkux MBT (=), MeHMHro3HLe-
anut Ty6epkynesHon atuonorun, MbBT uyBCTBUTENbHDI
K R. HazHaueHO neuyeHus no neKkapCcTBEHHO UYBCTBU-
TenbHOMy pexumy Tyb6epkynesa casa 4 ABI.

3aknoueHne n BbiBofgbl. Takum 06pa3om, KNMHUYe-
CKWIA cnyvail MOKa3blBaeT TAXECTb TeueHne Tybepky-
ne3a y He BaKLMHUPOBAHHOrO pebeHka. Mo3atomy, Bak-
LMHaLMA SBNAETCA OCHOBHBIM METOAOM NPOdMNAKTUKN
Ty6epKynesa y HOBOPOXAEHHbIX U OMKHA NPOBOAUTD-
s 063aTeNbHO Y BCEX feTEN.

KYNbT KOHKPETHOCTU CUHAPOMOB
FEMOPPATMYECKOI TNXOPAAKN
C NOYEYHbIM CUHAPOMOM B KOHTEKCTE
NEAVATPUYECKON MPAKTUKN
Kyp6artosa C.I.
HayuHbiii pykosodumenb: K.M.H. Buueuyeea H.b.
NrMY nm. E.A. BarHepa

BeepeHne. PO aBnseTcs 3HAEMUYHON MO XaHTaBU-
pycHon 6one3Hn TouHee ee hopMe, NpOTeKAKOLLEN MO
Tuny TNC. /leTanbHOCTb OT AaHHOW NPUPOAHO-0YAro-
BOM MH(EKL MM COCTABNAET B cpefHeM 15%. CumMBonu3m
AAHHON Npo6neMbl 3aKNKUYAETCH B €e HEJOOLEHEHHO-
CTU BBUAY PELKOW PErucTpauum, ofHaKo pocT 3abone-
BAEMOCTU CTPeMUTENbHO BO3pacTaet. B nposBneHnsx
AAHHON MHGEKLMN NPOCNEXNBALTCA NAPANNenm3m oc-
HOBHbIX CUHAPOMOB: MUKPOAHTUOMATUA, remopparmye-
CKUI M TUNepTePMUYECKIA CUHAPOMDI.

AKTyanbHoOCTb. [laHHas CTaTbA MOCBSILEHA 0630py
K/TIMHUYECKOrO Cyyass B paMKaXx KOHKPETHOW HO3010-
ruyeckoi dopmbl. MMNC B 1€TCKOW NPAKTMKe NOUCTIHE
cnopaguyeckas cuTyauus. ABTOp BbICTPOUA AOBOMbHO
3aMaCKWpOBAHHYI0 ApamaTu3auyen 3KCNo3uuuio, no-
6Y)XAL0LLYI0 K CKOpPenLemy 3HaKOMCTBY C KOHKPETHOW
KNUHWYECKON CUTYaLMeN.

Knuunueckne HabnogeHunsa. Manbumk W.,13 net.

13 aHamHe3a: XXMBEeT B YaCTHOM IOMe, KyAa UMeeTCs
AOCTYN TPbi3yHOB. He cobnionan rurueHy BBUAY KOrHN-
TUBHbIX HapyweHuii. OTMEUYANUCb TPaBMbl N CCAANHDI,
nofMyyeHHble B pe3ynbTaTe Urp W KaTaHUA Ha Benocu-
nege.

Ha HayanbHOM 3Tane noctynun B bapabimckyto LIPB
12.08 ¢ anobamm Ha BANOCTb, CNA6OCTb, (PebpunbHyIo
Temnepartypy, HaCMOpK, Kawenb. [laHHaA KAWHKUKA OT-
paxxaeT HayanbHbIN 3Tan 3a60NeBaAHNS: NUXOPAJOUHbIN
W ONUrypuueckuin nepuog. TeKyLwmii 0TPe30K BpeMeHu
NPOSABNANCA KOHKPETHbIMU KNUHUYECKUMU CUHAPOMA-
MU: UHTOKCMKALMOHHbIN, abA0OMMHANbHbIN, remopparu-
UeCKUI, MOYEUHbIA, FeMOAUHAMNYECKUIA.

16.08 — abBAOMMHANbHbIA CMHAPOM: PBOTA 3 p/a U
60NN B XMBOTE. INN304bI XKMLKOTO CTyNa 3-7 pa3 B CyT-
Ku. Konporpamma ot 18.08 6e3 0cobeHHOCTeN.
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18-19.08 — 60/1M B NOACHUYHOW 06NACTW, pefkoe
MOUENCMYCKAHWNE, CHKEHNE CYTOYHOTO 06bEMA MOYN.
Ha6ntogaeTcs BO3HUKHOBEHME ONMIYpPUYECKOro nepuo-
A3, B KIMHMYECKON KapTiHe KOTOPOro fuypes COCTaBu
500 mn. O6beKTUBHO: OTEYHOCTb NMLLA W NACTO3HOCTb
Bek. OAM ot 19.08. nokasan npoteunypuio (0,165 r/n),
Mmukporematypuio (1-3 B n/3p), Hannune rUaNUHOBbLIX
W 3ePHUCTBIX LunuHApos (0-1), KneTok [JyHaeBCKOro
(16-18 n/3p). B 6UMOXUMNYECKOM aHAnM3e — a3oTemMus.
MoBblleHbl NOKa3aTenn KpeaTuHUHa (568 mkmonb/n) u
MOYeBMHbI (10 23,96 Mmonb/n). B 3akntouenun Y31 MBI
3a(PUKCUPOBAHO YBENMYEHNE pa3MepoB 06enx Noyek, a
TaKXXe yMepeHHOe MOBbIWEHNE 3XOFeHHOCTM KOPKOBOTO
cnos.

18.08 Ha 6 AeHb 6ONe3HU — NPOSABNEHNS FEMOANHA-
MWYECKOro CUHApOMA B BUAE MUKPOLMPKYIATOPHbIX
HapyWeHWi B ceTyaTkKe rnasa. Bo3HMKNO «menbkaHue
MyLLeK» nepej rnasamu, 4To xapakTepHo Ans bonee Ta-
KEeNoro TeyeHms 3abonesaHus.

femopparuyeckun CUHAPOM NPOCNEXMBaeTcs B
OAK — Tsxenas TpombounuTonenmns 4o 11 Tbicay B 1 MKA.
B OAK y mauueHTa B onurypmyeckom nepuoge otmeya-
NNCb TUNepnenKoLnTo3 (20,6 TbIC.), aH303uHo(unue,
CBUT nenkogopmynbl BNEBO 10 MUENOLMTOB U MeTa-
MUNENoLMTOB.

[lanee 6bin ocywecTeneH nepesod B NPT KB 13,
roe pebeHok Haxogunca ¢ 20 no 26 aerycta. HauaTo
npoBefieHMe paclMpeHHoro obcnegoBaHus. Ha doHe
nonuypuueckon gasbl KNuHWYeckas M nabopaTopHas
JVWHAMMKA BOCNANMTENbHOro npouecca 3aTtyxana. 3a
HECKONbKO [HeW 3HAuMTenbHO ynydwaertcs dunbTpa-
UMOHHAA YHKLMA NeyeHu (CHUKeHUe KpeaTUHUHA 10
123 MKMO/b/N, MOYEBMHbI 0 15,53 MMONb/n). B AMHAMUKeE
NPOCNEXEeH CYTOUHbII ANype3 nauneHTa (Ha 12-i AeHb
6one3Hn — 3080 mn). Ha doHe 3TOro ObLiEE CaMOUyB-
CTBMe navuuMeHTa ynyylianoch, TemnepaTypHas peakuns
HuBenuposanacob. locne nposenenus Y31 (Ha 11-1 geHb
60ne3Hn) — 3anofo3peH OCTPbIA TMOMepYNoHePuT.
Moka3satenb POMK ot 20.08. yka3zan Ha TPOMBUHEMNIO,
UTO CBUAETENbCTBYET O MOSIBNEHUWN MHOXECTBEHHbIX
MWUKPOTPOM6OB B COCYAUCTOM pycne. B ycTaHOBKe ana-
rHO3a raBHy ponb cbirpan UMA TecT Ha Bo3byguTens
INNC, kOTOpbIN OKAa3anca NonoXuTenbHbIM. Mo coBO-
KYNMHOCTW MONMYYEHHbIX JaHHbIX BbICTABIEH MATHO3:

OcHoBHoli: TNNC, cpeaHeTsxenas opma, Nnonuypu-
yeckas cTagusa.

OcnoxHeHne: NoueyHass HeJOCTATOYHOCTb | cTene-
HW. AHemMuA nerkas.

ConyTcTBYiOWMA: OCTPbIA racTPOIHTEPUT (afeHoBM-
pYCHbIN). 3agepxka HIP.

C momeHTa noctynneHus B MPUUT pebeHKy Ha3HaueH
NOCTeNbHbIA pexum, cton NO 4. HdY3MoHHas aHTNGAK-
TepuanbHasa Tepanus LeTPMAKCOHOM B KOMBUHALMN C
cynbbakTamom.

3akntoueHue. NMpeacTaBneHHb B AaHHOW CTaTbe 06-
30p KNMHUYECKOro Cyyast, HaLeNeH Ha MUHUMN3ALNI0
AMArHOCTMYECKMX OLINGOK BO BpauebHOM NpaKTuKe.
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KNUHNYECKUIA CNIYYAI NEPBUYHOIO
FTEHEPA/IN30BAHHOIO TYBEPKY/E3A
NMUMOATUYECKUX V3/10B V PEBEHKA
PAHHEIO BO3PACTA NOC/IE NAHAEMNN
COvID-19
Cep6uHa A.W., ®ponosa E.B.
HayuHbili pykogodumenb: K.M.H., doyeHm Xykoea /1.10.

CNernmMy Muxsgpasa Poccun
[leTckas ropofckas knuHudeckas 6onbHuLa N5
nm. HO. Gunatosa

Nocne nangemun COVID-19 oxmpaertca poct 3abone-
BAaEMOCTU Ty6epkynesHon MHdeKumMe, 06YCNoBNeH-
HbI HaKoNNeHWem pe3epByapa MHeKLMKU Ha (OoHe He-
CBOEBPEMEHHOTO BbIIBNEHNA OOMbHbIX TybepKyne3om
N3-3a COKpALLeHWs nepuojmuyeckoro o06cnefoBaHus
HacenieHusa B nepuog nangemuu COVID-19.

KnuHuueckun cnyuvan. MauymeHTtka 1 roga 4 mecaues,
3 MHOTOAETHOW CceMby, XuTenbHuua CaHkT-NeTepbyp-
ra. Mpemop6uaHbIA hOH: B Nepuosie HOBOPOXAEHHOCTU
nepeHecna COVID-19. MpueuTa BakunHon BCG-M B poa-
AoMe; B BO3pacTe 1 roga NOCTBAKLUMHAMBHBIA Py6UnK
oTcyTcTBYeT, RM ¢ 2 TE oTpuuatenbHa. KOHTAKT ¢ 60/1b-
HbIM Ty6epKyne3om He yCTaHOBMeH. Y 6paTa 11 net B
OKTA6pe 2023 1. NONyYeHbl NONOXMTENbHbIE pe3ynbTaThbl
Mpobbl C aniepreHomM Tyb6epKyne3HbiM PEKOMOUHAHT-
HbIM «[lMACKNHTECT» — MHQUALTPAT pa3sMepom 12 Mm
(runepeprus), nHuumposaH MBT.

Hauano 3a6oneBaHuss c ebpunbHOW nuxopaa-
KW, OCTPOro pPUHOMApUHIruTa, aTO3HOr0 CTOMATUTA,
JBYCTOPOHHEr0 YBENWUYEHUS MOAUYENIOCTHbIX W Len-
HbIX numdaTnyeckux ysnos (N1Y). Tocnutanusnposa-
Ha C MOAO3PEHMEM HA MH(EKLMNOHHBIN MOHOHYKNEO3.
Mpu nocTynneHnn — runoxpomHas MMKPOLMTApPHas
aHeMua Nerkon CTeneHn, HeNTPOMNbHLIN NENKoLN-
103 (WBC 17,8x10"9/n, abCONOTHOE UUCNO HENTpo-
cunos 13,7x10"9/n), Tpom6ounTo3, CO3 68 mm/u, CPb
111,8 mr/n. UckntoueHbl reprneTuyeckas, CTpenTOKOKKO-
Basl, BUY-uHdekuuns. HazHaueHa amnupuyeckas npoTu-
BOMUKpO6Has Tepanus uedanocnopuHom Il nokone-
HUA C MHTMBUTOPOM BeTa-naKTamas, METPOHUAA30MOM.
BbinucaHa n3 cTauuoHapa no TpeboBaHWID MaTepu C
KMMHUKO-NabopaToOpHbIM yNyuLieHnem (nuxopaanT cy6-
thebpunbHo, pasmepsbl 1Y 6e3 guHamuku, COJ 46 mm/u,
CPB 55 Mr/n) Ha (hoHe Tepanuu aHTUBUOTUKOM TPYNMbl
MaKponmaos.

B cBA3M c BO306HOBNEHMEM (hebpUNbHON NNXOPaAKN
Ha 21 geHb 3aboneBaHua rocnuTanusuposaHa B AIKb
Ne5 um. H.O. ®unatoBa. Mpu NOCTYNAEHUN TSHXKECTb
cocTosiHMA 0b6ycnoBneHa (e6bpunbHON NUXOPAAKOMN,
CMHAPOMOM UHTOKCUKaLLMK, numdaaeHonatuen (AM) —
ManbMMpyTCa BYCTOPOHHME MHOXECTBEHHbIE 6e360-
Ne3HeHHble NN0THO3NACTUUHBIE NOJYENIOCTHbIE U LWen-
Hble JTY pa3mepom oT 1,5 40 3,5 CM 6€3 n3mMeHeHns KOXMu,
renaTomeranuen. BbiNOMHEHbI BU3yanusupyiolwme mc-
cneposanua (Y31, MCKT). NMoaTBepxaeHO yBenuueHne
pa3mepoB nepudepuyecknx noauentoCTHbIX U WENHbIX
1Y, BbIABNEHO YBENMUYEHNE PA3MEPOB BHYTPUIPYAHbIX
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(napaTpaxeanbHblX, TPaxeo6pOHXMAMbHbIX, BGPOHXO-
NYNbMOHAMbHbIX) U MHTPAAbAOMMHAMbHbLIX (Me3eHTe-
PUanbHbIX, NApaaopTanbHbIX), UTO CBUAETENLCTBOBANO
0 reHepanu3oBaHHOM xapakTepe JIAM. W3meHeHui B
Nerkux He 06HApYXeHOo. JTabopaTOpHO COXPAHAANCH
TMNOXPOMHAA MUKPOLWUTApHAs aHEMUS Nerkou crtene-
HU, HENTPOUNbHbIA NEeNKOLKUTO3, TPOMBOLMTO3, YCKO-
peHue CO3, BbICOKasA NpoBOCNANMTENbHAsA aKTUBHOCTb.
Mapkepbl MH(EKLUMOHHbIX 3a6oneBaHnin (NOKanbHbIX
nHekunin NTOP-opraHos, repnetuueckon u BUY-nH-
(heKumMmM, TOKCONNa3mo3a) 1 [06POKAYECTBEHHbIX UM-
MyHonponudepatusHbix /IAN (6onesHn Kasacaku, fe-
(UUNTa NEepPBMUHBIX AHTUTEN, AYTOBOCMANUTENbHbIX
3a60/MeBaHWiA) OTPULATENbHbI. [INAaCKUHTECT: UH(UNb-
TpaT pa3mepom 40 Mm (runepepruyeckas peakums). Ha
(hoHe Ae3cKanauyMoHHOM aHTUGaKTepuanbHoW Tepaniu
kap6aneHnemoMm Il rpynnbl B COYETAHWU C NPOTUBOTPU6-
KOBbIM NpenapaTom perpecca MUHTOKCUKALMOHHOMO CUH-
ApoMa 1 pasmepos nepudepuueckux /1Y He nonyyeHo.
BbinonHeHa AnarHocTnyeckas 3KCUM3MOHHasA buoncus
wenHoro Y. NaeHTUULMPOBAH XPOHUYECKUA TPaHy-
NemMaTo3Hbln MuMdafeHnT ¢ OpMUPOBAHNEM CNeum-
buyecknx 3NUTeNMOAHLIX FpaHynem, Hanuuymem Kase-
03HOT0 HEeKpo3a, KNeTok JlaHrxaHca. MNpn okpacke no
Uunio-HunbceHy MBT He HalgeHbl. [UarHOCTMPOBAH
aKTWBHbIN NEPBUYHbIN FeHepan30BaHHbIN Ty6epKynes
C MopaXkeHnem nepugepuyecknx, BHyTPUrpPYLHbIX U NH-
TpaabaomuHanbHbIx NY.

BbiBoAbl. KntoueBbiM MexaHW3mMoOM 3aluTtbl 0T MBT
fBNsieTcs harounTos. YCTaHOBNEHO, UTO Y AeTen nocne
nepexHeceHHoro COVID-19 pa3BuBalTCA ANUTENbHblE
W CTOWKME HapylleHus B cucteme garoumtosa. UHdm-
unpoBaHue nauneHTkn MBT, BO3MOXHO, MPOM30OLWN0 B
TpeTbem KpUTUYECKOM Nepuofe CTaHOBNEHUA WUMMY-
HUTETa U, FTMNOTETUYECKMN, U3MEHWUNO XapaKTep UMMy-
HO6MONOrNYECKO PeaKTUBHOCTM, MOBMMAB Ha Cy6no-
NYNAUNOHHDLIA COCTaB NUMAOLNTOB nepudepuyeckon
KpoBu. Takum o6pa3om, numdaTmyeckas reHepanusa-
Lms Ty6epkynesay naymeHTKN MOXeT 6biTb 06ycnosne-
Ha HapyLWeHMaAMN aAanTUBHOIO UMMYHMTETA.

KNUHWYECKNIA CNYYAIN NALMEHTA
C BHEKULUEYHbIMUN NMPOSABNEHNSIMU
NPV 6ONME3HU KPOHA
Apucrtosa 0.W., ApTamoHoBa M.I.

HayuHbili pykoeodumens:
0.M.H., npogheccop Nz2uwesa /1.H.

KeMepoBCKMIA roCyAapCTBEHHbI MeANLMHCKN
yHMBepcuTeT MnH3apasa Poccun,
Kadpespa neanmaTpum U HeoHaTonornu
KOOKB um. t0.A. ATamaHoBa

BBefeHue, aKkTyanbHoCcTb. bonesub KpoHa (BK) —
XPOHUUYECKOE 3a60MeBaHUe  KeNy[ouHO-KNILEUHOro
TPaKTa HeW3BECTHOW 3TUONOTNN, OTHOCSLLEECH K rpyn-
ne BOCNANUTeNbHbIX 3a6onesaHuin Kuweyrnka (B3K), c
Pa3BUTUEM MECTHbIX U CUCTEMHbIX OCMOXHEHNA. OHO
4acTo MaHUECTUPYET BHEKNILEYHBIMU NPOABNEHNAMMY,

BK/IOYAIOLIME ayTOMMMYHHbIIA renaTuT, ayTOMMMYHHbIN
NaHKPeaTUT, MepBUYHbIA CKNEPO3UPYIOLNA XONAHIUT
(MCX) u apyrue coctosiHus. Mpu BK BHEKMIIeuHble Npo-
ABNeHns Habnwogalotca 6onee uem B 40% Cnyyaes u
ONpefenaT TAXECTb TeueHns 3a601eBaHus.

KnuHuuecknin cnyyain. Manbumk H., 12 net, poguncs
0T 2 6epeMeHHOCTH, 2 pofi0B. PaHHWII aHamMHe3 6e3 0co-
6eHHOCTei. YuuTca B LWIKONe-uHTepHaTe B 6 Knacce. C
5 fieT poAuTenn oTMeyaroT 3anopbl (CTyn 1 pas B 3 AHA).
C 8 net anu3obl pBOTHI U AKMAPEN HECKOMbKO pas3 B roa.
B 9 net (2021 rog) no Y31 oTmeuanacb renatomeranus:
neyeHb 114*52 MM, NPU3HAKN PEAKTUBHbLIX U3MEHEHUI
neyveHu.

B ceHTabpe 2022 roga nepeHec SARS-Cov2. Bo Bpe-
M 60M1€3HM OTMeYanuCh Xanobbl Ha CNABOCTb, NOBbI-
leHne Temnepatypbl 10 ebPUNbHbIX 3HAUEHUI, 60N
B XnBOTe. Ha ambynaTtopHoM 3Tane nofyyan fBa Kypca
aHTMbakTepuanbHon Tepanuu. Mocne BbI3AOPOBEHUS
BO BpeMsa ANUCMAHCepPN3aLum B LWKONe-uHTepHaTe B 6/x
aHanu3e KpoBY Brepsble BbiiB/iIeHbl U3MeHeHus: AJIT —
292,0 Ea/n, ACT — 189 Ea/n. Mapkepbl renatutos B, C
oTpuuarenbHbl. Mo Y3 renatomeranus: M4 — 130 mm,
NA — 62 MM, peakTUBHbIE N3MEHEHUA NMeYeHn U nojxe-
NYA0YHON Xenesbl. [0CNMTANU3nMpoBaH B neauaTpuye-
CKOe oTfeneHue, B KOTOpom Haxoawunca ¢ 15.03.2023 no
28.03.2023. /labopaToOpHO NOBblWweHUe ypoBHA ANT —
435,00 Ea/n, ACT — 217,93 En/n, WO — 351 Ea/n; NNBMN —
0,983 mmonb/n, MMHM — 2,23 mmonb/n, KoahduuneHTa
areporeHHocTn — 2,6. Kposb Ha B3b, LIMB, BT oTpuua-
TenbHa. B neueHun Ha3HaueH «fentpan». Mo OrAC ped-
NIOKC-racTpuT, AYOoAEHOracTpanbHblli pednioke, Gynb-
6WT, AYOAEHMUT. BbiCTaBNeH AWArHo3 — NOCTKOBM/HbIN
CUHAPOM C NOPAXEHWEM renaTobMNMapHo CUCTEMDI.

Mocne BbINMCKM HENOCTOSHHO nonyyan «®docgor-
nme». 4.07.2023 perucTpupyetca NoBbilleHWe YPOBHA
TpaHcamuHas (ANT — 480 Ea/n, ACT — 307,2 Ea/n), ru-
nepéunupybuHemus (06wun 6GUNUpPY6UH — 36,7 MK-
MOMb/n, nNpAMOi  6unupybuH — 1,89  MKMonb/n).
24.08.2023 rocnuTanu3npoBaH B nepuaTpuyeckoe oT-
[enexne, 3aTOPMOXEH, CKNepbl Cy6UKTEpUUHbI. [e-
ueHb y Kpas pebepHoW Ayru. BbifBneHbl hakTopbl
UMMYyHHoarpeccuu: nosblweHne AHO 1:640 n AT k OHK
(HegeHaTypupoBaHHOIt — 132 ME/MA, AeHaTypupoBaH-
HOW — 184 ME/mn); noBbileHne anbta-deTonpoTenHa
(20,03 ME/mn), anbta-amuna3sbl moun (3088 Ea/n), amu-
nasbl KpoBK (456 E/n); pMcnMnuAeMna 3a cueT CHUXe-
Hus NINBM (0,82 mmonb/n). MpKU3HaKK renatocnneHome-
ranuu, numdageHonaTun, NepunopTanbHOro oTeka no
Y31 OB, MPT OBI. KanbnpoTeKTUH Kana NnoBbllleH —
200,0 MKr/r. lnarHoCTMpOBaH nopTanbHblil hnbpos (F3
no Metavir). WcknioueHbl numdonponndepaTuBHblie
3aboneBaHns. M0 KOMOHOCKOMUN MHOXECTBEHHbIE TO-
yeyHble KPOBOM3NUSHUA B CAU3UCTON 060N0YKE MOA-
B3JOWHOW KWLWKN, HEOAHOPOAHAA CTPYKTypa Civ3u-
CTON — runepnnasuns B Buae y3enkos 61eaH0-PoO30BOro
LBETa, HENPaBUAbHON (HOPMbI, OLMHOUYHbBIX W CIUBHbIX,
BOPCMHYATbIE, bBuoncua — ryctas numdo-rucTnoumnTap-
Has WHQUABTPALMA C NPUMECHID NENKOLMTOB, OYaramm
[0 NOACNN3NCTOrOo CNos.
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BbicTaBneH OCHOBHOW AuarHo3 — 6one3Hb KpoHa:
TEPMUHANbHbIN  WUNEeNT, XPOHUUYECKOe HenpepbiBHOE
TeueHue, nerkaa ataka, no PCDAI 22,5 6annos, c BHe-
KWLEYHbIMU NPosaBReHnaMn (QyTOUMMYHHbIA renatuT,
MCX, ayTOMMMYHHbIA naHKpeatut). Bbino Ha3HAYeHo
neyeHue: mecanasuH, NpeaHU30N0H, ypcoe3oKcuxone-
Basi KNCNOTA, NAHKpPeaTuH.

Ha choHe neueHua oTMeuanacb NONOXUTENbHAA AU-
HAMMUKa: Pe6eHOK aKTWUBHbINA, MeYeHb He Nanbnupyer-
A, CTYN perynapHbiii ocopmneHHbiin, ACT — 19,0 Ea/n,
ANT — 25,8 En/n, ammnasa kposu — 81,3 Ea/n, anbta-a-
Mmunasa moun (690 Ea/n) ocTaeTcs Bbilie HOPMbI C TEH-
AeHLMeN K CHUKEHNI0. ManbumK BbINCaH B CTaBUNbHOM
COCTOSHMM Ha amM6ynaTopHbIil 3Tan ¢ MAccoli 55 Kr u po-
CTOM 165 cMm.

BbiBOAbI. MenaTuT, NepPBUYHbIA CKNEPO3NPYIOLLUM XO-
NaHTUT — 0A4HM U3 NocneacTBumn 6onesHu Kpoxa. flocta-
TOYHO 4YacTo HaboLAEMbIN NAHKPeATUT TaKXe MOXeT
6bITb MMMYHHbIM MPOABMEHWEM JAHHOW naTonorun. B
NPaKTUYECKON MefMLMHe CMeunanucTam pasfiMyHoro
npodunsa cnegyet NOMHUTb O HANMYUN BHEKMLIEYHbIX
nposiBneHun B3Ky neten, 370 6yaeT cnocob6CTBOBATD UX
CBOEBPEMEHHOW UATHOCTHKe.

KNUHWYECKNI CNYYAI CUHAPOMA
POMKEPCA
lOHycoBa I.I.

HayuHbie pykosodumenu:
K.M.H., doyenm Cabupoea J.P., Xucamuesa @.Q.

[PKb M3 PT

AkTyanbHOCTb. CMHAPOM Popxepca, unu TMammH-3a-
BUCUMan meranobnactHas aHemus (TRMA) — penkoe
reHeTmyeckoe 3abonesaHune, 06yCnoBNeHHOE MyTalu-
en B reHe SLC19A2 ¢ ayTOCOMHO-pPELECCMBHbLIM TUMOM
HacnefoBaHus. Yale BCTpeyaeTcs B 6NM3KOPOACTBEH-
HbIX 6pakax. [laHHbI CUHAPOM XapaKTePU3yeTCs Tpems
npu3Hakamu: MeranobnacTHoOW aHeMKen, caxapHbIM an-
abeToM 1TMNa 1 HEMPOCEHCOPHOW TYroyXoCTbio. B Mupe
3aperncTpuposaHo meHee 300 cnyyaes 3aboneBaHus.

OnwncaHue KNMHMYECKOTro cnyyasn. Pogutenn pebeHka
COCTOAT B 6AM3KOPOACTBEHHOM 6pake, HAaCneACTBEH-
HOCTb OTArouleHa. bepeMeHHOCTb NpoTekana Ha (hoHe
aHemMuun. Pe6eHOK OTCTaBasl B NCUXMUYECKOM Pa3BUTUM,
€ 3 MECAYHOTO BO3PACTa NeYnN aHEMUID eXeMeCAUHbI-
MW remoTpaHcdy3usmu, B 8 mecaues NocTaBuIn ama-
rHo3 Tyroyxoctb. C utona 2019 roga gmarHoCTMpOBaHa
TAXeNas meranobnacTHas aHemMus, CMHAPOM Poaxepca.
caxapHblii anabet 1 TMNa. YpoBeHb reMmorno6uHa CHu-
Xanca [0 25 r/n. XpoHuueckas [BYCTOPOHHAS CEHCO-
HeBpanbHas TYroyxoCTb 4 cTeneHu, rpaHuyaLLas ¢ ruy-
XO0TOMN.

Xano6bl, CO CNOB poguTenei, Ha CHWXEHNE YPOBHS
remorno6uHa, OAbIWKY C AWCTAHLMOHHBIMU CBUCTS-
WMMN XpUNamu M MAnoONpPOAYKTUBHbIA Kallenb npu
(hm3mueckolr Harpyske. Ha MOMeEHT ocMOTpa pebeHKy
4 rofia, He pa3roBapmBaeT, BbIPAXXEHHbIA aHEMUUYECKUI
CMHAPOM. [TepKYTOPHO 3BYK NEroYHbIN, ibIXxaHne Yepes
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HOC CBOGOAHOE, B NErknx fblXaHWe XecTkoe, CUMMe-
TPUUHbIE Pa3HOKANUBEpPHble XpUnbl cnpasa 1 cnesa. Ha
PEHTreHOrpamme OPraHoOB rPyAHON KNETKN YyBeNNUYeHne
KOpPHEN nerkux ¢ Mg ocoCyancTon peakuuen, npusHa-
K1 GpOHXMTA.

B obliem aHanuse Kpoeu 3putpouuTsl 2,02 *10:12/n,
remorno6bud 63 r/n, rematokput 20,3%, NeAKoLUUTbI
4,4*10:9/n, peTukynountbl 16%. Buoxummyeckun aHa-
NN3 MOKa3an: rnokosa 14 r/n, cbiBOPOTOUHOE Xeneso
6,6 MKMONb\N, heppuTuH 395 Hr\mn.

NeyeHune aHemMumn — TuamuHa rugpoxnopug no 50 mr
BHYTPUMbILEYHO eXeaHeBHO, OQHOKpPaTHOe BBeAeHue
WHCYNIUHA NPU NOCTYNNEHUN.

YyutbiBag, 4YTO CUHApPOM Popgxepca BbiCTaBfeH
TONbKO KMWHWYECKKU, C LENbl TFeHeTUYeCcKoro nopg-
TBEPXAEHUS [MarHo3a BbiNUCKa W3 UCTOpUN 60Me3HK
HanpaBnsAeTca Ha TenemMefULMHCKYI0 KOHCYNbTauui B
(hefepanbHOe rOCyAaAPCTBEHHOE BIOIKETHOE yupexje-
Hue «HauMoHANbHbIN MeAULUHCKUNA WcCnefoBaTesb-
CKMIi LeHTP AETCKOW reMaTonorun, OHKONOrnu n UumMmy-
Honoruy umenun Amutpus Porauesar.

3akntoueHne. bnn3kopoacTBEHHbIN 6pakK, YeM Xe OH
onaceH? Kakue nocnefcTBus MoryT 6biTb B JanbHel-
Wwem? ECTb BbICOKMIA PUCK Pa3BUTMS TAXKENOW NaTONO-
rmm, Kak Cuugpom Pogxepca. KnuHuka passusaeTcs B
nepBble 5 fIeT, N03TOMY BaXHO 3HaTb O AAHHOM 3abone-
BaHWMW U HA3HAUYUTb CBOEBPEMEHHYIO Tepanuio.

KNUHWYECKMIA CNYYAI
WANOMNATUYECKON NEFOYHO
FUMNEPTEH3WUN Y PEBEHKA 5 NET

lOHycosa IA.I., 3akuposa K.P.

Hay4Hble pykoeodumenu:
K.M.H., doyeHm Cabupoea A.P., Ucmazunoea H.B.

[IPKb M3 PT

AkTyanbHoOCTb: ManonaTuyeckas neroyHas aprepu-
anbHas rMnepTeH3ns — AOCTATOUHO pefKun AMarHos,
03HauaLWMUN BOSHUKHOBEHME NOBLIWEHHOTO AaBNEHNS
B NEroYHON apTepun 6e3 npegpacnonarawwmnx hakro-
POB PUCKA, B KOHEYHOM MTOre NPUBOAA K runepTpoduu
npaBoro xenyaouka. Mo eBPONENCKMM [aHHbIM ya-
cToTa 3aboneBaHNs Konebnetcs B panoHe 2,2-15,6 Ha
1000 000 peTen.

OnucaHune knuHuyeckoro cnyyas. C paHHero so3pac-
Ta NALMEHTA MyYasnn KPAXTALLEE AbIXaHWE U OfblLIKA BO
Bpems Harpysku. Guamueckoe pasBuTue Takxke CTpa-
fano, pebeHoK nnoxo Habupan B Bece. Mo 3aknwoue-
HUIO 3NeKTpoKapaMorpadmu, NpoBeEHHON B BO3pacTe
3 MecsUeB, PUTM CUHYCOBbIN, HOPMANbHOE MONOXEHME
INEKTPUYECKON OCK cepaua, uHTepsan PQ — 0,12 cek,
nHtepsan QT — 0,28 cek.

B BO3pacTe 4 NeT BO3HWUKNO MpPeCcUHKonanbHoe co-
CTOSHME B [€TCKOM cajy. bbin rocnutanusnpoBaH B
JETCKYI0 Pecny6inKaHCKYI0 KNUHUYECKYI0 6GOMbHULY.
Ha anekTpokapanorpadun: ymepeHHas CuHycoBas Ta-
XWKapAMS, 4acToTa CepAeUHbIX COKpaLeHni 122 ya/MuH,
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OTKNOHEHNE 3NEeKTPUYECKOM OCKW BMPaBo, fenpeccus
cermeHTa ST B HWXHUX M NeperopofoyHbIX OTBEAEHUAX:
MaKCMmanbHo B V2 1o 2 mm. iHBepcus 3y6ua T B HUKHUX
1 60KOBbIX 0TBeieHUsAX, V4. [IpU3HaKKU neperpysku npa-
BbIX OTAEM0B CepALa.

Mo AaHHbIM 3X0rpacmueckoro UCCnefoBaHna Cepa-
LLa: 3HaYNTeNbHOe yBeNuYeHne npasbliX OTAENOB Ceph-
ua. MpaBbin Xenynouek 26 MM. BbipaxeHHas runep-
Tpous MOAEpPaATOPHOro Nyuka U NanuAsPHbIX MblLL,
TPUKYCNUAANbHOIO KnanaHa. Mexkenyaoukosas nepe-
ropofKa yTonlieHa. J1eBblid Xenyaouek He yBennueH.

3akntoueHune. NMpuU3HaKyu NeroyHomn runepreH3mu. He-
[O0CTAaTOYHOCTb TPUKYCNUAANBHOIO KNanaHa 3-4 ctene-
HU. TunepTpoduna NpaBoro Xenyaouka. 3HaunTenbHas
Aunatauma npasbix OTAENOB cepAua. AunaTtauma cTsona
neroyHon aptepuun. OTKPbITOE OBANbHOE OKHO 2,5 MM,
cbpoc cnpasa Haneso.

KOHCMIMyMOM 6bi/1 BbICTAB/IEH ANATHO3 — UAMONATH-
yeckas nerouHas runepreHsns. HegoCTaToOUHOCTb KPo-
Boo6palleHus 2b, hyHKLNOHaNbHbIA Knacc 3 (no Ross).

Ha3HaueHa cneuuduueckas Tepanus NeroyHom ru-
nepTeHsun cungeHaduiom, MaLUTeHTAHOM, CMUPOHO-
NnakToHoM U thypocemnaom. Kncnopogotepanus uepes
HOCOBble KaHNKU. Takxke 6bla NPOBefEHA aHTUbaKTe-
puanbHas Tepanusa LedypoKCUMOM N aHTUKOArynsHT-
Has Tepanus renapuHom.

Peabunutonorom 66110 HauaTo JIOK, ¢ nocTeneHHo
BEpPTMKaNu3aunen, COCTOAHWE O0CTaBanocb CTabunb-
HbIM, caTypauma coxpaHanacb B npefenax 94-96%. Pe-
6EeHOK CTan aKTUBHbIM, aNMNeTUT CTan nyyle, Npubasun
2 Kr 3a Bpemsi npebbiBaHNA B CTaLMOHape.

3aknioyeHne. MamonaTuyeckas nerouHas runepreH-
3ua Taxenoe 3aboneBaHue, KOTOPoe He CPasy MOXHO
pacno3Hatb. Mbl XOTUM OCBATUTb [aHHbIA KAWHUYE-
CKMA Ccnyyaid, uTobbl Gyaylime Bpaun-nesuaTpbl 3HaNu
0 3a60/1€BaHMsAX, KOTOPbIE MOTYT BCTPETUTLCA Y HUX HA
yyacTKax.

KNWHNYECKWIA CYYAN LIMHII
VY PEBEHKA C PACCTPONCTBOM
AVTUCTUYECKOIO CNEKTPA
LllamykoBsa E.A., Mpansenb C.H.

HayuHbili pykoeodumenb:
K.M.H., doyenm Camotinoea H.B.

KazaHckui TMY Mun3apaBa Poccun
[PKB M3 PT

AKTyanbHOCTb. LiMHra — natonorua u3 rpynnbl aBu-
TaMUHO30B, Pa3BMBalOWAACS HA (oHe gedmuuTa BU-
TamuHa C. KaxeTcs, B COBPEMEHHOM MUpe MOA0GHOI
naTonorni yXKe He MeCTO, OAHAKO, CYLIeCTBYIOT onpe-
AeneHHble KaTeropuu NaLMeHToB, COCTABAAOLLNE Tpyn-
My puUcka No HeJOCTaTOYHOMY MOCTYNIEHNIO acKOpP6U-
HOBOW KUCNMOTbl B OpraHu3m. KnuHuuecku nopo6Hoe
COCTOSIHME XapaKTEpU3yeTcs BblpakeHHbIM NOAUMOp-
(hn3MoM NPOSABAEHUN, UTO 06DACHAETCSA yyacTuem Bi-
TamuHa C BO MHOTUX GUOXUMUUECKUX peaKLMsX.

OnucaHue KnuHUUeckoro cnyyas. MaunveHt N, 7 net. B
Bo3pacTe 1rofa Npon3olwna yTpata MOTOPHOW peuu, C
3 neT nosiBUNACh NuLeBas U3buparenbHOCTb. B 3,5 roga
6blfl BbICTABMEH [MAarHO3 «PacCTPOMCTBO ayTuCTUue-
CKOro cnektpax. [1o HacToALLero BpeMeHn coxXpaHsaeTcs
KpanHas n3bmpartenbHOCTb B efle.

C paHHero getcTBa mauueHTa 6ecnokounu 6onu B
HWKHUX KOHEYHOCTAX, HENPOLOMKUTENbHbIE, CAMOCTO-
ATeNnbHO Kynupylowuneca. B aHeape 2023 roga nossu-
nncb 60nM B 06NACTW TONMEHOCTOMHBIX, KOMEHHbIX Cy-
CTaBoB. bonu He Kynuposanucb B TeyeHne 3 mecsLes,
obpatunuce B MAY3 «[IPKb M3 PT». Ha MOMEHT nocTy-
nneHns pebeHOK HAXOAMNCA B CPESHETSKENOM COCTO-
SHUU, 3aHMMaN NacCMBHOE MOMOXEHNE C COFHYTOW npa-
BOW HOTOI, CAMOCTOSITENbHO He nepemewancs, 06bem
ABWXEHMIA B NPABON HMKHEN KOHEUHOCTM Bbll CHUXEH,
MpaBbll KONEHHbIN CYCTaB OTeUeH. PeBGEHOK MOHUKEH-
HOrO NUTaHMA. B pOTOBOM NONOCTU — KPOBOM3NNSHNS
Ha [leCHax B MecTe Npope3biBaHUA KOpPEHHbIX 3y60B. C
AaHHbIMMK Xanobamu B TeueHue 2023 roga pebeHOK He-
OAHOKpaTHO rocnutanusnposancsa 8 [IPKb B Buay ceoei
AMArHOCTUYECKON HeACHOCTW. Mepuognueckn oTmeua-
NINCb 3KXMMO3bl, PONNKYNAPHBIN FUNepKepaTo3 Ha HO-
rax, B Hosibpe 2023 npucoeanHUANCb 601b, OTEYHOCTb
1 pedopmauns NpaBoro rofeHOCTONHOrO CycTaBa.
MpoBogunucb nabopaTopHbie NCCNef0BAHNS, BbISBAA-
NNCb NPU3HAKM TMMOXPOMHON HOPMOLMTAPHOW aHEMUH,
nenKoneHUn, HeWTPONEeHWM, noBblleHne [-gumepa.
MpoBogmnacb AWArHOCTMKA TEHETUYECKMX, Hacnepn-
CTBEHHbIX 3a601eBaHuNi, KOTOPbIe BbISIBNEHbI HE GbifN.
KT- n MPT-KapTuHa Ha NPOTAXeHWUN roaa NporpeccusHo
yXyALWanacb, 0TMeYanucb NPU3HaKu 0CTeonoposa, oT-
UETNNBbIE NIMHUN Pa3peXeHMst KOCTHOW TKaHU, peHTre-
HOMO3WTKBHbIE KOMbLA B 06nacTn anncunos. B gpespane
2024 pebeHOK 6bin rocnuTanu3npoBaH B [IPKb B Tsaxe-
NIOM COCTOSIHUU, B BbIHYXAEHHOM MOMTIOXEHWUMN NONynexa
C COTHYTbIMM B KOMEHHbIX CYCTaBax HOrax, ¢ AeduumnTom
maccol Tena Il cteneru, oNMKyNspHbIM rMnepKepaTo-
30M C NepndONnKyNApHbIMKA NETEXUAMU, WTONOPOO6-
Pa3HO M3BWTbIMM BOMIOCAMM HA HOrax, paspacTaHuem
U runepemuen aeceH, oTeuHbiMu, 60fe3HeHHbIMU rone-
HOCTOMHbIMU CYCTaBaAMMU.

B Buay PAC 1 KpailHe BbIpae€HHOW NULLEBOW N36U-
paTenbHOCTH, CUCTEMHON NOPO3HOCTU KOCTEN W APYrnX
XapaKTepHbIX MPW3HAKOB, Yy NaumeHTa 6bi10 3anofo-
3peHo AedMUUTHOE COCTOSIHME, UTO MOATBEPAMNOCH
CHUXEHHbIM YpOBHeM BUTamMuHa C <0,5 MKr/Mn, B CBA3M
C YUeMm JMarHo3 LMHra okasancsa sepnuumposaH. B Te-
UeHMe HeCKONMbKMX CYTOK MOCNe Ha3HauYeHWUs BUTAMUH
C-cofepxalmx npenapaToB CamMouyBCTBUME pebeHka
YAYUWNIOCh, OTMEYANoCh yBenuyeHne obbema Bbinos-
HSEMbIX [BMXEHWIl B KONMEHHbIX CYCTaBaX, BblPaKeH-
HOCTb pa3pacTaHus U rMNepemmn AeceH CHMXanachb.

3aknioueHne. MaTOrHOMOHWYHbIE CUMMNTOMbI LMH-
T BKMIOUAKT B Cebs ANCTUMMIO, HEraTMBW3M, afu-
HamWio, TUNEPTPOUUECKUA TUHTMBUT, BbIPAXKEHHYIO
KPOBOTOUMBOCTb [JeCeH, 3KXUMO3bl, (DONNUKYNAPHbINA
rMnepKepaTos ¢ nepudonInKyspHbIMIA NeTeXusmu,
wTonopoo6pasHble BOMOCHI, OTEKU, NOKanu3ywumecs

31



MaTtepuanbl XIV BcepoccMcKon HayyHo-NpakTUUeCcKon cTyfeHyeckon KoHdepeHunun MA3YPUHCKUE YTEHNA

2024 top

MPeuMyLLECTBEHHO HA HUXHWUX KOHeuHocTax. [ins fe-
Tel xapakTepeH 0TKa3 OT X0[b6bl. /lTabopaTOpPHO-UH-
CTPYMEHTanbHble MPU3HAKM LUHTA BKOYAKT B Cebs
AHEMUIO, CHUKEHME YPOBHA BUTaMMHA C B CbIBOPOTKE
KPOBW N XapaKTepHble PEHTIEHONOrNYECKNEe NPU3HAKN
Takue Kak 30Ha Tptomepdenbaa u nuuus OpeHkens.

LiHre nofiBepxeHbl €T C OrpaHNUEHHbIM NUTAHU-
em, BKnouas geten ¢ PAC.

CumtaeTcs, 4To A4NA ANATHOCTUKMN LIMHIM JOCTAaTOUYHO
XapaKTepHOro MULLEBOr0 aHaMHe3a W NMaTOrHOMOHMY-
HbIX KNMHUYECKUX NPOABNEHNI 3a60neBaHns. MNpakTu-
UECKMM NOATBePXAEHMEM ANArHO3a ABNAETCS ynyulle-
HMe COCTOSIHMA MOCNe Hauana NevyeHus ackopbyuHoBOM
KUCNOTOW.

Takum 06pa3om, AeTr C HANMUMEM PACCTPONCTB MCu-
XUYECKOTO Pa3BUTUA, NULEBON U36UPATENbHOCTbIO
LOMKHbI COCTABNATb TPynny NpUCTanbHOroO Habnoge-
HUS B BUZY BOSMOXHOCTM Pa3BUTMS Y HIX 336bITON, Ka-
3anocb 6bl, LUHTA.

BNUAHNE AODEKTUBHOIO
PACCTPOICTBA HA TEYEHWNE CUCTEMHOM
KPACHOWN BONMYAHKMW
MaHaeBa T.A.

HayuHbiii pykoeodumenb: K.M.H. JlTo6aHoea U.B.

fpocnasckas 06nacTHaa KNMHUYecKas
ncuxnaTpryeckas 60)’IbHI/ILLa

AkTyanbHOCTb. CCTEMHAsA KpacHas BOMYaHKa (CKB)
npeacTaBnseT co60M XPOHMUECKOe ayTOMMMYHHOE 3a-
6oneBaHne, KOTOPOE MOXET NOPaxaTb N6y cucTemy
OpPraHoB 1 OTNNYAETCA WUPOKUM CMEeKTPOM KinHuye-
CKMX NposiBNeHui. B ochoBHom CKB Komop6uaHa ¢ ncu-
Xnueckumn pacctpoiicteamu (MP), uto yxyawaer Tede-
HWe 1 NPOrHo3 3aboneBaHus.

HayuHas HoBu3HA. AHanu3 passutus MNP Ha doHe
CKB.

Lenb wnccnefosaHuda. [leMOHCTpauma CNOXHOrO
KMWHUYECKOro Cnyyas nNaLMeHTKW C TPEeBOXHO-Ae-
NPeCcCMBHLIM PAcCTPOMCTBOM NPU CUCTEMHOW KPACHOW
BO/IYAHKE, OLEHKA CKOPOCTU pPa3BUTUS TPEBOXHO-Ae-
MPeccUBHOro PaccTPONCTBA, aKTyannusauus npobnembl
MP npn XpOHNYECKNX ayTOMMMYHHbIX 3a60NEBaHNSAX.

Matepuanbl 1 meToAbl. Knuuuueckasa 6ecena (c6op
anob6, aHamHes3a XU3HU 1 3a60neBaHus), oLEHKa Te-
Kyllero ctatyca. AHanms meauLUHCKOW AOKYMeHTaLMK,
AONOMHMTENbHbIX METOA0B MCCNeA0BaHNsA U NPOBOAN-
Moi Tepanuu. KaTamHecTuyeckoe HabnoaeHue.

Pe3ynbraThl. MaumeHTKa HabnwgaeTcs y ncuxuatpa
no MoBOAYy TPEBOXHO-AENPECCMBHOIO PacCTPOMCTBA C
MapoKCM3Mamu Mo TUMY NaHUYECKMX aTak, UMeeT MHO-
KECTBEHHYI0 COMATUUYECKYI0 NaToNornio: XpoOHUYeCcKun
WHTEPCTMLMANbHBIA HedpuT. XBMN 2 cT. CKO — 67 mn/
MUH. TOCTXONELNCTIKTOMUYECKNIA CUHAPOM. XPOHU-
UECKMN MaHKpeaTWUT. XpOHMYECKniA ractput. CUHAPOM
PaHHEro UCTOWEHNS ANYHNKOB. CMCTEMHAs fucnnasns
COeAMHUTENbHON TKaHW. (DoToaepmatos. Anoneuus.
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OcHOBHOW AuarHo3: CUCTeMHAs KpacHas BOMYaHKA
(MMMyHHble HapyLeHUs: NOBbIWEHWE TUTPA AHTUTEN K
AHK, P®). MpMHUMAET perynsipHo MMMyHOCYNPECCaHT —
MNaKkBeHun.

[lnHamuueckoe HabnwaeHWe ncMxmaTpa.

05.03.21. XXano6bl Ha BbIpaXKeHHY TPEBOTY C AKLeH-
TOM Ha yTPeHHMe yacbl, NPUCTYNbl TPEBOTU U NAHUKK B
OTBET Ha aJeKBATHbIN Pa3fpaXuTeNb, CHUKEHHOE Ha-
CTPOEHNEe — HUYEro He NPUHOCUT YAO0BONLCTBMA. BHeww-
HUM BUZ ONPATHbIA. Hanuume cynumaanbHbIX MbicIen He
BbiiBNAeTCA. WHTennekTyanbHO-MHeCTUYECKNE (YHK-
LIMN COXpaHeHbl, OTMEYEHa TPYAHOCTb B KOHLIEHTpaLum
BHUMAHUA. K Ie4eHunto 0THOCUTCA NO3UTUBHO.

17.03.21. YKanobbl Ha MOCTOAHHO COXPaHALWYCA
TpeBory, anaTuio. CoOCTosHNE 6e3 CYWeCTBEHHOW UHa-
MUKW,

08.04.21. Ha doHe npuema nyokceTnHa Tpesora
ycununacb. TepanugxeH mano BnuAn Ha Tpesory. Ha
OnaH3anuHe Tpesora CHU3MnIaco.

12.05.21. Ha thoHe chapmakoTepanuu CHUXKEHME YPOB-
HS TpeBoru. Ha (hoHe neyeHns BOHMKAN TPYAHOCTM C
KOHLEHTpaLMel BHUMAHNA. AnaTus coxpaHseTcs.

07. 07. 21. NMaumneHTKa Ha choHe hapmakoTepanum cTa-
N1a aKTMBHee, HO KpOMe paboTbl CU HM HA YTO He oCTa-
eTcs. BO3HWKNM npobnembl B yxofe 3a CO60M.

11.08.21. MaumeHTKa C TPYAOM CNpaBseTcs C NoBCeA-
HEBHOW aKTUBHOCTbIO.

22.09.21. YnyyweHne coCTOSHNA HA (PoHe thapmako-
Tepanuu.

19.01.22. CocTOAHNE 6bINO AOCTATOUYHO CTABUNbHBIM,
YXy/lEeHWe NPOn30LLIO B TeUeHNe 4-x Heaenb. TpeBoru
NpaKTUYECKM HeT, HO Aenpeccus Tsaxenee NepeHoCcnTCs.

24.02.22. TpeBora CHu3Mnacb, Ho ycyrybunacb fae-
npeccus. MputynneHne amounii. Hayanu nosiBNSTbHCA
MbIC/IN O HEXENAHUN XNTb.

BbiBogbl. lposiBNeHUs TpeBoru W Aenpeccum Ha
thoHe comaTtuueckoro Hebnarononyums, CBA3AHHOMO
C CUCTEMHOMN KPacHOW BOMYAHKOW, TPYAHO MOAAATCA
NleyeHnto, TaK Kak y NaLneHTKW nnoxasn nepeHocumocTb
60NblWINHCTBA NpenapaTos, B pe3ynbraTe Yero UX npu-
XOAUTCA BbINUCbIBATb B MUHUMASbHbLIX [O3MPOBKaX.
K npenapartam, ynyuylwaiowmum COCTOSHWE MaLUeHTKH,
6bICTPO BO3HMKaeT npusbikaHue. Mpu 31om MNP npo-
rpeccupyet A0CTAaTOUHO GbICTPO, C TEUEHUEM BPEMEHU
JenpeccnBHas CUMNTOMATMKA HaunHaeT npeobnagatb
Haf TPeBOXHOW. [P cONpOBOXAaeTcs aKTUBALNEN CUM-
NnaToaApPEeHaNnoBON CUCTEMbI, UTO YCYyrybnseT TeueHue
OCHOBHOTO 3a6onesaHus. Mpobnema TpebyeT fanbHen-
LIero U3yyYeHns 1 NOMCKa HOBbIX NOAXOMA0B K IeUeHNIO.



2024 top

MaTepunanbl XIV BCepoCCUMCKON HayYHO-NPaKkTUYeCcKomn cTygeHyeckon KoHdepeHunn MA3YPUHCKUE YTEHNA

BPO)KAEHHbII‘l'IvVIXTI/I03:
KNMWMHWYECKUN OB30P
AnekceeBa A.B.

HayuHblli pykoeooumerb:
0.M.H., 0oyenm Kawupckas E.WN.

ACTpaxaHCK1N roCcyaapCTBEHHbIN MeJULMHCKIN
yHUBEpCUTET,
kacespa rocnnTanbHOM NeanaTpuu U HeOHaToNor K

BeeaeHune. MxTuo3 (auddysHas kepatoma, caypu-
a3) — 3TO reHeTUYeCKM 06YCNOBNEHHOe HACNeACTBEH-
Hoe 3aboneBaHue, KOTOpoe XxapakTepusyetcs anddys-
HbIMM TUMNEepKepaTUYecKUM U3MEHEHUAMN KOXHbIX
MOKPOBOB.

KnuHuuecknii cnyyaini. Pe6EHok P. myxckoro nona
poxaeH oT | 6epeMeHHOCTH, | CPOUHBIX POOB C BECOM
3900 r., poCcTOM 55 CM., OKPY>XHOCTbIO r0/I0BbI 36 CM.,
oLeHKoM o wkane Anrap 8/8 6annoe Ha 1-oi n 5-0ii
MUHYTE, COOTBETCTBEHHO. Ha 4 CYTKM XM3HU U3 pOAUNb-
HOro JOMa 6biN NMepeBefieH B OTAENEHNE NMCUXOHEBPO-
nornyeckoro npouns AeTCKON ropofcKon 60MbHMLbI
No 1.

CocTostHMe npu nocTynneHun Taxenoe. Mpu ocmotpe
6blNa BbIABIEHA CHWXEHHAS ABUraTeNbHANA aKTUBHOCTD,
MbIlIEYHAs TMNOTOHMA, runopednekcus. B npason Te-
MEHHOI 0611acTK onpeaensnach kecanoremaToma pas-
mepom 4,0*3,0 cm. Koxa 3puTemaTosHas, bnectsias.
KpynHonnacTuHuyatoe wWenyweHne Ha BCEM MPOTAXe-
HUW KOXHOIO NOKPOBA. TpeLinHbl, IpO3MKN HA KOXE KO-
HEYHOCTEeW, TYNOBMULWA, B €CTECTBEHHbIX CKnajkax. B
06N1aCcTh NaoHen N CTON y4acTKM runepkepartosa. Beku
BbIBEPHYTbI (3KTPONIUOH). POT 3uan («pbi6uit poT»).

PeGeHKy 6biN0 Ha3HAYeHO KOMMIEKCHOe NeyeHue,
KOTOpOe BKMoYano B Cebs ropmMOHaNbHyl Tepanuio
NPeAHN30/10HOM, MECTHOE NIeYeH e B BUAE Xe[HEBHO
06paboTKN KOXHbIX MOKPOBOB Kpemamu «/HTEHCHBY,
«[lenaHTeHon», Hanoxexus candeTok «AKTUBEKC» B
eCTeCTBEHHble CKNAaAKN. YUnTbIBasA BbICOKNA PUCK MH-
(uunpoBaHuns, 6bina HasHaueHa aHTMGaKTepuanbHas
Tepanus amnuUUAANHOM. AN ynyylweHUs TPOMUKM
KOXW, NpoLLeccos nponudepaLnn 3nuTenmoLmuToB, Top-
MOXEHMNS KepaTUHU3aLNN Ha3HaueH peTuHon-aueTar. C
Lienblo KOppeKLun aHemMun pebeHok nonyuan «Manbro-
thep».

Ha doHe NpoBOAMMOro neyeHns oTMeyanach nono-
KUTeNbHas AMHAMUKA. KOXHble MOKPOBbl npuobpenu
PO30BbIN LiBeT. KpynHONNacTUHYATOE WenyleHne pas-
pewnnocb. 3po3nm, TpewnHbl ncyesnu. fmnepkepaTos
NafoHen W CTOM 3HAUYUTENbHO YMeHbWUNCA. ABNEHUS
3KTPOMMOHA 1 3KNabuyma paspeLnnnce.

Ha 42 cyTkm npebbiBaHWs B CTauuoHape pebeHoK
6bl1 BbINMCAH [OMOW B YAOBNETBOPMTENIbHOM COCTOS-
HUW noj HabnwgeHwe neauaTpa, Aepmaronora u Kap-
Aunonora.

CnycTs 6 neT B AaHHOW CeMbe POANNCA BTOPOI pebe-
HOK, Manbuuk. 13 poaunbHOro floma nepeBefieH B oTae-
NeHne peaHMMaLyun U MHTEHCMBHOW Tepanun 06M1acTHOI
JETCKOM KNMHUYECKON 60MbHULbL. TpW NOCTYNAeHUH

cocTosiHue Tsxenoe. MpPU3HaKM BPOXAEHHOTO WUXTHUO-
3a B BUJE CYXOCTH, HAPYLIEHUSA LENOCTHOCTI KOXHbIX
MOKPOBOB Ha NHULE, XUBOTE, TYNOBUILE U KOHEUHOCTSAX,
rNy6OKNX TPELLUH KOXU, FeHepanu3oBaHHOro KPymnHo-
NNAcTUHYATOrO WenyWeHus, 3KTPONUOHa, IKnabuyma.
CumnTOoMaTuKa yrueTeHns LLHC B BMae CHUXeHWUs ABU-
raTefibHON aKTUBHOCTM, MbILIEYHOW FTUMOTOHUN.

MauneHT Nonyyan KOMOMHUPOBAHHYIO aHTUBAKTEPU-
A/NbHYI0 TEPANMI0, MECTHOE NIeYeHMe, KOTOPOe 3aK/tova-
nocb B 06paboTke KOXHbIX MOKPOBOB KpemMoM «benaH-
TeH», 06paboTKe TpewuH Kpemom «benaHTeH naC»
(6enaHTeH + xnoprexkcuamH), 06paboTKa aHyca nocne
pedekalum 1 NonoBbIX OPraHoOB Nocne MoYencnycka-
HUA pacTBopom «lTpoKTOoCOMY.

Ha choHe npoBoAUMON Tepanuu OoTMeuYanacb nono-
XUTENbHAA AMHAMMKA: KPYMHONMACTUHYATOE Wenylie-
HWE N IBNEHNS TMNepKepaTo3a pa3peLwwmnnmnch, TPeWwmHbl
“cuesnu, IKTPONUOH 1 IKCNAbUOH perpeccupoBanu. B
Bo3pacTe 1 Mecsla XWU3HW B YAOBNETBOPUTENBbHOM CO-
CTOSIHUKM pebeHOK 6bin BbIMWCAH C peKoMeHAauusmMu
noj HabnwaeHwe neauarpa u gepmaTosnora.

3akntoueHue. [lpeacTtaBneHHoe KMHMUYECKOE Ha-
6MI0AeHNe AeMOHCTPUPYET HACNEACTBEHHbIN XapaKTep
BPOX/EHHOr0 MXTMO03a, KOTOPbIA MPOABUICA Y ABOUX
AeTei B OHON CeMbe. B AaHHbIX Clyyasx y AeTen npos-
BUNACb reHeTuyeckn 6nmskas mytauus, v, No-BUAMMO-
My, OINH U3 poAUTENen ABNSETCA HOCUTENeM NaTonoru-
UeCcKoro reHa.

HecoMHeHHO, BefieHNe HOBOPOXAEHHbIX C UXTMO30M
TpebyeT KOMNNEKCHOr0 NOAX0Aa C aKTUBHbIM yuacTMeM
MeAULMHCKOro NepcoHana u poACTBeHHUKOB pebeHka.
MpuBeAEHHbIE CyYan 0TPaXatoT BaXXHOCTb paHHENR au-
arHOCTUKM, CBOEBPEMEHHOTO NleYeHUs U NpaBUIbHOIO
YyX0/1a 32 KOXEMN, a TaKXKe NCMXONOrMUYECKO NoaaepKKu
POJCTBEHHMKOB AeTeN C JaHHOW NaTONOrMen, 4To Cno-
CO6CTBYET GNAaronpuATHOMY TeUeHUI0 3a60NneBaHNUs U
no3BonseT m3bexarb WHGEKLUNOHHO-BOCNANNTENbHbIX
OC/TOXHEHUN.

OCNOXHEHWE MYKOBUCLIMAO3A
Y HOBOPOXXAEHHOIO:
MEKOHUWEBDIA NEPUTOHUT
AnekceeBa A.B.

HayuHblili pykosooumenb:
0.M.H., doyenm Kawupckas E.N.

ACTpaxaHCKMN rocyaapCTBEHHbI MeAULMHCKIN
yHUBEPCUTET, Kadheapa rocnuTanbHon neanaTpum
I HeoHATONOornY

BBeaeHue. AKTyanbHOCTb Npo6ieMbl BHYTPUYTPO6-
HOrO NEpWTOHMTA CBA3aHa, Npexje BCero, C TPYAHO-
CTAAMWU paHHEel NpeHaTanbHOW AWNArHOCTUKW [AaHHOW
NaToNOrnmn U CAOXHOCTAMU NpU Bbi6Ope TAaKTUKN Tepa-
nuu. OCHOBHbIM METOAOM AMArHOCTUKM MEKOHWeBOro
MepUTOHNTA B aHTEHATaNIbHOM Nepuoje ABNAETCS YbT-
pa3BYKOBOE UCCNefoBaHue, Npyu KOTOPOM BbISIBNAOTCS
MHOroBoOJNe, YTONILEHME CTEHOK U pacliMpeHne netenb
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KUILEYHUKA, KanbundukaTbl B GPIOWHOW NONOCTK NNO-
Aa, acunT. PaHHAA NpeHaTanbHas AWArHOCTMKA No3BO-
nseT Bbl6paTb CBOEBPEMEHHYIO U paLWOHaNbHYW ne-
uebHYI0 TAaKTUKY, UTO 3HAUMTENbHO YNyyllaeT NPOrHo3
3aboneBaHus.

KnuHuuecknin cnydyain. Pe6eHoK L. myxckoro nona
POXAEH OT | 6epeMeHHOCTH, | NpexaeBpeMEHHbIX po-
JI0B Ha 35 Hepene rectauun ¢ Becom — 2390 T, A/IMHHON
Tena — 50 cM, OKPYXXHOCTbIO rofoBbl — 33 CM, OL,EHKOM
no wkane Anrap — 7/8 6annos. bepeMeHHOCTb NpoTeKa-
na Ha (hoHe XPOHMYeCKoro nuenoHedpmTa, 0CTPOI pe-
cnupaTopHoii uHdekumun B | TpumecTpe. Mpu nposefe-
HUKM NNAHOBOrO YNbTPa3BYKOBOro uccnegoBaHus Ha 33
Hefene 6epeMeHHOCTU BbIIBNEHbI MPU3HAKKU 06CTPYK-
LMK TONCTOTO KWWEYHUKA NoJa, MEKOHUEBbLIN Nepu-
TOHUT. Ha 35 Hefene 6epeMeHHOCTM B CBSI3U C Npex-
[eBpeMeHHbIM U3NNTEM OKOMOMNOAHDIX BOL XeHLWHa
nocTynuna B 06MACTHON MepuUHATaNbHbIN LEHTP, rae
6bIN0 NPoOBEAEHO poLopaspelleHne nyTem onepayuu
KecapeBo ceyeHue.

CocTosiHMEe ManbyuMka NpU poXAeHWU 6bino pacle-
HEHO KaK Tshkenoe, 06yCcnoBfeHHOe AblXaTeNbHOW He-
AOCTATOUHOCTbIO, LiepebpanbHoi aenpeccuen. Mpu oc-
MOTpe 0TMeuanoch yBenmueHne B 06bEMe XMBOTA, ero
60Ne3HEHHOCTb NPM Nanbnaumnu, ynnoTHeHNe NnepeaHen
GPIOLHON CTEHKMN. MpKU NOCTAHOBKE XeNnyaoUuHOro 30H-
Aa 0TAeNAnoCh COAEePXUMOe XENTOro LBeTa. Ha 1 cyTku
XM3HN pebeHOoK 6bln NepeBefieH B OTAeNEHMe aHecTe-
3MONOrNKU-peaHMMaL MK C NanaTamMm MHTEHCMBHOW Tepa-
nuu.

CocToAHMe naumeHTa Npu NoCTynneHuu Tsxenoe. B
HEeBpONOrMYeckom cTatyce oTMeyanacb CUMNTOMATMKA
yrHeTeHus. XnMBOT Bbllle YPOBHA pebepHbIX Ayr, CUM-
METPUUHbINA, NPU Nanbnauyum HanpskeH, Habnaanucy
BbIPAXEHHbI OTEK, rMnepemusi nepefHen 6pIOLWIHON
cTeHku. OTekn B 06acTv mowoHku. CTyn n otgensemoe
Mo ra300TBOAHON TPY6Ke OTCYTCTBOBANM. 10 ypeTpanb-
HOMY KaTeTepy BblAenanacb CBETN0-XenTas Moua.

YunTbiBas TAXECTb COCTOAAHMA pebEeHKa, NpoBeAeHO
OMepaTUBHOE NleyeHe B IKCTPEHHOM Mopaake — Ape-
HUPOBaHMe GPIOLIHON NOMOCTU C ABYX CTOPOH. MHTpao-
nepaunoHHO 3BaKyUpoBaHo 250 M1 MeKOHUA C npume-
Cbl0 KPOBM, BKAKOUEHUAMU hnbpuHa.

B nocneonepausoHHOM nepuofe pebeHOK Haxo-
auncs Ha WBJT, nonyuyan o6e3bonnBaHne heHTAHMIOM,
BOCMONHEHWe 6enKa pacTBOpPOM anbbyMMHA, aHTU-
6aKTepnanbHylo Tepanuio, MapeHTepanbHOE MUTaHMe.
CocTosiHMe pebeHka 0CTaBanoCb CTabunbHbIM. Ha 6
CYTKW nocne onepaTWBHOrO NeYeHnUs pecnupartopHas
noaaepxka 6bina npexpalieHa, Hayato Tpoduueckoe
JHTepanbHOe NUTaHME C MOCNefyioWNM YBENUYEHUEM
o06bema kopmneHusi. B coctosaHun pebeHka oTMeyanach
MONOXWUTeNbHAA AMHAMUKA, CTAN aKTUBHbIM, Hayan Co-
CaTb CaMOCTOATENbHO, MUTaHUE YCBaWBan B MOAHOM
obbeme, SBNEHUA KWLWEYHOW HEeNpPOXOAUMOCTU He OT-
Meuanoch, Habnaanacb NONOXNTENbHAA BECOBAS KpU-
Bas.

3akntoueHne. NMpeacTaBAeHHbIN KAUHUYECKUIA Cay-
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yall 1eMOHCTPUPYET NMPUMEP TSKENOro TeYeHUs BHY-
TPUYTPOGHOrO MEPUTOHUTA, KakK MPOSBNEHUS OAHOrO0
3 BbICOKOCMELNMUYHBIX KNLWEYHbIX OCIOXHEHUN My-
KOBMCLMA03a Y HOBOPOXAEHHbIX — MEKOHWEBOrO une-
yca. XapaKTepHbli CUMNTOMOKOMMEKC (pecnupatop-
HOM U KWILEUHOW CMHAPOMbI) TPEBYIOT KAMHMUECKOM
HAaCTOPOXXEHHOCTM CMELNANNCTOB C BO3MOXHOW pea-
nusauuein LUarHOCTUYECKOro anropuTma Ans MCKnw-
yeHusa MB, HecmoTpsa Ha oTpuuaTtesibHbie pe3ynbraTtbl
HEOHATaNbHOTO CKPUHWUHIA, UTO MOXET 6biTb CBA3AHO,
KaK C 0COBEHHOCTbI reHeTMUYEeCKOro AMarHo3a, Tak u
MyNbTUMOPGUAHOCTBIO NATONOMMIA Y NalmeHTa. BmecTe
C TeM CBOEBPEMEHHOCTb NpPeHaTanbHOW AWArHOCTU-
K BHYTPUYTPOOHOro neputoHMTa onpeaensieT Bbibop
aKyLWEePCKON TAaKTUKM, CPOKWN U MeTOofbl OnepaTUBHOIO
nieyeHns AaHHOM NaTONOrMKU Y HOBOPOXAEHHbIX C LLeMbk
NPoUNAKTUKMA FPO3HbBIX MHGEKLIMOHHBIX OCOXHEHMN,
TaKMX Kak, Cencuc, Hepeako NPUBOASLLMX K TeTanbHOMY
ncxody. ITo ykasbiBaeT HAa HEOHXOAMMOCTb pPa3paboTKu
UETKMX KPUTEpWeB paHHeW NpeHaTanbHOW AMArHOCTU-
K1 BHYTPUYTPOOGHOr0 NEPUTOHMTA, UTO MO3BOMUT YNyu-
WKUTb NPOrHO3 3a60NeBaHNS 1 CHU3UTb NETaNbHOCTb.

METW/IMANTOHOBAS ALINAYPUS
Y CBCOB. KTMHUYECKUN CNYYAN
l'ycenHos A.M., Ky6biwesa A.E.

HayuHbiii pykoeodumenu:
0.M.H. QunuHa H.10., Ky3Heuosa H.A.,
K.M.H. Cudopoeuy 0.B.

CapaToBCKMN FOCYAAPCTBEHHbBI MEAULMHCKIN
yHuBepcutet um. B.1. PazymoBCKoro,
Kadeapa nponeaeBTUKN AETCKMX 6ONE3HEN, AeTCKOU
3HAOKPUHONOTMK U ANabeTonorny,
kadenpa akynbTeTCKon neanaTpum

BeeaeHne. MeTunmanoHosas aunaypus (MMA) npeg-
CTaBnseT CO6OM Tpynny reHeTUYeCKU reTeporeHHbIX
HaCNeACTBEHHbIX 3a60NeBaHNI, OTHOCALLMUXCA K opra-
HUYeCKUM auuaypusm. OHa CBsi3aHa C HapyLeHnem me-
Tabonn3ama MeTUNMaNoHOBOW KUCNOTbl U KoBanamuHa
(BuTamMmuHa B12), UuTO MPMBOAUT K HApyLIEHNO 06MeHa
pAda amUHOKMUCIOT (M30MeimnHa, BanuHa, TPEOHMHA,
METUOHMHA), @ TAKXKe XUPHbIX KUCMOT C HEUETHbIM UNC-
NIOM YIrNepPOAHbIX aTOMOB 11 X0NecTepuHa.

AkTyanbHOCTb. MMA OCTa€TCA CNOXHbIM 3abonesa-
HMEM C TOUYKN 3PEHUs BUATHOCTUKU U NeyeHus, Tpeby-
OWMUM paHHel BepuduKauuu Ans npeaynpexaeHus
Pa3BUTUSA CEPbE3HbBIX OCMOXHEHWIA.

KnuHuueckun cnyvain. NaumeHt WU., 10 neT. AHamHe3
XU3HN: Pe6EHOK OT 2 6epeMeHHOCTH, NPOoTeKaBLUen Ha
thoHe Rh-KOH(NMKTA, 2 CPOUHBIX POJOB Ha 39 Hepene
rectauuu. Bec npn poxgerun 3300 r., pocT 52 cMm. AHa-
MHe3 3a6onesaHus: C 10-mecsYHOro Bo3pacrta pebeHka
6ecnokounu aLeToHemmuyeckme Kpusbl. B 2022 rogy oT-
mMeuanacb nepumoamnyeckas peoTa 6es keto3a. C28.11.22T.
Habnoganuco aeneHus OPBUW, ambynaTtopHo npoBogu-
N0Cb CUMNTOMATUYECKOE feyeHune, C NOMOXUTENbHbIM
3(hekToMm. 16.12.22 T. nocne HU3NUECKON HArpy3Ku Ha-
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6ntoganach 3x-KpaTHasa pBOTa, HOUbK COCTOSIHWE Pe3KO
YXYALWKUNOCh: HapacTaHue 06LleMo3roBoli CMMNTOMa-
TUKK, NoANypusa, nonuguncus, 60nb B xmeoTe. AMbyna-
TOpPHO NpoBoAMNach UHY3MOHHAN Tepanus, BO Bpems
KOTOpoW Habnoaanocb peskoe cHMKeHne Afl, rocnuTa-
NW3UPOBaH B OTAeNEHNe peaHuMaLNN N UHTEHCUBHOI
Tepanuu (OPUT). Mpu noCTynaeHun: runeprankemus,
aueTtoHypus. Mpu 06cneaoBaHun BbiBEHbI NPU3HAKK
MonMopraHHoW HegocTaTouyHocTu. B OPUT Haxopuncs
Ha MCKYCCTBEHHOW BEHTUNALMKM nerkux ¢ 18.12.22 r. no
23.12.22 1., NpOBOANSICA reMOAMNANN3, C NOSTOXUTENIbHbIM
3¢ekTom. HanpaBneH B MefepanbHbin LeHTp T. Mo-
CKBbl Ans A006CNef0BaHMA W ONpefeneHns TaKTUKK
neyexus. Mpu ocmoTpe cocTosfHUe TAXenoe. B HeBpo-
NOrMUYeCcKoM CTaTyce: Nerkun ABYCTOPOHHMIA MONyNnTo3,
3KCTpanMpamMuaHbin CMHAPOM, CNAacTUUYECKUIA TeTpana-
pe3 D>S, HapyleHne MOTOPHbIX HaBblkoB. Ha MPT ro-
NOBHOTO MO3ra OTMeYaeTcs CUMMETPUUYHOE OYaroBoe
nopaxkeHne NPOBOAALMX NyTel B CTPYKTYpe CTBONA U
HOXeK MO3ra, CTPYKType 6a3anbHbix raHrnnes — bnepg-
HbIX LIAPOB; YMEPEHHO BbIpaXeHHas LepebpanbHas
aTpoduns, HECKONbKO paclinMpeHbl GOKOBbIe Xenyaou-
Ku. M0 AaHHbIM TaHAEMHON Macc-cnekTpomeTpun (TMC)
AMUHOKWCNIOT A0 NIeYeHns BUTaMMHOM B12 — BbiiB/IEHO
nosbleHne yposBHa C3 — 9,212 (Hopma 0,16-6,5), cooT-
HoweHune C3/CO, C3/C2 nosbiweHbl. TMC aMUHOKMUCNOT
nocne neyeHns BUTaMMHOM B12 — BbIIBNEHO MoOBbIWWe-
HWe KOHLEeHTpaLnUm cB060AHOI0 KAPHUTHUHA, HEKOTOPbIX
AUUNKAPHUTUHOB, MPONUOHNIKAPHUTMHA M COOTHOLEe-
HuA C3/Met. B aHanu3e Mouu Ha opraHuYecKue Kucno-
Tbl — BbISIB/IEHO MOBbILIEHNE YPOBHA METUIMANOHOBON
KnucnoTbl 0 3049,20 (Hopma 0-2), ypoBHA MeTuALMTPaTa

[0 37,6 (Hopma 0-12). Mpu MONEKYNAPHO-reHeTUUYECKOM
o6cnepoBaHnm 10.02.2023 r. BbISIBNEHbI CNeaylolme my-
Tauuu: B 3K30He reHa 2 MMAA (NM_172250.3) BbisiBnieH
BapuaHT C.433C>T; p. (Arg145Ter) B reTepo3nroTHOM CO-
CTOSIHUM; B 3K30He 4 reHa MMAA (NM_172250.3) BbisiBNEH
BapuaHT ¢.593_596del; p. (Thr198SerfsTer6) B reteposu-
rOTHOM COCTOsAHMW. [loCcTaBneH anarHo3s: [lereHepartus-
Hoe 3a60NneBaHne HepBHOMN CUCTeMbl. MeTUIManoHoBas
auuaypusi, B12-uyscTBuUTenbHas dopma. TeTpanapes
NpenMyLLeCTBEHHO CNpaBa.

B cBA3M C BbIABNEHHOW MyTaluei y nauueHTa, ero
cTaplwemy cubey 6bina nposegeHa TMC aMUHOKUCNOT:
noBbllieHne ypoBHa C3 13,58, cooTHoweHus C3/CO, C3/
C2 nosbllweHbl. B aHann3e moun Ha opraHuyecKkme Kuc-
NOTbl — BbIIB/IEHO MOBbILEHNE YPOBHA METUIMANIOHO-
BOW KMCNOTbl A0 4386,79, meTunuutpata Ao 28,69. U3
aHaMHe3a U3BeCTHO, UTO CTAapWKUi 6paT NnauueHTa Ume-
€T CXOAHYI0, HO MeHee BbIPAXXEHHYI0 CUMMNTOMATUKY: C
4,5 neT aueToHeMnUYecKue Kpu3bl, C 7 NeT KpU3bl exe-
HeaenbHble, KYNMpoBanuCh 3a CYET NepopanbHoi peru-
ApaTauun unu nHdy3noHHoW Tepanueir. B BospacTe 13
NneT YacToTa KPM30B 0 2 3NU3040B B rof.

3akntoueHne. HeTUNUYHOCTD KAMHUYECKOW KapTUHBbI
npu MMA MOXeT NPUBECTM K MO3[HeN ANArHOCTUKE 3a-
60neBaHNs 1 TAXKENbIM NOCNEACTBUAM.

BbiBOS. BHe,[lpEHI/Ie paClWMpPeHHOro HeoHaTa/labHOro
CKPWHWHTA NMO3BO/TUT CBOEBPEMEHHO BbIABNATD ﬂ,eTeI;I C
AaHHbIM 3a60/1eBaHMEM U HAuaTb NeyeHune elle Ha Jo-
KNNHNYECKon CTaguun, npeaoTBpaTnB pa3BUTNE OCNOXK-
HEHUIA © XU3HEeYyrpoxarwnx COCTOSIHMIA.
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