KpaTtkue coo6uieHusa

Te3ucbl yY4aCTHUKOB V KOHDEpPEHLUU CTYAEHTOB
M MoNnoAabiX y4yeHbiX «[leguaTpuvyecKue YTeHUus»

Ot pegakymm: 9-10 Hoss6ps B PHUMY um. H.WU. uporoBa coctonTcs exeroaHas V KoHpepeHuuns
CTYAEHTOB M1 MOJIOAbIX y4eHbIX «[leauaTpudecKkme YTeHUSI», NOCBSLLEHHas NamMmsTi BEJIMKUX POCCUMCKMX
yqyeHbix-negnatpoB A.A. KoateinuHa, A.4. JlebeaeBa, I1.A. lloHomapéBo#, H.C. Kucask.

CeroaHsi Mbl nNy6JIMKyeM Hanbosiee NHTEPECHbIE TE3UCHI, MOCTYMUBLUME OT MOJIOAbIX Yy4YEHbIX B OpI-

KOMMTET KOHGpEPEHLIMMN.

Gosee rnoapobHyo MHpopmMaL Mo 0 MEPONPUATUN MOXKHO HanuTu Ha carte PHUMY um. M.M. lNuporoBa:

http://rsmu.ru/20779.html

CEKUUA <UHTEPECHbIE KJIMHUYECKHUE C/NTYHAU
B NMPAKTUKE NEAUATPA»

A.fl. ABepoBa, A.[l. MaHaeHKoOBa

HayyHble pykoBoAUTENM — K.M.H., foueHT J1.E. JTapuHa, K.M.H. H0.A. PoauHa,

Bpay annepronor-ummyHosnor A.J1. XopeBa

PoccuicKknin HaunoHanbHbIM UccefoBaTe/IbCKUM MEANLIMHCKUIA yHUBepcuTeT nmeHn H.N. Mnporoea,

MockBa, Poccuitickas ®egepaums

CeMeHnHbIN cnyvyan TAXeNnoro Te4eHus
cuHapoma Buckortta-Ongpuya

AKTyanbHocTtb. CuHapom Buckotta-Ongpuya — 3TO
reHeTM4yecKkoe 3aboneBaHue, xapakTepuaytolieecs Tpom60-
LMTOMNEHMEN, IK3EMON W MEPBUYHBIM MMMYHOAEDULMUTOM.
PaHHs9 AnarHocTnka HeobxoAvMa Ana npefoTBpalleHus
MU3HEYrPOXKaloLLMX OCIOKHEHUN.

OnucaHue KAMHUYecKoro cay4as. lNauneHTtol 1 n 2 ns
MOHOXOpuanbHON 6uamHuoTnyeckon asomHu, 01.06.2011
r.p. B Bo3pacTte 2 net 060UM AETAM KJIMHUYECKU YCTAHOBIEH
anarHos «CuHapom Buckotta—0Ongpuyar. Y 0601x B aHaMHe-
3€e aToMMYECKU AepmaTvT, peLUaNBUPYIOLLME NMHEBMOHUH,
THOMHbIE UHPEKLUU MATKUX TKaHen, XOpuopeTuHuT, CMYV,
HHV6 1 napsoBupycHas nHbeKLMs. Y BTOPOro nocne nepe-
HeceHHoro sHuedanuta — TeTpanapes, ananus, anunen-
cus. YpoBeHb TpoMboLMTOB B Bo3pacTe 2 Heg — 80-111

TbIC./MKJI, B 6 neT — 4-15 TbiC./MKA. B MMyHOrpamme —
nosblweHune IgA (3,8-4 r/n) n cHuxkenune IgM (0,3-0,4 r/n),
CHWXeHne ypoBHA T- n B-numooumnToB. o pesynstatam
MOJIEKYNAPHO-TEHETUYECKOIO0 UCCNefOBaHUA — MyTauud
B NpuinHHOM reHe WAS (c.107_108delTT,Phe36T). MNMocne
cTabunnaaunn coMaTUyecKoro cratyca nauueHtam OGblia
npoBefeHa TpaHcnaHTauuss remMornoaTUYeCcKUx CTBOJIO-
BbIX K/IETOK, MO pe3ynsTtataM KOTOPOW AOCTUIHyTa MosHas
PEKOHCTUTYLMS.

3aKkniouyeHne. EAWHCTBEHHbIM paguKanbHbIM METO-
LOM nedvyeHus cuHipoma Buckotta-Ongpuya asnsetcs
TpaHcniaHTaunsg reMonoaTUYEeCKUX CTBOJIOBbIX KIIETOK.
CBOEBpPEMEHHO BbINOIHEHHAsA Tepanusa No3Boauna AOCTUr-
HYTb Y NaLMEHTOB NOJIHON PEKOHCTUTYLMU.

H.C. AganumoBa, A.A. KyaakaeBa, B.0. PycckuH, A.M. TypunHey
Hay4HbI pykoBoauTEeNb — A.M.H., npodeccop A.A. XOnuH
PoccuicKkmnin HaunoHanbHbIM UCceaoBaTelbCKMM MEeAULIMHCKUI yHUBepcuTeT nmenn H.N. TNnporoea,

MockBa, Poccuiickasa deanepaumns

NMepuHaTanbHbIA ULLEMUYECKUUN UHCYNLT B 6accenHe
NneBOM cpeaHeMO3roBoM apTepum KaK cneacrtBue
HacaeaCTBEHHOU TpoMoodunum

AKTyanbHoCTb. OCTpOe HapylweHne MO3roBoro KpoBo-
obpaueHua (OHMK) y neten — oco60 aKTyanbHas mMeau-
KO-coluuanbHasa npobnema COBPEMEHHOW MeaWMUMHbI. ITO
06yCcnoBEHO pacTywen pacnpoCcTPaHEHHOCTbIO MHCYNbLTOB

y AeTeNn, BbICOKOW NeTaNbHOCTbLIO U TAXKENbIMU HEBPOOTMYe-
CKMMW MCXOAaMU, MPUBOASALWMMMN K PaHHEN MHBANUAHOCTH.
MMeHHO noaToMy OCOBGEHHO BarKHa CBOEBPEMEHHas Aua-
THOCTMKa BO3MOXHbIX MPUYKH, BeayLinx K pazsutunio OHMK.



OnucaHue KJAWHU4YecKoro cny4vas. [lauyueHTt H., 7
net. lNepuHaTanbHbIM aHaMHE3 OTAroWeEH: Ha 23-1 Heaene
6epemeHHocTH y matepn OPBU, Ha 30-i — aHeMKs fierkon
CTENeHn; OKOOMNNOAHbIE BOAbl MEKOHMWAbHbIE, NaLEeHTa
KanbumduumpoBaHa. MaTb — HOCUTENb FEHUTANILHOIO rep-
neca. B Bo3pacte 1,5 mec HEBPOIOroM OTMEYEH TPEMOP
noa6opoaKa, NOBbILWEHWE MbllEYHOr0 TOHYyca B MPOKCH-
MaJbHbIX OTAEMaX KOHEeYHoCcTeN. B 5 mec npu noBTOPHOM
OCMOTPE — OrpaHuW4yeHne ABUKEHWW MPaBOW BEPXHEWN
M MpaBOW HUKHEN KOHEYHOCTEN. inarHoa: «[lepnHatanbHoe
noparkeHue LeHTpanbHoM HepBHOM cuctemsbl (LLHC), npaso-
CTOPOHHMM remunapesd». KomnbtotepHasa Tomorpadus (KT):
KucTa 6n1eaHoro wapa cneBa, paclimMpeHMe neBoro 60Ko-
BOro xenygoyka. C 08.2013 Habntogaetca B PoccuncKom
NETCKOW KNnHuyeckon 6onbHuue (PAKE; Mocksa). OcmoTp
HeBpoJiora: NMPaBOCTOPOHHMIW CMACTUYECKUM remMunapes.
AcCMMMETPUSA CYXOXuNbHbIX pednekcoB D > S. Pednekc
BbabuHcKoro cnpaBa. 3agepKKa KOrHUTUBHOIO pa3BUTUS.
HasHayeHbl Tepanus 60TYIOTOKCMHOM A, KMHE3uTepanus.

MarHuTHO-pe3oHaHcHas Tomorpadusa (MPT): nocneacteus
OHMK neBoi nepdopaTuBHON apTepuun. eHeTuyecKumn
aHanus: HacneacTBeHHasas TpoM60odMAMS (TOMO3UIOT-
Haa MyTauums uHTerpuHa a-2 (C807T), reTepo3uroTHble
MyTauuMn KoarynsumoHHblix daktopoB Xl (C983A) u Xl
(G103T), penyKTadbl METUOHUH CUHTaA3bl (AB6G), UHIMOHK-
Topa aKTuBartopa nnas3muHoreHa (5G(-675)4G)). Ha ocHo-
BaHWW AaHHbIX aHaMHe3a W KAMHUYECKUX UCCefoBaHumn
noctaBneH AnarHo3d «[eTCcKun uLepebpanbHblM napanuy,
reMunapeTmnyeckasa popma (NOCNeACTBUA NePUHATaNbHOIO
WHCYNbTa B 6accenHe NeBoun cpeHen MO3roBON apTepun)».
ConyTcTBYlOWMIA AMarHo3: «HacneactBeHHas TpoMGodu-
nns».

3aknyeHune. [JaHHbl ciayyan AEMOHCTPUPYET BaX-
HOCTb CBOEBPEMEHHOM AMArHOCTUKKM HacNeACcTBEHHbIX
TPOMOBODUINIK, OCOBYIO POJIb FTEHETUYECKOTO KOHCYNbTUPO-
BaHWS MpU NJIaHUPOBaAHWUK AETOPOXKAEHMUS, @ TaKKe Bax-
HOCTb KOMMJIEKCHOIo NMoAxoAa B Tepanuu geTen ¢ nepuHa-
TanbHbiMu OHMK.

0.0. AnaBepasH, [1.H. U6parumoBa, M.B. MaHy4YapsiH
Hay4HbIM pykoBoAUTENb — K.M.H., Bpay-neauatp .b. MoBcucsH
PoccvMCKMA HauMOHanbHbIM UCCnefoBaTeIbCKUN MEAULMHCKUI YHUBepcuTeT umenn H.W. MNMuporosa,

MockBa, Poccuiickas ®enepauus

HaunoHanbHbIN MEAMLIMHCKUIA UCCeaoBaTeNbCKUIA LIEHTP 340p0BbS AeTen, MockBa, Poccuiickaa denepauus

Peakui guarHo3 B negnaTpum:
cuHapom WBaxmaHa-anmoHaa

AKTyanbHoCTb. [lpeacTaBfieH KIWMHUWYECKUW crydamn
OWNArHOCTUKKN PeAKOoW HacneaCcTBEHHOW MaTtonorMmM — CUH-
apoma LiBaxmaHa—/[lanmoHa, xapaKTepu3ytoLwerocs nosu-
MOP®OU3MOM CUMNTOMOB, OBYC/IOBNEHHbIX 3K30KPUHHOM
HEe0CTaTOYHOCTbIO MOAXKENYAOUYHON Kenesbl, reMaTonoru-
YECKMMM M KOCTHbIMUW HapyLLEHUSMU.

OnucaHue KAMHUYecKoro cnyyas. [Jesoyka A., 1 rog,
nepuvHaTanbHbll aHaMHe3 OTArolWEeH yrpo3aMu npepbiBa-
HUSE 6EPEMEHHOCTM Y MaTepH, IKCTPEHHbIMKU podamMu NyTem
KecapeBa Ce4YeHuns B CBSA3M C 06BUTUEM MYMOBUHbI U TMMOK-
cuen. AHaMHe3 60/1e3HU: ¢ poxaeHus aHemus ao 70 r/n,
C 2 Mec — HeuTponeHus, ¢ 4 Mec — CUHAPOM LMUTONM3a.
B 6 mec noToBbIM TECT — OTPULATENbHbIN, CHUXKEHWE NaH-
KpeaTMyecKoWn anactasbl Kana go 15 MKr/r. Uckntovanucb
MYKOBWCLMAO3, TM30COMHbIE 60/1€3HM HAKOMIEHUS, BUPYC-
Hble renatuTbl, uennakus. MNpu ocMmoTpe: 3aaepxKa dusu-
YeCKOro pasBuTUSA, GNEeAHOCTb KOMXMW, CTYN Pas3KUKEHHbIV
[0 2 pa3 B CyT. KAMHMYECKMM aHaiM3 KPOBU: remorno-
6uH (Hb) 78 r/n, neiKouuThl 3,78 X 1092/1, 3pUTPOLMTSI
2,04 x 102/, tpomGounTbl 50 X 109/n, HeWTpodUbI
0,21 x 10%/n. BUOXMMWYECKMI aHaNU3 KPOBU: anaHMHaMu-

B.A. AKonsiH, K.A. CtenaHsiH

HoTpaHcdepasa (AJIT) 372 Ea/n, acnaptaTamuMHOTpaHche-
pasa (ACT) 273 Ean/n. AHanua Kana: anactasda < 50 MKI/T,
BblpaxkeHHas cteatopes. lpu ynbTpa3ByKOBOM WCCNeno-
BaHun (Y3WN) n KT opraHoB OpPOWHON MNOMOCTM KapTUHa
ANdOY3HbIX UBMEHEHUN MOAXKENYAOYHOW XKene3bl Mo Tuny
XMpoBoKn anctpodun. Mruenorpamma: TpeXpPoCTKOBas LUTO-
neHus. LlMToreHeTMyeckoe wccnefoBaHue: mMuenogucnna-
CTUYECKMIM cuHapoM. MonekynapHbli aHanua: B reHe SBDS
nyTEM CEKBEHWPOBAHUS HOBOIO NOKONEHMS BbIIBNEHbI 4B
MyTauuun: g.66459197>G 1 g.66453458C>T, xapaKTepHble
ans cuHgpoma LBaxmaHa—[avmoHga. NpoTMBONoOKa3aHa
CTUMYNALMSA KOCTHOrO Mo3ra. PeKoMeHgoBaHbl npodunak-
TUYecKasa aHTMOaKTepuanbHas U NPoTMBOrpubKoBas Tepa-
nus 4o TpaHCnaHTauumn KOCTHOro Mo3ra.

3akno4vyeHune. [laHHbIM KAWMHUYECKMIW cnyyvar noj-
TBEPXKAaeT Ba)HOCTb pPaHHEM [AMarHOCTUKM CUHApOMa
LUIBaxmaHa—[amoHAa, 4TO CBA3aHO C NONMMMOPOHBIM Teye-
HMeM 3a605eBaHUa U MHOrO06pPasneM KIMHUYECKUX CUM-
NTOMOB C pa3BUTUEM FPO3HOrO NMPOSIB/IEHUS B BUAE MUENO-
AMCnnacTUYeCKoro CMHAPOMa, oTArowaloLwero NPorHo3 Ang
KU3HM NaLMeHTa U MEHSAIOLLEro TaKTUKY ero BeAeHUs.

Hay4HbIM pyrkoBoautenb — A.M.H., npodeccop 0.B. MBaHoBa
TBEpPCKOW rocyaapCTBEHHbIM MeAULIMHCKKUIA yHUBEPCUTET, Teepb, Poccuinickaa deaepauns

TpyAHOCTU AUArHOCTUKU aTUMUYHOIO TeYEeHUN
nepuoamuyYecKon 6onesHu y pedbeHka 11 ner

AKTyanbHoCTb. [lepnognyeckas 6onesHb (Mb) — Hacnes-
CTBEHHOE MOHOreHHOe 3a60/ieBaHMe C ayTOCOMHO-PELIECCUB-
HbIM MEXaHW3MOM HacfeoBaH1s, BO3BPATHLIMKU NPUCTYNaMm
NIMXOPaZKM K acenTUYECKOro NoMceposnTa, pa3BUTMEM ayTo-
BOCMaNWUTENbHOroO npouecca, HapylleHMeM GYHKLMU UMMYH-

HOW cucTeMbl. B cBA3M C MUIrpaLMOHHbIMKM MpoLEeccamu
N POCTOM MEMITHUYECKUX BpaKoB nepuoanyeckas 60n1e3Hb
LLUIMPOKO pacnpocTpaHAeTCs No TEPPUTOPUM HaLLEN CTPaHbI.
OnucaHue KAUMHU4YecKoro ciay4dada. Manbuuk, 11 ner,
B TeyeHue 2 neT NpeabsaBnan )anobbl Ha 6011 B rpyaHON
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K/IETKE, KOJIEHHbIX CyCTaBaX, MOBbILIEHNE TeMNepaTypbl A0
39,5 °C. lNosiBNeHne cMMNTOMOB CMOHTAHHOE, MPUCTYNOO06-
pasHoe, C YacTbiMu peunansamu. MNpuctynbl anatca 1-2 gHs.
Bce npeaokn — apmsHe; poauteny 3a0poBbl. O6palleHune
B 60/IbHULY CBA3aHO C peLMaMBOM 3aboneBaHus: Topakan-
rmMsa, apTpanrusg (MOHOApPTPUT NPaBOro KOJIEHHOro cycTaBa),
nmnxopaaka 39 °C. CoctosiHne cpeaHemn TsecTu. KMBoT mar-
KU, 6e3601e3HEeHHbIN. He60oNblLION OTEK MOLWIOHKK CleBa.
B KpoBK nenkouuTtos, IMMPOoLNTO3, yBENNYEHUE CKOPOCTH
ocelaHus apUTPOLMTOB. PeHTreHorpadus opraHoB rpyaHom
KNEeTKW: BocnasieHne pebepHon nneBpbl cneBa, niespasb-
HbI¥ BbINOT B JIeBOM pebepHo-anadparmanbHOM CUHYCe.
[eHeTnYecKkoe uccnegoBaHWeE: KOMMayHA-reTepo3nroTHas
mMyTauus B reHe MEFV xpomocombl 16 (M694V/M680I, G/C).

H.A. AptbiKoBa, A.X. l'ymepoBa

Oco6€eHHOCTb IaHHOr0 cy4as: 0o4HOBPEMEHHOE NoparKeHune
JIErKKX (3KCCyaaTUBHbIM NIEBPUT) U CyCTaBOB (MOHOAPTPUT);
pasBUTUE HETUMUYHOIO AN19 NepuoanyecKor 601e3HN oTeKa
MOLWIOHKK. TUMWYHbIE CUMMNTOMbI NMEPUOANYECKON GONE3HM
y aHHOTr0 NauMeHTa — paHHAA MaHubecTauusa 601e3Hu (4o
20 neT), NepuoanYHOCTb CUMMMNTOMOB, NMPU3HAKW BOCMNaANn-
TeNbHOW peaKLuu.

3akntoveHue. OnucaHHbIA cnyyYar NnokasbliBaeT TPyA-
HOCTM AMArHOCTUKM Nepuoanveckon 601e3Hn Npu NepBbIxX
ee nposaBfeHuax. B atmx cnyyaax auddepeHunanbHas
[IMArHoCcTUKa [OJIXXHa OCHOBbIBATbCH Ha TllATeNbHOM
WUCK/IOYEHUN OO0JIE3HEN CO CXOAHOW CUMNTOMATUKOWM
(ocTpble BocnanuTenbHble 3a6oneBaHnUst GPOHXONErOYHOM
CUCTEMbI, KONITareHo3bl U Ap.).

Hay4Hble pykoBOAUTENMU — K.M.H., goueHT [1.P. CabupoBa; K.M.H., goueHT M.P. LLlanaynnvHa
KasaHCKuUI rocyaapcTBEHHbIN MeaMLIMHCKUIA yHUBepcHTeT, KasaHb, Poccuiickas ®enepauus

PaHHAA peMUCCUA NMPU BPOXKAEHHOM

rTMMnepuHCcyJimHuU3Ime

AKTyanbHOCTb. YPOBEHb [1I0KO3bl B NEPBbIE Yachkl Nocne
POXAEHWS MMEET KPUTUYECKOe 3HayveHwe. MyTauuu reHos,
Bbi3blBatolMe 3akpbiThe ATd-3aBUCUMMbIX K+-KaHanos
[B-KneToK NoaXKenygo4yHOM Kenesbl, BeayT K MOBbIWEHHOM
CEKPELMM UHCYINHA U Pa3BUTUIO TMMOMTMKEMUYECKOMO COCTO-
AHWS, XapaKTEPHOro AN BPOXAEHHOIO MMAEPUHCYINHMU3MA.
BblparkeHHas u/unu AnutenbHas runornmkeMus KoppeampyeT
C OTAANEHHbIMWM HEBPOJIOTMYECKUMM PAcCTPONCTBAMMU.

OnucaHue KAuMHUYecKoro cnyyas. llaumeHt K., 10
Mec, NoCTynua Ha o6¢cneaoBaHne B OTAENEHUE SHAOKPUHO-
NIOTWKM C }Kanob6aMu Ha 3a[EPHKKY MCUXOMOTOPHOIO U peye-
BOro pa3BuTUS. M3 aHaMHe3a: Ha 2-1 [EHb XU3HU MNOSIBU-
JINCb TPEMOP KOHEYHOCTEN, runopednekcus, MpaMopHOCTb
KOXXW. BbiiBNneHa Taxkenas runornukemmnsa — 1,21 mmonb/n,
HayaTo BHYTPMBEHHOE BBEAEHWE pacTBOpa MMoKo3bl. Ha
11-" AeHb KM3HU NOCTYNWUA B OTAENEHME NaToSIorMn HOBO-
POXAEHHbIX, TAaK KaK He OblNo MONOXUTENbHOW AMHAMUKK
Ha Tepanuio pacTBOPOM MMOKO3bl. B pe3ynbtate o6¢cnegosa-
HWS BbICTaB/IEH AMArHO3: «<BpOXKAEHHbIV TMNEPUHCYTUHUIM».
lpenapatoM BbIGOpa MNpu BPOXKAEHHOM rMNEPUHCYTUHU3ME

A.A. AnmnoBa
Hay4Hbit pykoBoautenb — A.M.H. A.H. CypkoB

ABnseTca avasokcuni. Ha doHe Tepanuu JOCTUrHyTa HOp-
Mornvkemus. Ha 16-# AeHb MHCYMHOCTaTUYECKON Tepanuu
MHDY3MOHHas Tepanus pacTBOPOM [IOKO3bl Gblla OTMeEHe-
Ha. Ha 30-1 geHb OT cTapTa Tepanuun pasBmMNOChb OCNOXHE-
HWe B BUAE NEroOYHOM rMnepTeH3UN, MPU3HAKK HEBPOOTMYe-
cKoro geduunta coxpaHanuce. NMocne oTMeHbl AnasoKcuaa
[LOCTUTHYTO reMOAMHaMMYeCcKoe BOCCTaHOBEHME. YPOBEHb
rMMKkemMuun 6e3 Tepanuun 4o HacTosLWEero MOMeHTa ocTaeTcs
B Npejeniax HopMbl.

06cyxaeHue. o gaHHbIM YNpaBfieHus No caHUTapHO-
My HaA30py 3a Ka4yeCTBOM MULLEBbLIX MPOAYKTOB U MeauKa-
meHTOoB (CLUA) 0T 2015 T., ¢ 1973 1. y iIeTeN NepBbix MecsLEeB
U3HU C BPOXKAEHHBLIM TMNEPUHCYIMHU3MOM 3aperncTpu-
poBaHo 11 cny4yaeB NEro4HOM rMNEpPTEH3UU NPU Npueme
[AnasoKkcuaa.

3aknoueHue. [peactaBfeHHbl CnyYyalh OEeMOHCTPU-
pyeT pasButue pefkoro noboyHoro addekTa npenaparta
[Ma30KCKA W paHHWA BO3PacCT Bbixoda B PEMUCCUIO MPU
BPOXXAEHHOM TMNEPUHCYIUHU3ME C COXPaHEeHUeM MpU3Ha-
KOB HEBPOSIOrMYECKOro gepuumta.

PoccuicKkmii HauMoHanbHbIM UCCcnefoBaTebCKUM MeanLMHCKUA yHuBepcuTeT umernn H.M. Mnuporosa,

MockBa, Poccuitckas Pegepaums

HauMoHanbHbIM MEANLIMHCKUIA UCCel0BaTENIbCKUIN LIEHTP 340POBbA ETEN,

MockBa, Poccuitckas Pegepaums

KAnHU4YecKun cnyyan aHeBpU3MaTUYECKOro
paclulMpeHus NeBoO BeTBU BOPOTHOM BEHbI Y NOAPOCTKA

AKTyaNbHOCTb. AHOMannK PasBUTUS BOPOTHOW BEHbI
y AeTen BCTpeyatoTcs A0BOMbHO PeKo, YTO co3aaeT npea-
NMOCbIIKM K TMMNOAMArHOCTUKE 3TOM MaToNorMm u HeBepHOW
TaKTUKe BeAeHUs NauneHToB.

OnucaHue KAuMHUYecKoro cny4ada. [laumeHT C., 13
net, noctynun B ®ray «HMWULL, 3gopoBbs aeTer» MuH3apaBa
Poccuu ¢ »xano6amu Ha 60/ B XXMBOTE, aCTEHUYECKUM CUH-
apom. Mo MecTy XUTeNnbCTBa WUCKIOYEHbI ayTOMMMYHHbIM
W BUPYCHble renatuTbl, 60/1e3Hb BunbcoHa, remoxpomaros.

Hamu npoBefeHo KomnneKkcHoe o6cnegoBanume. Mo gaHHbIM
Y3WN — renatomeranus, npusHakn Auddy3HOro napeHxu-
MaTO3HOro npouecca B NeYeHu, 3amMmeieHne KpOBOTOKa Mo
BOPOTHOW BEHE U NEeYEeHOYHbIM BEHAM, pacliMpeHne IEBOK
BETBW BOPOTHOM BeHbl. Pe3ynbtathl MPT opraHoB 6ploLHON
NofIoCTU MNOATBEPAUIIU JIOKANbHOE pacliMpeHue NeBomn BeT-
BW BOPOTHOM BEHbI B MPOEKLMUN KPYrION CBA3KK L0 23 MM.
JTanapockonu4yeckas 61Moncus nevyeHu: nesas 4o nevyeHun
yBenu4yeHa, oTeqyHa, CUHIOWHOrOo LBETa, CTPYKTYpa Anddy3-



HO HEeOo4HOPOAHAas, C NOAKaMNCYNbHbIMW KPOBOU3NUAHUSAMU.
Mopdonormyeckoe mccnefoBaHue 6uontata NeYeHu: xpo-
HUYECKUIM renaTtuT HU3KOM CTENEeHWM aKTUBHOCTHU, LMPPO3
neyveHu.

06cyxaeHue. C nomolwbio METo40B BM3yanusauuu
(MPT) y nogpocTka Oblfla BbisiBieHa BPOXAEHHas CcocCy-
AMCTasi aHOManus — aHeBpu3Ma /1eBOM BETBM BOPOTHOW
BEHbl, AIBMBLIAACSH NPUYMHON remMoAMHaMUYECKUX HapyLlle-
HWUI. JlanapocKonuyeckass 6GMONCKUS MeyYeHW Mno3Bosvna
YCTAHOBWUTb BblpaXEHHblE M3MEHEHUS CTPYKTYPbl MEeYeHu
M NpefoTBpaTUTb PUCK KPOBOTEYEHUS U3 30HbI BUOMCUM,

MN.U. bauraHos, A.A. lIukoBcKan

4YTO 6bI10 6bl HEBO3MOXHO NPWU NOAYYeHMU renaTobuonTa-
Ta C NoMouwblo NyHKUMKU. Mopdonormyeckoe uccnenoBa-
HWe NoATBEPAMIO Hanu4yme LumMpposa, chopMMpoBaBLLErocs
B UCXO4e ANUTENbHO MPOTEKaBLUEro rmMnoKCUY4ecKoro rena-
TuTa. MNauneHT HanpaBieH Ha OPTOTOMMYECKYIO TpaHCNAaH-
TaLM1Io NeYeHu.

3akn4yeHue. [llpeacTaBNeHHbIN ciaydYyal MNOATBEPHK-
JaeT Ba)KHOCTb KOMMEKCHOro obcnefoBaHUs MaLMeHTOB
C HEYTOYHEHHbIM MOPaXKeHMeM NeYeHu, YTo NO3BONUT CBOE-
BPEMEHHO BblpaboTaTb BEPHYIO TAKTUKY BEAEHUS 1 NpeaoT-
BPaTUTb PUCK Pa3BUTHSA YIPOXKAIOLLMX HU3HU OCNIOKHEHUN.

Hay4HbI pykoBoautTenb — A.M.H., npodeccop C.W. MNonakoBa
PoccnMCKMn HauMOHaNbHbIM UCCNeaoBaTENbCKUN MEANLIMHCKMI YHUBEpcUTeT nmenn H.W. MNMuporosa,

Mockga, Poccuickasa denepaums

HapyweHue coctaBa KULLEYHOU MUKPOOUOTDI
y nauueHTa ¢ pacCTPOUCTBOM ayTUCTUUYECKOIOo

creKTpa

AKTyanbHocTb. OHOM M3 Haubosiee 4acTo BCTpeyalo-
LMXCH anob y NaunMeHTOB C pacCTPOMCTBOM ayTUCTUYe-
CKOrO CreKTpa ABAATCH TE€ UKW UHblE PACCTPOMCTBA XKey-
[I0YHO-KMLEYHOro TpaKTa. 1o nocnegHMm nccnegoBaHuaMm,
W3MEHEeHME B COCTaBE MUKPOOMOThI KULIEYHMKA Y 6OMbHbIX
C PaccTPOMCTBOM ayTUCTMYECKOrO CNEeKTpa SBASETCH OAHOM
M3 OCHOBHbIX MPUYMH KENYAOYHO-KULLIEYHbIX PacCTPOMCTB
W HapyLleHWs NULLEBOro NoBeaeHMs.

OnucaHue KJAMHU4YecKoro cny4asa. launeHt K., 6
net. Xanobbl: AMcnenTuiecKkne paccTponcTBa, HapyLleHue
nuiLeBoro noBeaeHns. [Jo HacTosLEro BpEMEHN Kally ecT
N3 COCKM, A6N0KU, MorypTbl 6€3 406aBOK, MOSBUICA UHTEPEC
K WokKonagy. JIoxKon nonb3oBaTbCs HE YMeEET, TyaneTHble
HaBbIKK 4aCTU4HO cHOPMUPOBaHbI. BriepBbie HeyCTOMYUBLIN
CTYn NOAABM/CSA Ha NEPBOM oAy XW3HM, CTan OTKa3blBaTbCS
OT efbl. Haxoautcs Ha 6e3rniTeHoBON M 6e3Ka3enHoBOMU
(BI'BK) anete c 6 mec. leTckuit aytnam ¢ 1 roaa. o gaHHbIM

A.X. BynatoBa, ¥.A. larneBa

aHaNM30B: CHUXXEHWE KOMYecTBa NpeacTaBUTENEn Kuley-
HOW MWKPOOBMOTbI (NaKkTo-, 6udumaobakTepun). NpoBeaeHo
nedvenune: brbK-aneta, 6uonpenpaT, COAeprKallMi NaKTo-
n 6ndungobaktepun. lNMpu NOBTOPHOM 06CNeaoBaHMM Naum-
eHTa Yyepe3 1 Mec Habnl4anucb yMeHbleHUe NposBAEeHUN
AMCMNENTUYECKUX PaCCTPOMCTB, HOpManuM3auus MNULLEBOrO
noBeAeHus 1 nokasaTenen nabopaTopHbIX aHaIM30B.

O6ceyxpaeHue. OnpegeneHve W KoOppeKuuss cocTaBa
KMULWEYHON MUKPOBUOTLI Y 60/bHbBIX C PACCTPOUCTBOM ayTUCTH-
YECKOro creKTpa yMeHbLIAET MPOSBEHNS KENYA0YHO-KULLIEY-
HbIX PACCTPOWCTB M HOPManNU3yeT NULLEBOE NOBeAEHHE.

3aknouyeHue. B ocHOBe Aucnencum U HapylleHuu
NULWEBOrO0 NMOBEAEHNS MPWU PACCTPOMNCTBAX ayTUCTUHECKOro
CMEeKTpa MOTyT nexaTtb NaTtoiorMiyeckne M3MeHeHUs cocTa-
Ba KMIIEYHOW MUKPOOGWOTLI. Ee Hopmanu3auus crabunm-
3upyeT paboTy KEeNyAOYHO-KMIIEYHOrO TpaKTa M MULLEBOE
noseneHue.

Hay4yHble pykoBoauTenn — A.M.H., npodeccop .M. CagbikoBa; K.M.H., goueHT [.P. CabupoBa;

Bpay-negnatp A.P. LLlaknpoBa

KasaHCKni rocygapcTBEHHbIM MeANLIMHCKUI yHnBepcuTeT, KasaHb, Poccuiickas Penepauus

KnuHn4yeckum cnyyam ceMemHOUn XUIOMUKPOHEMUU

y MiageHua

AKTyanbHOCTb. CeMeiHas XMNOMUKPOHEMUS — peKoe
ayTOCOMHO-peLiecCMBHOE 3a6o/ieBaHune, CBA3aHHOE C Hapy-
weHneMm GYHKLMOHaNbHOM aKTUBHOCTU MMOMNPOTEUHANNA-
3bl, XapaKTepusyloLleecs runepTpurnvLepmaemMmen 3a cyet
NOBLILEHUSA YPOBHS XUIOMUKPOHOB. PacnpocTpaHeHHOCTb
3aboneBaHna — 1-2 cnyyas Ha 1 MaH Hacenexus. B 5% cny-
YyaeB — pa3BWTME OCTPOro NaHKpeaTuTa C UCXOL4OM B NaH-
KPEOHEKPOo3.

OnucaHue KAMHUYecKoro ciayvyas. [leBoyka, 7 Mec,
nocTynuna B nefuaTtpu4yeckoe oTAeNeHune ¢ xanobamu Ha
nnoxyt npubaBKy B mMacce Tena, UBMEHEHUA B aHanuse
KpOBW B BUAE xufe3a. Bnepsble xunes BbiABNEH B 6 MeC
(cnyyaiHas Haxogka). MNpu ocMoTpe: GU3NYECKOE pa3Bu-
TWe HU3KOe, OTCTaBaHWe B Macce Tefla U pocTe (HUxe 3-ro

nepueHTung). Ha nnevax 1 B 061actTv N0NaTOK — KCaHTo-
Mbl. lenaTocnneHomeranusa. CTyn exegHEBHbIN, 3aMa3Ko-
06pasHbIi. B GBUOXMMUYECKOM aHaIN3e KPOBU MOBbLILLIEHWE
Tpurnnuepuaos Ao 38 MMOJb/M, XONECTEPUH Ha BEPXHEN
rpaHuue Hopmbl. Mpu Npo6e ¢ rofogaHneM B TeyeHne 12 4
CbIBOPOTKA KPOBM pasfennnacb Ha BEPXHUM Kpemomno-
[OGHbIN CNON XMIOMUKPOHOB M HUMKHUWA — MPO3pPaYHbIn.
CeMeNnHbIM aHaMHe3: Y MaMbl XPOHUYECKUN MaHKpeaTuT,
B BO3pacTe 8 neT npoonepupoBaHa Mo NoBoay MNaHKpeo-
HeKpo3a. Bo Bpema 6epemMeHHOCTM OoTMevancs xunes
CbIBOPOTKM KPOBW. Y ASAM NO NIMHWM MaTepU — peLnanBu-
pYIOWMIM NaHKpeaTwmT.

0O6ceyxaeHne. CemenHass XMIOMUKPOHEMUS YacTo He
AMArHOCTMPYETCS M HE KOHTPOIMPYETCS, HECMOTPS Ha peLu-
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AVMBUpYIOLWME NaHKpPeaTUTbl, KaK U B HaleM KIWMHUYECKOM
cnyyae. Ha cerogHsIllHMW OeHb He cyulectByeT dapma-
KOMIOMMYECKOro neyvyeHns 3aboneBaHns, OCHOBOM Tepanuu
ABNSETCA cneuManu3npoBaHHas Aueta C O4eHb HUIKUM
cofepyKaHueM XxKupa.

3aKnw4yeHue. B cBA3M C peaKonm BCTPEYAEMOCTbHO
M YacTblM Pa3BWTMEM OCJIOKHEHMI CO CTOPOHbI MOAXKENY-
[I0YHOW Kenesbl ANS AaHHbIX NaLUMEHTOB aKTyalbHbIM SBS-
eTCsl CBOEBPEMEHHAs AMArHOCTMKA WM Ha3HayeHue OonTu-
MaJlbHOW AWETHI.

C.10. BpbisranuHa, A.H. KopcyHoB, M.10. MunexuHa

Hay4Hbli pykoBOAUTENIb — K.M.H., AouleHT J1.E. JlapuHa

PoccuincKknin HaunoHanbHbIM UccefoBaTe/IbCKUN MEANLMHCKUIA YHUBEpcUTeT nmeHn H.N. Mnporoea,

MockBa, Poccuitickas Pegepaums

Mepcuctupyoulan aptepuanbHas runepreH3us

y pe6eHKa ¢ naparaHrimoMmou 3a6pIOLLUUHHOrIO
NMPOCTPaAHCTBA, OC/I0HUBLLUASAICA ULLEMUYECKUM
MHCY/1IbTOM B 6acceuHe 1eBOM1 U NpaBoUu cpeaHEeMO3roBbIX
apTepui M 3aHeMO03roBoM apTepum cripaBa

AKTyanbHOCTb. PeOXpOMOLMTOMa — OMyX0/b MO3ro-
BOro C/10s HaAno4YeyHnKa M3 xpomaddUHHbIX KIETOK, Npo-
ayuvpylowasa KatexonamuHbl. MNaparaHrnmoma — onyxonb,
cocToswas 13 xpomadPUHHOWM TKaAHW BEreTaTtuBHbIX raH-
rnveB. MO3roBon c/IoM HagnoyYe4yHnKa — KPynHblM napa-
raHrnuMm, noatomy ¢deoxpomMoumMToMa — YacTHbIK clyvan
naparaHraMombl. [laparaHrnMombl MOryT pasBuBaTbCA
B NapacumMnaTUYeCcKmnx raHrumsax Wen n OCHOBaHUS Yyepena,
He npoayunpys KatexonamuHbl. MNpumepHo 80-85% onyxo-
nen xpoMaddUHHOM TKaHU ABNAIOTCA GEOXPOMOLIMTOMON,
a 15-20% — naparaHrimomMomn.

OnucaHue KAMHUYECKOro cny4yaa. Pe6eHok 11 net
C AvarHoctupoBaHHoW B 2014 r. anunencuen nonyyan
NpPOTUBOCYAOPOXHYtO Tepanuto. C anpens 2018 r. mama
OTMETUNA CHUXEHWe Macchl Tena y pebeHKa, NoTAUBOCTb,
nonuvypwuio, nonuauncuio. MpoTUBOCYAOPOXKHAsA Tepanus
OTMeHeHa. Yepes nonroga — cygoporu ¢ notepemn cosHa-
HMS, rocnuTanu3auusa Nno MecCTy XUTenbCTBa, npu obcne-
LOBaHUM — HeKynupyloLwasacsa apTepuanbHas rmnepTeH3uns
(Al. Ha KT 6ptowHon nonoctn ob6beMHoe o6Gpa3oBaHue

A.A. Bonbtep

3ab6plOWKMHHOIrO NPOCTPaHCTBa M rnapoHedpos cnesa. Ha
$oHe nepcuctupytowen Al 20.11.2018 — o6LWKPHbIN Hle-
MUYECKUN MHCYNbT. 26.11.2018 rocnutaauMsanMpoBaH, npu-
HATO pelweHune 06 onepaumnu. Ha nHTpaonepaLnoHHOW 6uon-
cum — peoxpomoLnToma.

21.01.2019 rocnuTanu3npoBaH AN XUPYPruyecKoro
neyexus: 24.01 — yganeHne HOBOOOGPA30BaHUA U CTEHTU-
poBaHWe 1eBor Noyku; 25.01 — obantepupyowmin Tpomo0o3
MHpPapeHanbHOro oTaena OpPKLWHOW aopThl, O6WKMX MNoA-
B3AOLLHbIX apTepPUi, MOOKONEHHOW apTepun cnpaBa, apTe-
PUW HUKHErO MOoNoca NEBOM MOYKM, ULLEMUS NIEBOM MOYKM.
OKCTpeHHas OTKpbITas TPOMO3IKTOMMS, PE3EKLIUSA NEBOWM MOY-
KW. AHTUKOarynsHTHas Tepanus. Al nocne yganenus Geoxpo-
MOLMTOMbI COXPaHSeTCs Ha GOHE rMNOTEH3MBHOM Tepanuu.

3aknoueHue. lMepcuctupyowasa Al y aeten asnsercs
He TOJIbKO BaHbIM CUMMMNTOMOM, HO M (aKTOPOM puUCKa
pPasBUTUS MHBASMAU3UPYIOLWLMX OCNOXHEHWH. Heobxoanmbl
CBOEBPEMEHHAA AMArHOCTMKA W onpeaeneHne 3TUOoNornu
Al y peTen, Ha3HavyeHWe afeKBaTHOM MeAMKaMEHTO3HOWM
Tepanuu.

Hay4yHble pyKoBoauTenn — K.M.H., goueHt WU.E. TypuHa; Bpay-HeoHatonor H.B. XonogHoBa
PoccuincKkmii HaumoHanbHbIM UCCnefoBaTebCKUM MeanLMHCKUA yHuBepcuTeT uMernn H.M. Mnporosa,

MockBa, Poccuiickasa deanepauns

KAWHUYECKUIM ciyyan TaXKenoro re4yeHusa maHudpecTtHomn
¢$opMbl BPOXKAEHHOU LUTOMErajoBUpPyCHOU UHDEeKLUUHn

AKTyanbHOCTb. BpoxaeHHas uuTOMEranoBupycHas
nHoekumna (BUMBW) — 3aparkeHue nnoga BcCneacTBue
TpaHcnaaueHTapHoOn nepejayu uutomeranosupyca (LLMB),
XapaKTepuaylieecs MHOroo6pa3HbIMU NPOSBIEHUSAMU OT
6eCCMMNTOMHOIO TEYEHUS OO0 TAXKENbIX reHepanu3oBaH-
HbIx dopm. BLUMBW aBnsetcs Beaylien BHYTPUYTPOOHOWM
MHPEKLUMEN, nMoparkas, No AaHHbiIM BcemupHOM opraHusa-
umn 3apaBooxpaHenus, ot 0,3 go 3,0% HOBOPOXKAEHHbIX
eXXerogHo.

OnucaHue KIMHM4YEeCcKoro cay4yas. Pe6eHoK oT matepu
C OCJ/IOHEHHbIM aKyLIEPCKO-TMHEKOIOTMYECKUM aHaMHe-
30M, HacneacTBeHHOM Tpombodunmen. bepemeHHoCcTb 4-1,
Ha 21-% Hef o6Hapy»eHo noBbilweHne TuTpa IgM K LULMB. Ha

3-M CKpWHWHIe: MHOroBoAMe, Manblvi Bec nnoaa, L-o6pa3Has
noyka, pertanbHaa aknMHesus. Poabl BTOpble caMOCTOSATE b-
Hble Ha 30-31- Hea. Macca HoBopoXaeHHoro 2090 r, Ha
Tene MenKoTo4YeYHas CbiMb, MHOXECTBEHHbIE MOPOKW Pa3BU-
TUA: apTporpunnos, L-obpasHas noyka, runoniasnsg Nerkux.
AHanu3 Kposu Ha LIMB meTogom nonnmMepasHoW LiemnHowm
peaKkuum — nonoxuTenbHbli. MNpu nepesoae B ANKB N2 9 Ha
3-U CYT XKM3HU COCTOSIHUE TSXKENoe 3a CHET UHDEKLIMOHHOIO
TOKCMKO3a, AblXxaTeNbHOW HeJOCTaTOYHOCTU Ha GOHE BPOXK-
[IEHHOW MHEBMOHWKW W TUMONAa3nun Nerkux, HapacTatollero
cuHapoma yrHeteHnuns LIHC, koarynonatuu, aHeMWM, TPOM-
GOLUMTONEHUN, TUNEPOUNUPYOUHEMUM U MHOMKECTBEHHbIX
NopoKoB pa3BuTHS. C poXKAEHNS NPOBOANINCE UCKYCCTBEH-



Has BEHTUAALIMA NErKUX U KapAMOTOHMYEeCKas MofaepKa,
aHTMGaKTepuanbHas, UMMYHOKOPPUIMPYIOLLas, aHTUreMop-
paruyeckas Tepanus. BcneacTsue pasBUTWS MOSMOPraH-
HOM HEe[0CTaTOYHOCTM COCTOSHWE PeGeHKa NPOrpeccUBHO
YXyALAnoch, v Ha 5-e CyT XW3HK Moc/e NPoBeaeHns pea-
HUMAaLMOHHbIX MEPONPUATHI Bblfla KOHCTaTMPOBaHa 61os0-
rmyeckas cmepTb. [0 AaHHbLIM ayTONCUK GbIN0 06HAPYKEHO

P.H. l’epacumoB, A.A. KyuyepsBas

nopaxkeHve LUMB neuyenu, LIHC, nogrkenyno4Homn enesbl,
C/IIOHHbIX }Xenes, NoYeK U Nerkux.

3aknw4yeHue. [JaHHbIW cnyyan OeMOHCTPUPYET Taxe-
noe tevyeHune BUBMW npu nepBMYHOM HMHPULMPOBAHUK
6epemMeHHON, KOTOpoe NPUBENo K GOpMUPOBaHUIO MOPO-
KOB pa3BuUTUA Y pebeHKa, NnoanmopraHHomy MHPEKLMOHHO-
MY NOPaXKEeHMUIo U CcTano NPUYMHON NeTanbHOro ncxoaa.

Hay4yHble pykoBoautenn — A.M.H., npodeccop .M. CaabikoBa; K.M.H., goueHT [1.P. CabupoBsa
KazaHCKni rocyaapcTBEHHbIM MeANLIMHCKUIM yHnBepcuTeT, KasaHb, Poccuiickas Penepauus

PecTpMKTUBHaA KapaMomuonaTus y pe6eHKa

AKTyanbHOCTb. PecTpuKTMBHaa KapauMomuonatus
(KMIM) — penkoe 3aboneBaHne MWOKapha, NpU KOTOPOM
noBbIlIAETC AaBfEHUE HAMOMHEHUS XeNyAO4KOB U Hapy-
lwaeTcs Mx auvactonuyeckas yHKUMA. KnnHu4eckune npo-
ABNeHUa pecTpukTMBHOM KMI1 MoryT BapbupoBaTb, 4TO
3a4acTyio NPUBOAMUT K HECBOEBPEMEHHOW AMArHOCTUKE.

OnucaHue KAMHU4YecKoro cay4vas. bonbHaga C., 5 ner,
nocTynuna B OTAENIEHWE KapAMOPEeBMAaTONIONMKU C Kano-
6amMun Ha ObICTPYIO YTOMASEMOCTb U OAbIWKY NPU HEOONb-
o ©GU3NYECKOM Harpyske, manyilo npubaBKy Macchl
Tena. B Bo3dpacte 1 roga 11 mec pebeHKy Obln BbiCTaB-
NeH aunarHo3 «PecTpuKTMBHaa KapauvoMuonatus, ceMen-
Haa ¢opma. HepgoctaTtoyHocTb KpoBooOGpaleHus 1B cT.
CynpaBeHTPUKYNspHas 3KCTPACKUCTONUS».

Mpu npoBenerHunn AHK-agMarHoCTUKK BbiiBeHa MyTaLus
B reHe FLNC, onpeaeneHHas Kak BEPOSTHO NaToreHHas, Ho
He ornucaHHas B MCNonb3dyemblx 6a3ax AaHHbIX. MyTauuu

3.U. NranueBa, M.T. LlakupoBa

B reHe FLNC moryT npuBOAUTb K oAHOM U3 popm Hacnen-
CTBEHHOW pecTpUKTUBHON KMI ¢ ayTOCOMHO-A0OMUHAHTHbIM
TUNOM HacnegoBaHus. M3 aHann3a poaoC/oOBHOM cTano
M3BECTHO: 6abyllKa npobaHaa no oTLOBCKOW IMHUKN Habo-
Janacb ¢ AnarHosom GubpuanauMK Npeacepann, ymepna
B 45 neT; oa48 No NMHUK OoTua cTpagan PEeCTPUKTUBHOM
KMTI, ymep B 16 neT; oTuy pebeHKa 32 roga — AMarHocTu-
poBaHa pecTpuKTnuBHas KMI1.

06cyxaeHue. LleHHOCTb crydas 3aK/1to4aeTcs B 3HaHUK
CeMenHOro aHaMHe3a N5 paHHeN AMarHocTUKK 3aboneBa-
HUS, NOATBEPKAEHHOr0 NP reHeTUYECKOM UCCNea0BaHUN.

3akKnwyeHue. 3HaHMe CEMENHOro aHamHe3a U npoBse-
JleHWe reHeTUYeCKOro MccneaoBaHMsa Ypes3BblHanHO BaXKHbI
[ONs paHHEeN AMarHoCTUKM CeEMENHON GOPMbl PECTPUKTUBHOM
KMTIT ¢ uenblo cBOEBPEMEHHOIO Ha3Ha4YeHUsa Hecneuuduye-
CKOWM Tepanuu cepaeyHon HeoCTaTOYHOCTU U HabNoAEHNS
3a nauuMeHToM.

Hay4Hbi pykoBoauTenb — K.M.H., goueHT [.P. Cabuposa
KazaHCKni rocyaapcTBeHHbIN MeAULIMHCKUI yHUuBepcuTeT, KasaHb, Poccuiickas Penepauus

XenyaouykoBaa napoKcu3amaibHas TaxuKapaus

y pe6eHKa

AKTyanbHoOCTb. [lapoKcu3MalibHasa KenyaoykoBas
TaxMKapausa SIBASETCA KAMHWYECKM 3HAYMMOW apuTMUEN,
CNOCOGHOM MPUBECTU K CEPAEYHON HEeAOCTaTOYHOCTH, Kap-
OMOreHHOMY LWOKY, BHE3AMHOM CepAevHOn CMEPTU y AeTEN.

OnucaHue KAUMHUYECKOro cny4as. Manbyuk, 7 ner,
NnocTynua B OTAENEeHMEe KapAuopeaHumauun B THKEIOM
COCTOSIHUM C KanobaMu Ha BblpaKeHHYLO cnabocTb, 60K
B YXMBOTE, yyallleHHOoe cepauebueHune. KoxHble NMOKPOBbI
6nefHble. AyCKynbTaTMBHO B JIErKMX [AblxaHue ocnabrne-
Ho. TOHbI cepaua PUTMUYHbIE, MPUIYLIEHbl, TaxuKapams
C 4acTOTOM cepAeyHblx coKkpauweHun (HCC) 200-220 ya./
MuH. A 80/50 mm prt.cT. lNeyeHb +4 cm. [nypes CHuU-
eH. Ha anektpokapauorpamme (3Kl — TaxumKapaus
C WKpOKMMKU Komnnekcamn QRS c yactoton 200 ya./mMuUH.
Axokapaunorpadua (OxoKl) BbiiBMI@ CHUXKEHME COKpaTu-
TeNbHOM GYHKLMKM MUOKapAa /J1eBOrO Xenyaouyka, avnata-
LIMIO BCEX MO0CTEN CepALa, KMUAKOCTb B MOMOCTH NEpPUKap-
na. Ha Y3W opraHoB 6plOWHOM NONOCTU — renatomMeranus,
paclIMpPEHME HUKHEN MOJION BEHbI M BEH NEYEHU, CEPO3HbIN
BbINOT. Ha ypecnuuweBoaHon AKI — Taxmkapaus ¢ LWUIMPOKKU-

MW XKenyao4YKoBbIMKU KOMMAeKcaMu ¢ 4yactoton 220 ya./MuH,
AB-guccoumnaums. YctaHoBeH auarHos: «<KenygoykoBas
napokcuamanbHasa Taxukapans. ApUTMOreHHas KapaMomumo-
natus. HepoctaTo4yHOCTb KpoBooGpalweHus 2b». Mpuctyn
KeNYyAoYKOBOW TaxMKapaun KynupoBaH BHYTPUBEHHbLIM
TUTPOBaAHWEM aMMnoapoHa.

06cyxaeHue. Ha ctangaptHon AKI y naumeHTa BbiSBie-
Ha TaxMKapaus ¢ WMpoKknmu komnnekcamu QRS. NMpoBeaeHa
ypecnuweBoaHasa pernctpauma IKI ana auddepeHumans-
HOM AMArHOCTMKK TaxmKapauu, NOCKObKY NMO3BONSET Ny4-
e BU3yanusunpoBaTb AB-anccoumnalmio, KoTopas aBnseTcs
OAHWUM M3 OCHOBHbIX MPU3HAKOB *ENyA04KOBOW TaxMKapamnm
Ha 9KI.

3aknoyeHue. [poaoKUTENbHBIM MPUCTYN MapoK-
CU3MalNibHOW TaxMKapauu NPUBEN K TAXKENON cepaeyHomn
HefJocTaToyHOCTHM Yy pebeHKa. [locne ypecnuueBoaHOM
peructpaummn IKI AMarHocTMpoBaHa XKenyao4koBas Taxu-
KapAaus, 4To NO3BOJIUI0 Ha3HAYMUTb aeKBaATHYIO aHTUaPUT-
MWYECKYIO Tepanuio M KynupoBaTb XKW3IHEYrpoxKatollyio
apuTmuto.
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U.A. N'puwiyTKMHa, A.A. MenbHUKOBa

Hay4Hbl pykoBoAUTENIb — K.M.H., AoueHT E.1. HaymeHKo
MopAaoBCKKI rocyaapcTBEHHbIM YHMBepcuTeT umenn H.IN. Orapesa, CapaHcK, Poccuinickaa degepauma

Onyxonb cepAla y HOBOPOXAEHHOro

AKTyanbHocTb. OMyxonu cepaua — 3T0 PefKUe BPOXK-
[IeHHble MOPOKK pa3BuTUsA. Okono 85% Bcex HOBOOGPa3o-
BaHMN cocTaBnsAtoT pabgomuoma, dmbpoma M TepaTtoma.
KoHeuHo, BeayLLas posib B AMarHoCTUKe npuHaanexut xoKIr.

OnucaHue KAMHUYEecKoro cny4yasi. HoBopoxaeHHbin K.
poauncs Ha cpoke 38 Hef Becom 2820 r. 3akpuyan cpaay.
MbILEYHbIN TOHYC YMEPEHHO CHWKEH, pedneKchbl Bbl3blBa-
loTCA, HO GbICTPO McToWwatoTca. Yactota AbixaHus 48/MuH.
ToHbI cepaua LOCTaTO4HO FPOMKKME, MO NEBOMY Kpato rpyAnHbI
BbICNyLUMBAETCA CPeAHER WHTEHCUBHOCTU CUCTOSIMYECKUK
wym. YCC 156/MuH. B nepBble CyTKW NOC/e POXKAEHUSA NPO-
BeaeHa IxoKI: B NpoeKLMM BEPXHEN TPETU MEXIKENYAOUKO-
BOV NEepPeropoaku M BbIXOLHOMO OTAeNa JIEBOro Xenyaoyka
BU3yanuaupyetcs ob6beMHOe o6pas3oBaHWe HernpaBWbHON
dopmbl, annHOW 11,4 MM, LWWMPUHOM B CaMOW Y3KOW 4acTu
5,0 MM, B WKPOKON — 7,2 MM. lNoaBuMKHaA ero YacTb pac-
NoNnoXeHa B BbIXOAHOM OTAeNe fIeBOr0 Xenyaoyka, co3-
[laeT O6CTPYKUMIO C rpagveHTom AaBneHus 39 MM pT.CT.

T.A. F'yTbipuuK

[nnaTtauus noaocTy NpaBoro Npeacepamns, YTolleHne Mex-
eNyao4YKoBOW neperopofku. MpeHatanbHO npu 1-M U 2-M
CKPUHWMHIE naTonoruMs He BbifiBNeHa, TpeTbe Y3M He npo-
Boannun. Ha IKI: cuHycoBbin putm ¢ YCC 150/mMuH. HU3Kas
amnanTyga 3y6L0B *Kenyoo4KOBOro KOMMAeKca B cTaHAapT-
HbIX M OAHOMOMIOCHbIX OTBEAEHUAX OT KoHeyHocTen. IKI-
NPW3HAKU Harpy3KM Ha NEBbIN KenyaoyeK. XonTepoBCcKoe
MoOHUTOpMpoBaHne K[ — B npeagenax BO3pPacTHOW HOPMbI.
[ns UCKNoYEeHUs cMHAPOManbHOM GOopMbl OMyxonu (Ty6epos-
HOro CKJIepo3a) NPoBeEHO YNbTPa3BYKOBOE 06C/ea0BaHME
[PYrMX OpraHoB — MEe4YeHM, NMOYeK, Cene3eHKNU, roNI0BHOIo
Mo3ra. O6bemHble 06pa30BaHUsA He BbISBEHbl. Y4UTbiBas
HannMume o6CTPYKLIMM BbIXOJHOMO OTAENa JIEBOr0 XeNyao4Ka,
pebeHOK HanpaB/ieH Ha KOHCYNbTaALUMIO B KapaMOXMpypruye-
CKWM LIEHTP ANS YTOYHEHNUS AanbHENLLEN TaKTUKKN BEEHHUS.

3aknyeHue. JaHHbIM KTMHUYECKMI CnyYan 4eMOHCTPU-
pyeT Heo6X0AMMOCTb MOJIHOrO MpoBeAeHUs Y3-CKpWHUHra
npeHaTasnbHo.

HayuHbit pykoBoautenb — A.M.H. [1.H0. OBCAHHMKOB; K.M.H., goueHT J1.B. MNyuKo
Mopo30BCKas AeTcKaa ropoackas KnnHmnyecKasa 6onbHULa, MocKBa, Poccuickasa denepaums

KnuHuyecKoe Ha6Gn04eHue nauueHTa

¢ ROHHAD-cuHapomom

AKTyanbHoCTb. B cooTBeTcTBUMM C MexayHapoaHoOM
KnaccuduKkaumen pacctponcts cHa ICSD-3 2014 r,
ROHHAD-cuHapoM aBASETCS Pa3HOBUAHOCTbIO MMMOBEHTU-
NAUMKU, 3aBUCMMOM OT CHa, U NpeacTaBnseT co60n peaxkoe
reHeTnyeckoe 3aboneBaHWe, MaHubecTupylolwee nocie
2 NIeT KU3HW Yy paHee 340POBbIX AeTel. B MUpe HacuuTbl-
BaeTcss oKono 100 KAMHMYECKUX HabNoJeHUW ¢ JaHHbIM
CUHAPOMOM.

OnucaHue KAUHUYECKoro cay4yas. [lesoyka E., ¢ 2 net
JKM3HM Hayana 3HayuTeNbHO NpMbaBnATb B Bece (3a 6 Mec
npubaBKa Macchbl Tena coctaBuna 5 Kr). B 2 roga 7 mec
nocfie KoHTaKTa ¢ 60/ibHbIM OCTPOM pecnMpaTopHOW BUPYC-
HOM MHDEKLMEN Y AEBOUYKN MOSABUIUCE CyOdebpuibHasa Tem-
nepaTypa Tena u cyxon Kawenb. Yepes 4 aHA TemnepaTtypa
nosbicunacb Ao 38,0-41,0 °C, npu 3TOM caMo4vyBCTBUE
cTpajano He3Ha4uTenbHo. AMBYNaTopHO, NOCE ABYX KYPCOB
aHTMGaKTepmanbHOM Tepanumn NONOKUTENbHOM AUHAMUKKU He
6b1/10, B CBA3M C YeM Oblna rocnuTann3npoBaHa B cTalMoHap
¢ anarHosom «OcTpas pecnupatopHas BMPYCHas UHPEKLMS.

T.A. l'yTbipuuK, H.A. TyTbIpYUK

BHe6onbHMYHasA MHEBMOHMA?». [TpK NOCTYNEHUN COCTOSAHUE
TAXENoe 3a CYET WMHTOKCUMKauMW, nuxopagku. NoAKOXKHO-
YXMPOBOW CNOM Pa3BUT U3OLITOYHO. AYCKYNIbTaTUBHO B JIEMKUX
YKECTKOE AblXaHWe, BbIC/YLUMBaNUCh NPOBOAHbIE U cpelHeny-
3blpyaTble BNaxHble Xpunbl. TaxnnHo3 Ao 64/MuH. CaTypauus
KpoBK Kucsopogom (SpO,) — 86-88%. o COBOKYNHOCTH
[aHHbIX aHamMHe3a, K/JMHWUYEeCKOM KapTWHbl WU pe3ynbTaToB
NabopaTopHO-UHCTPYMEHTaNbHbIX JaHHbIX 6bla AUarHoCTUPO-
BaH ROHHAD-cuHapom.

06cyxpaeHune. Ecnv nocTtaHOBKa AnarHo3a 3ajepxuBa-
€TCS, KIIMHUYECKUE CUMMNTOMbI He NpeanofiaratoTcs U He Noj-
BepralTcsd afeKBaTHOMY JiedeHuto, 60/1bHOM pebeHOK, BepO-
ATHO, OyaeT cTpajaTb HEWPOKOrHUTUBHBLIMKU HapyweHU MU
1 noaBepraTbCs NOBbILLEHHOMY PUCKY BHE3aMHOM CMEPTH.

3akniovyeHne. ROHHAD-cMHApOM B HacTosillee Bpems
AB/ISETCA MaNOU3BECTHbLIM, HO aKTUBHO M3y4aemMblM 3a60-
neBaHWeMm. BBuay peakocTM U MHOMOrPaHHOCTU KJIMHUYe-
cKkux nposieneHnn ROHHAD-cuHapom npeacTtaBnsieTr ansg
neavMaTpoB CEPbE3HYIO AUMAarHOCTUYECKYIO NPo6aemy.

Hay4Hbii pykoBoauTenb — goueHT J1.B. MywKo; Bpay-ractpoaHteposior B.B. MaTkaw
Mopo30BcKas AeTcKas ropoackas KanHuyeckasa 6onbHuUa, MocKkBa, Poccuinckaa degepauns

BHeKULIeYHble NPOAB/EeHUNA Yy NnaluueHTa

c 6o0s1e3Hbl0 KpoHa

AKTyanbHocTb. bone3Hb KpoHa npeactaBnsier co6om
XPOHWYECKoe peunanBupytowee 3aboneBaHne Kenyaoud-
HO-KMLIEYHOro TpaKTa HESICHOW 3TMOMOMMKU C CUCTEMHBIMU
N BHEKULIEYHBIMWU OCNOXHEHUAMM.

OnucaHue KAMHUYecKoro cnydan. [esoyka C., 15
net. C mapta 2018 r. nosSBWAKCHL Xanobbl Ha cnabocThb,
MUOKWUMA CTYN C NpuMMecblo KpoBu Ao 3 pas3/Hed. B oKrta-
6pe 2018 r. — ¢debpunbHaa nMxopaaKka, BblpaxKeHHble



KaTapanbHble aBneHus. Co 2-ro aHa 3a6oneBaHus NosBU-
JIMCb MHOXECTBEHHbIE MYCTYNbl NO BCEN NOBEPXHOCTHM Tena.
HecKonbKo pa3 B AeHb XWAKWM CTyn C MPUMECHIO KPOBMW.
PebeHoK rocnutanuaunpoBaH. B ctauuoHape npu nabopa-
TOpPHOM 06CNnefoBaHMK BbiSiBlleHa aHeMusl, BbiCOKas BOC-
nanuTenbHas akTUBHOCTb. BblIM UCKNOYEHbI ONMOPTYHUCTH-
YeCKME U KUWeYHble MHDEKLMKU; MOCEBbI C KOXKW pocTa He
fanun. PebeHOoK 0CMOTpeH BpavyoM-A4epMaTofioroM: BbiCTaB-
NneH anarHos «OcTpbit GebpunbHblid HENTPODUNIbHBLIN Aep-
mMaTo3». lpoBoauMnacb ropMoHasbHas M aHTUbaKTepuanb-
Has Tepanus. BeinoNHEHO 9HAOCKOMMYECKOE nccnefoBaHme
c 6uoncuen. Mopdonormieckas KapTuHa 3pO3MBHOIO une-
uta, AMddy3HOro, yMeEPEHHO BbIPaXKEHHOIO XPOHUYECKOro
Konuta. Ha 0CHOBaHMM KOMMIEKCHOrO 06¢cneaoBaHms 6bin

A.[l. TocTioxuHa, E.[1. JoGpoHpaBoBa, A1.C. Cac

Hay4HbIM pykoBoAUTENb — K.M.H., goueHT J1.E. JlapunHa

nocTaBfieH gnarHos: «bone3Hb KpoHa ToNICTON KULWKK, BOC-
nanutenbHas Gopma, BbiCOKas cTeneHb akTuBHocTH (PCDAI
65 6annoB), 060CTPEHMEN.

O6ceyxaeHue. [lna neten xapaktepHo 6onee 4acToe,
4yem y B3pOCIbIX, PAa3BUTUE BHEKMULIEYHbIX MPOSBAEHUN
BOCManuTENbHbIX 3ab0neBaHUi KuWeYHWKa. MHorga oHu
npeawecTBYIOT KIMHUMYECKON KapTuHe 6one3Hn KpoHa, 4to
3aTpyAHAET CBOEBPEMEHHYO NOCTAHOBKY AnarHo3a.

3aknioyeHune. Bo Bcem Mupe HabntogaeTcs pocT 4acTo-
Tbl BOCMANWUTENbHbIX 3a60NeBaHMN KULWEYHUKa Yy AeTewn,
B oco6eHHOCTM 60ne3Hn KpoHa. NpeactaBneHHoe 3abone-
BaHWe CyLEeCTBEHHO YXYALIaeT Ka4yeCTBO XN3HU NauneHToB
W TpebyeT AanbHENLLEro yCoOBEePLEHCTBOBAHMUS CyLWECTBYIO-
L MX NOAXOA0B K NeYeHuio.

PoccvicKuin HauMoHanbHbIM UCcnefoBaTebCKUN MEAULMHCKMI YHUBEpcUTeT umeHn H.W. MNMuporosa,

MockBa, Poccuiickas ®enepauus

Cny4yau cnoxHou auddepeHunanbHOU AUArHOCTUKMU:
pe6GeHOoK ¢ anjlasuen TuMmyca M runonapaTupeo3om

AKTyanbHOCTb. ClOXHOCTb AuddepeHumanbHON Auna-
FTHOCTUKM FEHETUYECKMX CUHAPOMOB 0OYC/IOBNEHA CXOXe-
CTbl0 WX K/IMHWYECKOM cumNTOMaTUKK. Hambonee 4acTto
coyeTaHWe annasuu TMMyca 1 runonapatupeosa Habnoaa-
eTcq npu cuHapome un [Kopaxu (aeneums ydyactka 22-1
XPOMOCOMbI), TaKXe BK/YalweM B cebsd BPOXKAEHHbIN
nopok cepaua. OH BcTpeyvaeTcs ¢ yactoton 1:4000-1:6000
neten. Pexe BCTpeyvalTcs CUHAPOMbI, COMPOBOXKAaoLWmecs
annasunen tumyca (Hesenoda, Jlyu—bapa, «wBenLapcKun
CUHAPOM») U rMnonapaTtMpeo3oM (CeEMeNHbI U30MPOBaH-
HbIM rMNonNapaTMpeos, rMnomMarHe3nemMmnsi, ayTocoMHO-40MM-
HaHTHas rMnoKanbLMemMUS).

OnucaHue KAIUHUYECKOro cny4an. B otaeneHnn aHao-
KpuHonornn MoposoBckon AIKB Habniogaetca mManbyuK
C., 3 mec, ¢ agnarHosom «MamnonaTtn4yecknin runonapaTupe-
03». C BO3pacTa 2 Hej HabnogatoTcs Cygoporu, pe3Ko CHU-
EHHbIN YPOBEHb KanbLMs; MHCTPYMEHTANbHO NMOATBEPHK-
[eHbl ania3uns TUMyca 1 OTKPbITbIA apTepuanbHbIi MPOTOK.
Mpu nocTynneHun B cTauMOHaAp YPOBEHb MapaTtropmoHa
1,84 (Hopma 15-65) nr/ma, 25 OH Butamuu D 49,6 (30—

A.A. lembsiHOBa

100) Hr/mn, Kanbuuh obuwmn 1,61 (1,90-2,60) mmonb/n,
KanbUWM WMOHU3MpPOBaHHbIN 0,92 (1,0-1,30) mmonb/n.
Bbina HavyaTa MHOY3MOHHasA Tepanus KanbLWs MNOKOHAa-
TOM, nepopanbHo: anbdakanbuMaon 2 pasa B AeHb, Kaib-
ums Kap6oHaT/nakTaT 250 mMr 3 pa3a/aeHb. B nanbHenwem
y pebeHKa Habnwoaanucb nuxopaaka ao 38,5 °C, cum-
NTOMbl MHPEKLMOHHOIO TOKCWMKO3a, MOBbIWEHWE YPOBHS
C-peakTuBHOro 6enka (220 Mr/n) U CKOpoCTU oceaaHus
3puTpoumnToB, HenTpodunes, aHemus (Hb no 80 r/n). Bbin
nepeBefeH B OTAeNeHWE peaHWMaLMM U UHTEHCUBHOM
TepanuuM B COCTOSIHMM CENTMYECKOro wokKa. lMNpu nocty-
nieHnn B OTAeNeHUe peaHumaunm U UHTEHCUBHOW Tepa-
MMM — KanbLWWA WMOHM3MpPOBaHHbIM 0,87 mMMonb/n. bbin
€AMHUYHBIN 3N1304 CYAOpPOr, NPOBOAMNAChL aHTMOGaKTepu-
anbHas, NnatoreHeTM4ecKas u cuMnTomMaTUyecKas Tepanms.
BbinucaH B yi0BNETBOPUTENBHOM COCTOSHMM.

3aknvyeHue. XpOMOCOMHbIV aHanM3 Ha cuHApoM [u
[»opaxu — oTpuuaTenbHbli. B gaHHbIM MOMEHT B paboTe
aHanu3 Ha cuHapom KeHHn-Kadowu (mytaums reHa TBCE
B 1-1 Xpomocome).

HayyHble pykoBoauTENM — K.M.H., goueHT W.E. TypuHa; Bpay-HeoHaTonor H.B. XonogHoBa
MepBbit MOCKOBCKNIM rOCyAapCTBEHHbIM MEANLIMHCKUI yHUBEpPCHUTET MMeHn M.M. CevyeHoBa, MoOCKBa,

Poccunckaa degepauns

MONUKUCTO3 NOYEK C BPOXKAEHHbIM ruapoHedppo3om:

KNIMHUYEeCcKoe HabloaeHue

AKTyanbHocTb. Bnepsble B Poccun onucaHo KIWHMK-
yeckoe HabnoaeHne pebeHKa C MNOJMKUCTO30M MNOYeK
N BPOXAEHHbIM TMAPOHEPPO3OM. Y pebeHKa reHeTU4ecKH
NOATBEPKAEHHbIA ayTOCOMHO-AOMUHAHTHbBIA TUM MOAUKK-
CTO3a MOYeK, KOTOpbI BCTpevaeTcs ¢ 4yacToton 1:250-
1000. B 3apybexHon nutepatype onucaH 1 KAMHUYECKUIN
cny4yal NOMMKMCTO3a MoYeK € rmapoHedpo3oM, a TaKKe
C ABYCTOPOHHMM MeraypetepoMm, runeptpooduen Wenku
MOYEBOIO My3blIps.

OnucaHue KAMHUYecKoro cnydyan. Manbyvk B. y 3g0-
poBOW MaTtepu oT 2-i 6epemeHHOCTH, Ha Y3U B 16 Hep
BbISIBNEH rMapoHedpo3 cfeBa; OT BTOPbIX CBOEBPEMEHHbIX

CaMOMpon3BOJIbHbIX poaoB Ha 39-1 Hea. CocTosiHWe npu
pOXKAEeHUM yaoBNEeTBOPUTENbHOE, OLeHKa No WwKane APGAR
9/10 6annos, Bec 3800 r, pocT 52 cm. Ha 4-e cyT *W3HKU
pebeHok nepeBegeH B ANKB N2 9 um. IH. CnepaHcKoro.
Mpun ocmoTpe o6pallano Ha cebs BHUMaHWe nanbnupyemoe
o6beMHoe o6pa3oBaHue (MoyKka?) cneBa, +4 cM uM3-nofa
Kpas pebepHon gyru. MoveucnyckaHue cBo6oaHoe, 6e360-
Ne3HeHHOoe, Anypes ajeKBaTHbIN, 06LWMIA aHanuM3 Mo4ym 6e3
0ocob6eHHOCTEN. BMOXMMUYECKME NMOKa3aTeNn KPOBU B HOP-
Me. ApTepuanbHas HOpMoTeH3us. o Y3M anarHocTupoBsa-
Hbl MONMKUCTO3 MOYEK, MUEN0IKTa3nsa cnpasa 1M NOATBEPK-
aeH rmapoHedpos cnesa. [lanee B TeyeHne 1 roga Xu3Hu
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NpoBeaeHo KoMMieKcHoe o6cefoBaHue: LucTorpadua —
My3blPHO-MOYETOYHUKOBLIN PEDIIOKC HE BhISIB/IEH; IKCKpe-
TopHasa yporpabusa 1 ctatnyeckas HedbpoCUUHTUrpabua —
HebyHKLMOHUPYIOLLAn NeBas Mo4yka, obliee KOoNM4ecTBO
bYHKLMOHMPYIOLLEH MapeHXMMbl He CHWMeHo. B BospacTe
1 roga 4 Mec BbIMofiHEHA MiaHOBas fanapocKonuyeckas
HebPIKTOMMSA creBa.

E.A. Jo6poHpaBoBa, A.[l. locTioxuHa, [1.C. Cac

Hay4Hbli pykoBOAUTENIb — K.M.H., AoueHT JI.E. JlapuHa

0O6ceyxpaeHue. Y pebeHKa npeHaTalibHO 3anofo3peH
W aHTeHaTaslbHO MOATBEPIKAEH rMapoHedpo3 cneBa Ha PpoHe
OCHOBHOWM NaToN0rMn — MOJIMKUCTO3a NOYEK, KOTOPbIN B Aab-
HeMLeM NOCAYXKMN NOBOAOM /151 ONEPATUBHOIO SIEYEHMUS.

3aknoyeHue. [laHHbl ciyvyan NpeactaBiser UHTepec
AN HeoHaTonoroB, negvMaTpoB, HedpPONOros, YpOIOros
C TOUYKM 3PEHUS KA3yUCTUKM.

PoccuicKknin HaunoHasnbHbIM UcciefoBaTeIbCKUN MEOANLMHCKUI YHUBEpcUTeT nmeHn H.N. TMnporoea,

MockBa, Poccuiickas ®egepaums

NMo3aHAA AMarHocTukKa 6one3Hu lNowe

AKTyanbHocTb. bonesHb lowe — Haubonee 4acTto
BCTpeyawuasaca dopma depmeHTONaTUn C ayTOCOM-
HO-PEeLEeCcCUBHbLIM TUMOM HacnefoBaHUs, 06beAUHEHHbIX
B rpynny JIM30COMHbIX 60/1€3HEN HaKOMNNEHMS.

OnucaHue KAMHUYEcKoro cnayyas. MauuneHT B., 9 ner.
B 2014 r. BnepBble 06GHapyxeHa TpombGouuToneHus (Ao
126 TbIC./MKN) C CaMOCTOSATE/IbHbIM MOBbIWEHUEM YUC-
na TpomMOOLMTOB [0 HOpMasbHbiXx 3HayeHun. C 2016 .
y Manb4uMKa BHOBb pa3BuMNiacb CTOMKas TPOMOOLMTONEHHUS
(73-120 10%/5) ¥ OTMEYEHO NOSIBAEHUE IKXMMO30B U neTe-
XnanbHom cbinu. B anpene 2017 r. o6Hapy»eHa cnieHome-
ranvs. B obuem aHanuse Kposu ot 15.03.2019 — Tpom-
GounTbl no doHno 122 109%/n. 05.04.2019 o6paTuauch
B MOpO30BCKYyl0 AETCKYIO FOPOACKYI0 KAMHUYECKYI0 60/b-
HULY. TPK NOCTYNAEHUN — TpomGoLMTOoneHus o 122 109/n
W cnneHomeranus. bBbinv UCKNOYEHbI OHKOremaTonoruye-

A.T. Eropckas

CKas NaTtonorus, UMMyHoaedULUMUTHbIE COCTOSIHUS U MOpPTaNb-
Hasa runepTeH3us. Ha oCHOBaHMM NONYYEHHbIX Pe3ynbTaToB
obcnepgoBaHuit (6eTa-rnokouepedbposngasa 4o 0,54 Mkm/n
B Yac, rekcannchuHrosunH 4o 592,3 Hr/mn) BepubuumposaH
anarHos «bonesHb lowe | Tmna». 06.05.2019 Ha ocHoBa-
Hun pesynbrata AHK-AMarHOCTUKKM AMarHo3 NoATBEPXKAEH
(B reHe GBA o6Hapy»eHbl MyTaL1MK). MHULMMpOBaHa nnaHo-
Basg depMeHTOo3aMecTUTeNbHasa Tepanug npenapaTom Bena-
rnouepasa aibda B o6beme 1200 E/[l. PeKOMeHOOBaHbI
depmeHTO3amecTUTeNbHasg Tepanus Kaxable 2 HeS U KOH-
TPOJb YPOBHS TPOMGOLMTOB.

3aknioyeHue. B crnyqyae CBOEBPEMEHHOro HasHaye-
HWS Tepanun NPorHo3 npu 6o5e3Hun lfowe 6naronpUATHLIN.
OpHaKo, crefyeT COXpaHATb HaCTOPOXEHHOCTb B OTHOLUe-
HUX BO3MOXHOIO pPa3BUTUA remopparMyecKoro cvHgpoma
1 pa3pbiBa CENEIEHKM.

Hay4Hbl pykoBoauTeb — A.M.H., npodeccop WU.H0. Kapnosa
MpuBOMKCKUI nccnegoBaTelbCKU MeAULMHCKUN YHUBEPCUTET,

Hw»xHu HoBropoga, Poccuickas ®eaepauus

KnuHunyeckum cnyvyam M3osIMpoBaHHOro
XonepoxonuTuasay peb6eHkKa

AKTyanbHOCTb. M30/1MpPOBaHHbLIN X0NefoxonuTuas
y feTen — pefKoe naTonorMyeckoe COCTOSHME C pacnpo-
cTpaHeHHocTbto 0,13-0,22%.

OnucaHue KauMHU4YecKoro cnyyas. C 26.06.2019 no
11.08.2019 Bpayn (racTPO3HTEPONOrKU, XMPYpPru, neaua-
Tpbl, MHOEKUMOHWCTBI) WECTU KAMHWUK Habnwogann nauu-
eHTa [. 12 net. [lpoBefeHbl KAWMHMKO-nabopaTopHble
N MHCTPYMEHTaNbHble UCCNef0BaHUA. YCTAHOBNEH AMarHo3
«Xonegoxonutuas, GunuapHas rMNepTeH3us, XoSieLncTo-
naHKpeaTuT, XofleCTaTUYECKUI renatuT, racTpoayOAEeHUT.
B pe6iote: 60nmn B npaBoM noapebepbe, TOWHOTA, CYOUK-
TEPUYHOCTb CKAEp, 3AMM304 axoauu CcTyna, LMTONUTUYECKUNI
cuHapom (AJIT 530 Ea/n, ACT 648 En/n), xonecTtas, OCTpbIi
(0.) naHKpeaTUT (amunasa 685 Epn). UckntovyeH UHOEKLU-
OHHbIN reHe3 (renatuTbl A, B, C, nentocnupos, MepCcuHno3s).
Y3W (13.07): xoneumucTtuT, xonectas, aedopmaums, runo-
TOHUSA KeNyHoro nysbips. PubporacTpoayoneHOCKONUs
(27.07): racTpuT. MeaguKameHTO3Has Tepanus: BUCMyTa TpU-
Kanua auuutpaT (de-Hon), ypcogesoKcuxonesas KucnoTa
(YpcocaH), omenpason (Omes), NaHKpeaTuH, APOTaBEPWH,

xJiopnupamuH. CuHApoMbl He Kynuposanuck. Y3W (29.07):
OMdPy3Hble UBMEHEHWUS MEYEHU, NOMKENYA0YHON XKenesbl,
OCTPbIV XONEUMCTUT, CNafK, XONeA0X03KTa3duns ¢ 6unmapHom
rMnepTeH3nen, 2 xonenoxonuta, pacwunpeHne BupcyHroBa
NpPOTOKa. BbIMOMHEHbI MArHUTHO-PE30HaHCHasi XONaHrMo-
naHKkpeaTorpadus, aHAOCKONMYECKas peTporpaaHas XxonaH-
rmonaHkpeartorpadus, aHaoY3W, aHaocKonuyeckas nanwi-
NIOCPUHKTEPOTOMUA C NIUTOIKCTPaKLUMEN, MNocneayollen
dparmeHTaumen xonenoxonnta ¢ U3BNeYeHMEM B ABEHaj-
uatunepctHyto Kuwky (08.08). lMNocneonepauynoHHO: Led-
TpWUaKCcoH, omenpaszon, ¢amMOoTUAMH, APOTAaBEPUH, OKTpe-
otMa. AGAOMMHANbHLIN U UUTOAUTUYECKUN CUHAPOMbI
KynupoBaHbI.

3akKkntovyeHune. XoeJ0X0NnTuas — peaKoe, CNOXHO aua-
rHocTupyemoe 3aboneBaHue ¢ abaoOMWHanbHbIMKU 60NS-
MW, eNyAO4YHO-KULWEYHON peryprutaumen, LUTONU30M,
X0necTa3oM, MexaHuyeckon xentyxon. Y3W onpepenser
TAKTUKY, CPOKM JIEYEHUS, MUHUMUI3ALMIO PUCKA Pa3BUTUSA
OCJIOXXHEHWUN, BAUSIOWMX HA KA4eCTBO XM3HU U OPraHOCOX-
PaHHOCTb.



J1.B. UBaHOBa

HayuHbIi pykoBoautenb — accucteHT C.1. MenbHuK

CeBepo-3anafHbii rocyaapCTBEHHbIM MEANLMHCKUI YHUBEpPCUTET nmenn U.N. MedyHukosa, CaHKT-leTepbypr,

Poccunckaa denepauns

Oedunuut anbda-1-aHTUTPUNCUHA Y peOeHKa:
onucaHue KJIMHUYECKOro cny4yas

AKTyanbHocTb. [Jeduunt anbda-l-aHTUTPUNCUHA
(AL1AT) — npuyMHa TSXKENoro HacneacTBeHHOro 3aboneBa-
HWS, ONUCaHKWe ciy4aeB KOTOPOro y AeTel UMeeTcs Ha AaH-
HbI MOMEHT NULWb B €4UHUYHbIX NYBGAUKaLMUSX.

OnucaHue KIAWHUYecKoro cayvasa. [laumeHt P.,
5 net, Haxoauncsa Ha o6cnefoBaHUM U neveHun B CaHKT-
MeTtepbyprckom HUU $Tn3monynbMoHonornn. U3 aHam-
He3a: CO BTOPbIX CYTOK YXWM3HW — MKTEPUYHOCTb KOXMW,
coxpaHsinacb Ao 1,5 mec. B 3 mec — HapacTaHuWe ypoBHS
TpaHcaMWHa3 B KPOBM Ha GOHe HOpMasibHOro 6unupybuHa
(ANT 246 Ea/n, ACT 320 Ea/n). NcKknioYeHbl BUPYCHble
renatutbl B, C, BbigsBneHa aHemus (Hb 86 r/n, apuTpouuThl
2,86 x 1012/n), ycTaHOBNEHA BHYTPUYTPOGHAS MHBEKLMUS
C nopaeHuem nevyexHu. B 1 rog 5 mec yctaHoBAEH AMArHo3
nebvununta anbda-l-aHtutpuncuHa — 54,6 mr/an (Hop-
Ma 140-230 mr/an). PeHotunumyeckn PiSZ. O6cnegoBaH
renatosorom, no anactorpadun NeyvyeHu: 31acTUHHOCTb
coctaBnset 5,3 KlMa. C gBYX NIET XM3HU NOBTOPHbIE 3MMU-
304bl NPOCTbIX OGPOHXMTOB. BpoHxManbHasa 06CTPYKLUSA

Y.A. KagppuHoBa

OJHOKpaTHO 6e3 MNpU3HaKOB OCTPOW pecnupaTtopHoOun
MHOEKUMUN. PUHUTBI KPAaTKOBPEMEHHbIE, KPYTNOro4uUYHbIE.
06beKTnBHO: pocT 104 cM, HOPMOCTEHUK; ayCKynbTauus
NIErKUX — [AbIXaHWe XeCTKoe, BbILOX YAJMHEH, 6e3 Xpu-
noB.. [poBeAeHbl cnupanbHas KoMnbloTepHasa Tomorpadums
FPYAHOM MOSIOCTU: y4aCTOK JIMHEMHOro NHeBModUOpPO3a
B S1 npaBoOro nerkoro, napacentajibHaa 6ynna B S2
JIEBOr0 NErKoro; cKapu@uKaLMOHHbIE KOXHble Mpoobbl:
BbiiBJieHa 6biITOBag U anuaepmalsibHas CEHCMOUIMU3aLng.
Mpu onpepeneHnn GYHKLMKU BHELWHErO [blXaHUSA BbiSBe-
Hbl 0GCTPYKTUBHbIE HapyweHud. Npoba ¢ canbbyTamonom
NONIOXUTENbHAS.

06cyxaeHue. OnNUCaHHbIM KIMHUYECKUIA cryvan npes-
CTaBNSET ANarHOCTUYECKYIO LLEHHOCTb B CBA3M C PEAKOCTbIO
[JaHHoro 3aboneBaHusa y JeTen, xapaKTepmu3yemMoro Bapuma-
6€eNbHON TAXKECTbIO TEYEHMSA U OTCYTCTBUEM cnelunduyeckomn
CUMMNTOMAaTUKMU.

3aknouyeHune. Heo6xo4MMO MNOBbLIWATL OCBELOMJIEH-
HOCTb 0 feduunTte ALAT cpean Bpayen.

Hay4HbIl pykoBoauTenb — A.M.H., npodeccop H.H. MuHainosa
KeMepoBCKUI rocy1apCTBEHHbIM MeANLIMHCKUIA YHMBepPCUTET, KemepoBo, Poccuitickaa deaepaumns

KnnHnyeckum cnyyam HapyLweHuUs nosoBou
andPepeHUUPOBKHU Y pebeHKa

AKTyanbHOCTb. Y [eTei C HapyweHuWem CTPOEHUS
HapyXHbIX reHUTannmn (HapyweHue nonoson andpdepeHum-
POBKM) B KIMHUYECKOW NPaKTUKE BO3MOMXKHO HEMPaBUIbHOE
onpeaeneHne GeHOTUNMYECKOro nona.

OnucaHue KAUHUYeCKOro cay4yaa. B neguatpuye-
cKoe oTaeneHune noctynun Aptem, 1 rog 4 mec, ¢ Henpa-
BW/IbHbIM CTPOEHWEM HapyXHbIX MO0BbIX opraHoB (HIO)
C POXKAEHMSA, KOTOPOE pacLEHEHO AETCKUM XMPYprom Kak
rMnocnagust v ABYCTOPOHHWIA KPUMTOPXM3M, M onpeaeneH
nacnopTHbIM non pebeHKa MYXCKMM. PesynbTata HeoHa-
TaNbHOTrO CKPUHUHIa HeT. dnanyeckoe pasBUTME COOTBET-
cTByeT 2 rogam. TenocnoxKeHue AMCNpPOonopLMOHanbHOoeE.
Co ctopoHbl HIMO: neHncoobpasHbin rMnepTpodUpoBaHHbIN
KnuTop, 60MbluMe NofoBble ry6bl rTMNONAAcTUYHbI, Naabna-
TOPHO fIMYKKM He onpeaensitoTcs. B ropmoHanbHOM nNpodu-
ne: acTpaamos, TeCTocTepoH — HopMma, 170H-nporectepoH
yBennyeH B 100 pa3, agpeHOKOPTUKOTPOMHbLIM FOPMOH
(AKTI) nosblweH. Mpu Y3U opraHoB manoro tasa: TeCTu-
Kynbl B MafioM Ta3y He BMW3ya/M3UPYIOTCS, 3XO-NpPU3Ha-

KM GOpPMUPOBAHUA MOJIOBLIX OPraHOB MO YEHCKOMY Tuny,
ruapokonbnoc. KapuvotunupoBaHue: KapuoTun Hopmanb-
HbIM XEeHCKUI (46 XX). YuntbiBas Bupunudauumto IV ctenexm
(wkana Mpagep) HMO, pesynbTatbl NPOBEAEHHbLIX UCCeno-
BaHWM, OTCYTCTBUE COJIbTEPAIOLLErO CUHAPOMA, BbiCTaB/EH
avarHos: «BpoxaeHHas AMChYHKLMA KOpbl HaAMO4YeYHUKOB,
BUpunbHas dopmar. HasHavyeHa AKTI-nogasnsiowas Tepa-
nus Koptedom 1 nnaHoBas KAUTOPIKTOMUS.

0O6cyxpaeHue. [lnarHocTMyeckass LIEHHOCTb [AaHHO-
ro K/JMHWYECKOro cryy4yas 3aKfiiyaetcd B Heo6Xo4MMOCTU
KOHTPONA pe3ynbLTaTtoB HeoHaTallbHOro CKPUHUHIa y AeTen
C HenpaBW/ibHbIM cTpoeHneMm HIO.

3aknouyeHue. [lpu HenpaBuibHOM cTpoeHun HIO
nepBbIM 3TanoM ABAAETCA YCTaHOBJIEHWE TEHETUYECKOro
nona — onpegeneHne Kapuotuna. [pn HEBO3MOXHOCTH
ObICTPOro NPOBEAEHNS KApPUOTUMUPOBAHUA — PEKOMEHAO-
BaTb BbIOGOP HENTPaNbHOro UMeHW. ComaTU4yeCcKU Mnon He
LOMKEH OnpeaenaTb XMpypr, B NepByio o4epesb HE0OX0au-
Ma KOHCynbTauusa aHAOKPUHONora.
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E.M. Kapakamn, I.B. UBaHOB

Hay4Hble pyKoBoauTeNn — K.M.H., goueHT A.B. CtaTtoBa

Ky6aHCKUI rocyaapCcTBEHHbIM MEAMLIMHCKUI YHUBepcuTeT, KpacHoaap, Poccuinckas ®epepaums

AnHaMuyecKoe Ha6nogeHue 3a pe6eHKOM

c cuHapomom [u [AxopaxKu

AKTyanbHoOCTb. CuHAPOM [n [IXKOPAKKM — 3TO NEPBUY-
HbI UMMYHOAEDULIUT, XapaKTEPMIYIOLLMNCS aniasnen um
runonnasven TuMyca W napawuTOBULHbIX YKenes, BPOX-
[EHHbIMW MOpOKamu cepjua, nuueBbiIMU Manbdopmaums-
MW. BcTpevaemocTb cuHgpoma [u [Ixopaxu cocTaBnser
1:20 000.

OnucaHue KJAUWHUYECKOoro cnyvas. [leBoyka cpasy
nocne pPoOXAeHWs rocnurann3vpoBaHa [NA onepaTtuBHOrO
neyenuns Tetpagbl Panno, npu ob6cneaoBaHUU BbISIBNEHbI
annasusa TMMyca, MMKpogeneumns yqactka 21g11 Xpomocombl
22 ¢ ayTOCOMHO-AOMMHAHTHbIM TUNOM HacnefoBaHus, ycTa-
HoBNeH anarHo3 «CuHapom An dxoparu». B noctonepaum-
OHHOM Mepuoe BbIMOTHEHBI UMMYHOrpaMma, uccnegoBaHue
docdhopHo-KanbLMeBoro obMmeHa — U3MeHeHW B NoKa3are-
NIFX U KOCTHbIX Manbdopmalmin He BbiiBAEHO. Ha npoTsike-
HWM NonyTopa NIET OCyLLeCTBASETCA HabMoAeHe 3a COCTOSA-
HWEM 3[40poBbsi pebeHKa ¢ KOHTPOJEM MMMYHHOIO cTaTyca,
OMOXMMUYECKMX MOKasaTenen, NpoBefeHbl nocnegyolne
3Tanbl ONepaTMBHOrO fie4eHns nNo NnoBoay Tetpagsl Panno.

H.C. KoBaneHKo

06cyxaeHue. NIpOrHoO3 ANS XMU3HM NaLMEHTOB C AaH-
HbIM CMHAPOMOM 3aBUCWUT OT CTEMeHW TaXKecTu 3abose-
BaHuA. Mpu Taenon Gpopme BbICOKU PUCKU MHODEKLIMOH-
HblX, OHKONIOTMYeCKUX 3aboneBaHui, Npu nerkon dopme
n 3dbEKTUBHON 3aMeCTUTENBHOM Tepanuun NPorHo3 énaro-
NpUATHbIN. JeTn ¢ cuHagpomom [u [KOpAXKW HyxKAatoTcs
B KOpPPEKLMU UMMYHHOro ctatyca n docdopHo-KanbLme-
BOro obmeHa. Y gaHHoro pebeHka 3a 1,5 roga HabntoaeHus
noKkasaHuh K MeLUKaMeHTO3HOM Tepanuu He BO3HMKJIO.
[eBo4Kka nony4yaeTr nutaHue, Goratoe KUCAOMOJSIOYHbIMMU
npoayktamu, Butamud D 1000 ME/cyT, BakunHMpyeTCS no
MHAMBUAYANbHOMY MJiaHy, pacTeT U pa3BMBaeTCs MO BO3-
pacTy.

3aknioyeHue. BoigBneHue annasuu Tumyca, co4veTa-
lowerocss ¢ Nopokamu pasBuTusa, TpebyeT yrnybneHHoro
ob6cnepoBaHud. [uHamuyeckoe HabnlogeHWe, CBOeBpe-
MEHHblE AMarHOCTUKa, KOPPEKLUS BPOXKLEHHLIX MOPOKOB
n NabopaTopHbIX OTKIOHEHWW, BaKLMHaLMA CNOCO6CTBYIOT
61aronpuUaTHOMY Te4eHuto 3a6o/ieBaHuUS.

Hay4Hble pykoBoautenu — A.M.H., goueHT A.B. BypnyuKas; K.M.H., joueHT A.B. CtaToBa
Ky6aHCKUI rocyaapCTBEHHbIM MEAULIMHCKMI YHUBepcuTeT, KpacHoaap, Poccuinckasa Penepaumsa

KnuHnyeckun cnyyam numdpombl bepkurta

AKTyanbHoCTb. Y getein numdoma bepkutta coctaBns-
eT 30-50% o1 o6uiero yucna numdpom. B Poccumn BcTpeya-
eTCcsl KpavHe pefko, 6e3 neyvyeHus 6bICTPO nporpeccupyet
W MPUBOAMT K CMEPTM.

OnucaHue KJAUWHUYeCcKoro cny4yas. bonbHas b., 4
roga, NocTynuiaa B XMPypruyeckoe OTAEeNeHUEe C Kano-
6amMn Ha obpas3oBaHWe B NpaBonM OOKOBOW MOBEPXHO-
cTn weun. Mpu obcnegoBaHnMM B KAMHMYECKOM aHanwu-
3e KpoBW nenKouutbl 25 X 109/11. B 6unoxumMunyeckom
aHanuie KpoBu — C-peaKTuBHbIN 6enok (CPB) 35 r/n,
naktatgernaporeHasa 531 Ea/n. Mo pesynbratam Y3U —
NPU3HAKN HEBbIPAXKEHHbIX U3MEHEHUN MeYeHu, NoaKe-
NIyAO4YHOW Kenesbl, yBenanyeHue nMmepoysnoB OGpPIOLWHON
nonoctn. KT — numdbageHonaTus Leun, cpefoCTeHus.
CnneHomeranusa. MHoroovyarosoe rmnopaxeHue o6eunx
noyek. 3abplowunHHas numdbageHonatus. BbinonHeHa

O.l. Kopo6kuHa

6uoncusa wenHoro numodoysna cnpasa. o pesdynbratam
rMCTONOrMYECKOro ncenegoBaHnsa nonyyeHHoro 6uonTtarta
Obln BbiCTaBNieH anarHo3 «Jinmdoma bepkutra». Havato
nevyeHne no nportokony B — HXJT 2004Ma6. Ha ¢oHe
NPOBOAMMOrO JIEHEHUS MPOCNEXMBAETCSA NONOKNUTENbHASA
ONHaMMKKa B KJIMHUYECKOM aHanM3e KPOBU — NENKOLMUTDI
7,39 x 109/n, CPE 24 mr/n.

06cyxaeHue. PaHHAS NOCTaHOBKa AMarHo3a no3Bons-
€T JOOUTBLCS CTOMKOM KIIMHUKO-remMaTo/IOrMYeCKON 1 LuuTore-
HETUYECKON PEMUCCUM U MOBbLILEHWS NOKa3aTenen BblKu-
BaeMOCTH.

3aknoyeHne. WHOOPMMPOBAHHOCTL NeanaTpoB
0 KJIMHMYECKMX Npn3HaKax 3a6oneBaHns MOMOXKET BOBPEMS
HanpaBnATb NALMEHTOB K AE€TCKOMY OHKOJOrY, YTO MO3BOJIUT
B KpaTyanlune CpoKM onpeaenntb AMarHoCTUHECKYIO U Tepa-
NeBTUYECKYIO TAKTUKY M OOUTLCS BbI3AOPOBIEHUS.

Hay4HbI pykoBoauTEeNb — A.M.H., aoueHT A.B. bypnyukas
Ky6aHCKUI rocyaapcTBEHHbIM MEAMLIMHCKMI YHUBepcuTeT, KpacHoaap, Poccuitckasa Pepepaums

KnuHunyeckum cnyyam cuHgpoma KanbmaHa

AKTyanbHocTb. CHAPOM KanbmaHa — HacneacTBeH-
Hoe 3abofneBaHWe, XapaKTepusylolweecs TrMnoroHano-
TPOMHbLIM FMMNOroHagM3Mom W aHocMuen. Ero passutue,
a B nocnegyluiem oTctaBaHue B GWU3MYECKOM M MOJO-
BOM pPa3BUTUM onpeaenseT BaXHOCTb PaHHEN AMarHOCTUKM
M Ha3Ha4YeHUs NaTOreHeTMYEeCKOoro NeYeHus.

OnucaHue KauHu4YecKoro caydas. [auyuent K., 17
net, obpatunca B [eTCKMN KOHCYNbTaTUBHO-AMArHOCTU-

YeCKUM LeHTp [eTCKON KpaeBOW KIMHUYECKOM GOSIbHMULbI
r. KpacHogapa ¢ »ano6amu Ha 3agepKy du3nMyeckoro
pa3BuTUA. AHaMHe3 3aboneBaHua: 3afepXKy B pocTe
poauTenn 3amevanu ¢ 13 net. K Bpayy He ob6palanuce.
K 15 ropam Hab6ntoganocb oTcTaBaHWe B MOJOBOM pas-
BUTUKU. Tlo MecTy xuTenbctBa OblI0 NpoBeAeHo obcene-
[lOBaHWe, BbISIBIEHO CHWXEHWE YPOBHSA TECTOCTEPOHa,
B CBAI3M C YeM HanpaBfieH Ha KOHCY/bTALMIO K 9HAOKPUHO-



nory. O6beKTUBHO: pocT 158 cm, Bec 37 Kr, WMUTOBUAHASA
enesa O-# CT., HapyXHble NOJIOBblIE OpraHbl CHOPMUPO-
BaHbl N0 MycKomy Tuny. MNonosoe passutne Tanner 1,
AXOPOFOLO. Cturm paucambpuoreHesa He BbIIBNEHO.
[JONONHUTENBbHO BbICHEHO, YTO MaslbYuK MN0OX0 padnnyaet
3anaxu. YpoBHM NONOBbIX FTOPMOHOB B KPOBMW: IOTEUHU3U-
pytowmnin ropmoH 1,1 MME/Mn, GONNUKYNOCTUMYNNPYIOLLNI
ropmoH 1,2 mME/mn, TectoctepoH 0,74 Hmonb/n. MNpoba
¢ AndepennHom oTpuuaTtenbHas. KOCTHbIM BO3pacT COOT-
BetcTtByeT 13 rogam. Kapuotun 46 XY. MNpun onbdakTo-
METPUN — runocmus. NoctaBneH KAMHUYECKUN OUArHO3:
«'MNOroHagoTPOMHbLIA TMNOroOHaAM3M, cMHAPOM KanbMmaHa,

TUN HacleaoBaHUS HEYTOYHEHHbIW (€AMHCTBEHHbLIA Chy-
Yyai B cembe)». [IpoBeAeHO NleYeHne: NPOSIOHIMPOBaHHbIe
adupbl TectocTepoHa no 250 mr 1 pa3 B 3—4 Heq napeH-
TepanbHo. Ha ¢oHe Tepanuu cnycts 6 mec oTMevyeHa noso-
UTeNbHas AMHAMUKa: YBeNIMYeHUe TeCTUKYI, OBOJIOCEHWE
M0 MYXXCKOMY TUMY, B pOCTe +2 CM.

3aKknwyeHue. OTCyTCTBME MNOCTAHOBKM [MarHosa
M o6GpalleHnss K Bpayy, NOo3[HAS AMArHOCTMKa cuHApoMa
KanbMaHa yxyglatoT NporHo3 nauueHTa: pocToBOW M penpo-
OYKTUBHbIM MPOrHo3 He6naronpusiTHblii. CBOEBpeMeHHas
nocTaHOBKa AMarHo3a Nno3BosisieT BOBPEMS HayaTb JiedeHune
1 coumanbHO afanTMpoBaTh GOJbHbIX.

A.H. KopcyHos, C.10. BpbisranuHa, M.l0. MunexuHa

HayuHbIl pykoBOoAUTENb — K.M.H., goueHT J1.E. JlapunHa

PoccnncKMin HauMOHanbHbIM UCCNeaoBaTENbCKUN MEANLIMHCKMI YHUBEpcuTeT nmenn H.W. MNMuporosa,

Mockga, Poccuickasa denepaums

CuHpapom KaBacaku ¢ rHraHTCKMMU aHEeBpU3MaMH

KPYMNHbLIX apTepun

AKTyanbHocTb. CuHapom KaBacaku (CK) — ocTpo npo-
TeKalolne cuctemHoe 3aboneBaHme C NPeEUMYLLECTBEHHBIM
NnopaKeHUeM CpefHUX, MENTKUX U, PeAKO, KPYMHbIX apTepuw,
C pasBuTMeM Backynuta. CuHgpom KaBacaku sBnsetcs
OAHOW W3 MPUYUH NPUOBPETEHHbLIX CEPAEYHO-COCYAUCTbIX
3a60/1eBaHUN.

OnucaHue KAuHU4YeEcKoro cayuas. [lesoyka T., 6 ner,
6onbHa ¢ 20.08.2015, B agebioTe cTonkaa ¢ebpunbHas
nuxopagka. 23.08. — yBennyeHue LWenHbiXx NMMbOoy3oB,
HaNoXeHua Ha muHaanuHax. C 27.08. no 08.09. ne4ynnacob
cTaumMoHapHo. OTMeYanucb CTOMKas reKTu4yeckas Jnxo-
pafKa M 60ne3HEHHbIN WenHbIn nuMboysen. MnepTpodus
MWHAANWH, B NaKyHax 6enble Hanoxenusa. C 03.09. — npu-
3HaKW nonuceposuTa. Pe6eHOoK rocnutann3mpoBaH B Kap-
AMOpPEBMAaTONOrMyecKkoe oTaeneHune. YcTaHoBNEH AWarHoa:
«CuHApoM KaBacaKku TSXeNnoro Te4eHust ¢ HEKOPOHapHbIM

3.B. MamsH

nopaxeHuem». BbiiBlieHbl TMraHTCKME aHeBpWM3Mbl MOA-
B3AOLWHbIX apTepun. [MoBToOpHaa rocnutanusauusa B MapTte
2017. Y3 o1 03.03. — ruraHTCKne aHeBpmM3Mbl 06EUX KOPO-
HapHbIX apTepuh guameTpom o 11 mm. Ha doHe Tepanum
nonoxutenbHas aAvHamuka. B gaHBape 2018 r. BbifiBl€eHa
avnaTtauua aptepun cepaua v nonocTy JIEBOrO XKenyaou-
Ka. B ceHTabpe 2019 r. guarHo3 npu BbinucKke: «CUHAPOM
KaBacaku. [uWraHTcKas aHeBpu3Ma 06eux KOPOHaPHbIX
apTepui ¢ opMMPOBaAHMEM CTEHO3a BE3 CHUKEHUS COKpa-
TUTEeNbHOM GYHKLUMK cepauar. [naHnpyeTcs Kapanoxmpypru-
yecKoe BMelwaTtenbCTBO.

3aknoveHue. Y geten mnagwero Bo3pacrta Heobxoam-
Ma HaCTOPOXEHHOCTb 4719 BbIIB/ieHMSA cuHApoma KaBacaku
B KayecTBe MNpu4uHbl GebpunbHOM nmxopadku. osaHssa
AVMarHoCcTMKa CHMHAPOMa crnoco6CTBOBaNa Pas3BUTUIO TSXe-
NbIX KIMHUYECKMX NPOSBNEHUI BONE3HM.

Hay4HbIl pykoBoauTenb — A.M.H., goueHT A.B. bypayukas
Ky6aHCKuUi rocyaapcTBEHHbIN MeAMLIMHCKUI yHUBepcHTeT, KpacHoaap, Poccuiickas ®enepauus

KnuHnyeckum cnyvyam gunatauMoHHOU KapauomuonaTum

AKTyanbHOCTb. [lunaTtauMoHHas Kapavomuonatusg
(AKMIT) aBnsieTcq 04HOM U3 aKTyaslbHbIX Tpo6nemM B AETCKOM
Kapauonoruu. JaHHoe 3a6oneBaHWe NPOTEKAET C TAXENON
KIIMHUKOW, MaHWbecTUpyeT y AeTen B pa3HOM Bo3pacTe.
B cTpyKType 3a6ofneBaHui cepaeyHo-CoCYAUCTON CUCTEMBI
B AE€TCKOM nonynsaunn coctaBnsaioT 3—15%.

OnucaHue KIIMHU4YecKoro cny4asd. [auymeHT A., 4 roga
2 Mec, NocTynuA B [IETCKYIO KpaeBylo KIMHUYECKYIO 60/1b-
Huuy (AKKB) ¢ npu3Hakamu cepe4HON HeJ0CTaTOYHOCTH.
M3 aHamHe3a 3ab6ofieBaHnst U3BECTHO: 60/eeT B TeyeHue
HECKOJIbKMX HeJelb; Korga nosBUINCh Xaslobbl Ha TOWHO-
Ty, 6071 B KUBOTE, PBOTY, pe6eHOK Bbla rocnUTanu3npo-
BaH B [1eTCKyl0 MHOEKLMOHHYIO 60NbHULY, NPOBOAMNOCH
CUMNTOMATUYECKOE JfiedyeHUe 6e3 MNOMOXKUTENbHOM AWHa-
MWKW. N3-3a yXy[LIEHUA COCTOSHUS (HapacTaHUe OAbILWKH,
OTEKM KOHeyHocTen, nuua) pebeHoK nepeseaeH B AKKB.
O6BbEKTUBHO: COCTOSIHUE TAXeNnoe (oAbllKa, aauHamus).
BnegHoCTb KOXK, YMepeHHO Blia)kHasd. Ha KOHe4YyHOoCTAX,
fiMLle MaccuBHble OTeKU. TOHbI cepAua npurayweHsl. YCC
140/muH. TenatocnneHomeranusa. JlabopaTopHble Uccne-
[OBaHUA: aHeMus JIerKon cTeneHu, TPOMOOLMTONEHUS,

NnoBbllIEHWE TpaHCaMuHa3 MNeyvyeHn, KpeaTUHPOCHOKUHa-
3bl, NONIOXUTENbHbIE aHTUTeNa K MnoKapay. Ha KT purua-
HbIM CMHYCOBbIN pUTM ¢ HCC 144 /MunH. IXOKT: BbipaKeHHas
avnatauus OTAenoB cepjua, FMNOKMHE3NS NIEBOMO XKeny-
[o4Ka. PebeHKy ycTaHOBNEeH AuarHod: «JunatauuoHHas
KapavomuonaTusi, XpoHMYecKass cepaeyvyHass HejocTaTou-
HOoCTb, 2B ctaams, K 3». PebeHOK nonyvyan MOYEroH-
Hble npenapaTbl, cepAeyHble [NUKO3WUAbl, UHTMOUTOPSI
aHrMoTeH3WHNpeBpalwawero pepmeHta. HecmoTtps Ha
NPOBOAMMYIO Tepanuto, COCTOsTHUE peGeHKa yXyaWwanoch:
HapacTaHue cepaevyHOn W AblxaTeNbHOW HeA0CTaTOYHO-
CTW, NMPOrpeccupylollee HapylleHWe TeMOANHAMMUKK, acu-
ctonusa. lMpoBoaunacb cepiedvHo-nerovyHas peaHumauums
6e3 addeKTa, KoOHCTaTupoBaHa 6uonornyeckas cmepTb
pebeHKa.

06cyxpaeHue. [porpeccupyiouiee TedeHne IKMI 3a4a-
CTYIO MOXET NPUBOAMUTL K NeTasibHOMY UCXOly, HECMOTPS Ha
BEPHO NPoBOAUMble NevyebHble MePONPUATHS.

3aknw4veHue. [1porHo3 npm gaHHOM natonoruu Hebna-
ronpuaTHbIK: 0T 15 0o 50% 60nbHbIX NOrMbaloT B TeyeHue 5
NIeT Nocne yCTaHOBEHMS AMarHosa.
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M.M. Kyp6aHoBa
Hay4Hbi pykoBoauTenb — accucteHT C.1. MenbHuK

CeBepo-3anaaHbiv rocyAapCTBEHHbIM MeANLMHCKMUIA YHUBepcuTeT umeHn N.U. MedyHukoBa, CaHKT-leTepbypr,

Poccuickaa denepauns

NMo3aHuK cny4yan AUAarHOCTUKU NepBUYHOIo
ummyHoaeduuuta (cuHapom Au Axoparu)

AKTyanbHoCTb. CuHapom [u [Kopaxku npeactaBis-
eT cobon BpoxaeHHoe 3aboneBaHWe UMMYHHOW CUCTEMBbI,
npW KOTOPOM Ha AJIMHHOM nneye 22-i XpPOMOCOMbl MPonc-
XOOUT Oeneunsi, pe3ynbTaToM KOTOpow sBAstoTCs AedekT
T-KNeTo4yHoro 3BeHa MMMYHHON CUCTEMbI, TUMO- UKW anna-
31 TUMYyCa, rMnonapaTtMpeos, BPOXKAEHHbIE MOPOKKU pas-
BUTUS.

OnucaHue KNIMHU4YecKoro cay4as. lNauneHT B., 3 roaa.
Hanobbl Ha 4YacTble NPOCTyAHble 3aboneBaHus. AHaMHes:
[IOHOLIEHHbIW, MONHOBECHbLIN. B 8 mMec — cTauMoHapHoe
fneyeHue, BbinucaH ¢ anarHosom «OcCTpblid GPOHXMONHT,
[blXxaTeflbHas HeaoCTaTo4HOCTb 1-M cTeneHn. PebpunbHble
cyaoporu. Atonnyeckuit gepmatut. C 2 neT *}n3HuM noBTop-
Hble 3NM304bl O6CTPYKTMBHbIX GPOHXMTOB C MpPU3HAKaMu
[NblXxaTenbHOW HeaocTaTovHOCTM 1-11 cteneHn. O6beKTUBHO:
HU3KOMOCAXKEHHbIE YLK, HEMonHas CUHAAKTUAMA 2—-3-T0
nanbLEB CTOMN, caHaaneBuaHas wenb. Npu 6ecnokoncTee —
cumnTom Tpycco. ToHbl cepaua 3BYy4YHblE, PUTMUYHbIE, CUCTO-
JIMYECKMI WIYM Haj Me4vyeBUAHbIM OTPOCTKOM M B TOYKe

E.H. NMetyxoBa

BoTkMHa—3p6a. HCC 106/MuH. [bixaHne }KecTKoe, Bblaox
YAJMHEH, eAMHUYHbIE MEeSTKONY3blpyaTble XpuMbl ¢ 06eunx CTo-
poH. MepKyTOpPHO Hag NerkMmu Kopob6o4HbIN 3BYK. YacToTa
[OblXaTeNbHbIX ABUXEHUN 26/MuH. [MpoBeaeHo obcnenosa-
HUE: B aHaN13e KPOBU NENKOUUTbI 8 X 109/11, NMMOOLMUTHI
1,520 x 109/n, runokanbumvemusa (Ca WMOHW3MPOBAHHBIN
1,13-0,92 mmonb/n), napatropmoH 0,8 nmonb/n (1,6—6,9).
IgA, M n G B npegenax Hopmbl. IgE 1125 ME/ mn (Hopma
10 45); 9KIN' — puTtm cuHycosbin, HCC 105/MuH. OanHOYHbIE
npeacepaHble 3kcTpacuctonbl. IXxoKl: agononHuTeENbHbIE
Xopbl B MOMOCTM NIEBOr0 *enyaoyka. CTBOPKM MUTpasb-
HOro KnanaHa TOHKME, nepefHss yalMHeHa, MWHUManb-
Has npuKkianaHHasa peryprutauma. KT opraHoB rpyaHowm
KNEeTKKW: runonnasusa TuMyca, NpaBopacrnonoxeHHas aopTa.
Mo pe3ynbTatamM reHeTM4eCcKOro uccnefoBaHWs BbiiBEHaA
neneums 22q11.2.

3aknoyeHune. KanmHuyeckun nonnumopdmam U OoTcyT-
CTBME YETKUX ANArHOCTUYECKMX MapKePOB HEPEOKO MPUBO-
[OWT K MO34HEen aMarHocTUKe AaHHOro 3aboneBaHus.

Hay4Hbll pykoBoauTENb — K.M.H., goueHT E.A. CamopoaHoBa
KasaHCKui rocygapCTBEHHbIM MeAULIMHCKMIM yHUBepcuTeT, KasaHb, Poccuinckan Pegepauus

MunonaHaa acTpouUTOMa IeBOro 3pUTeNIbHOro
TpaKTa U NOAKOPKOBbLIX Y3/I0B Y pe6eHKa paHHero

BOo3pacTa

AKTyanbHoOCTb. [lMnongHas actpouuMTomMa — rAuvaib-
Has OMyXxoflb HM3KOM cTeneHu 3nokadectBeHHocTn (WHO
grade |), KoTopas Yalie BCTpeyaeTcs y NauneHToB LETCKOro
Bo3pacTa.

OnucaHue KnuHu4YecKoro cayyas. bonbHasa K., 3 roga
5 mec. B BozpacTe 9 mec NoSABUAUCH Kanobbl Ha 3aAepPKKY
GU3MYecKoro pasBuUTUSA: Ha HOMM He onupaeTcs, He Mnon-
3aeT, He cagutcs. B 10 mec poautenu 3ametunn cnabocTb
B NpaBbiXx KOHeYyHOoCTsX. Habnioganacb y HeBposiora no
MEeCTY UTenbCTBa C AunarHo3om «[lepuHaTanbHas narto-
norna UHC B ¢dopme cuHapoma aAnddy3HOM Mblley-
HOW TMNOTOHUM». TlO0 Aa@HHLIM HEWPOCOHOrpaduun, PeHT-
reHOBCKOW KoMMbloTepHon Tomorpacdum (16.06.2017)
n MPT (19.06.2017) — o6bemHOe o6pa3oBaHWe Moj-
KOPKOBbIX Y3/10B U 3pUTENbHOrO TpaKTa cnesa. 17.08.2017
B HauuoHanbHOM MeEAMLMHCKOM WCCNefoBaTebCKOM
LeHTpe Hewnpoxumpyprum mmeHn H.H. bypaeHko npoBeje-
Ha onepauus No yaaneHuto KPYyrnHOW OMyxonu NeBOoro 3pu-
TENbHOrO TpaKTa M MOAKOPKOBLIX Y310B C MHTpaonepa-
LMOHHOM Y3-HaBurauuen. Mctonornyeckoe 3akto4yeHue:

«Actpouutoma nunougHasa (WHO Gr I)». Mo gaHHbiM MPT
ronoBHoro mosra ot 23.08.2017: ¢ neBOW CTOPOHbI B 061a-
CTM HOXKM MO3ra, rMnnokaMna 1 noaKOpPKOBbIX f4ep onpe-
nenaiTca HebonblwKne dparMeHTbl OCTAaTOYHOM OMyXOosu.
Mpn MPT ronosHoro mosra ot 20.01.2018 n 04.04.2018
oTMeyvaeTcs oTpuuaTenbHas AMHaAMUKa B BUAE YBENUYEHUS
pa3mepoB OCTAaTO4YHOM OMNyXO/M 3PUTENbHOrO TpaKkTa. Ha
OCHOBa@HWW TUCTONIOMMYECKOr0 AMarHo3a, KAWHWKO-aHaM-
HECTUYECKUX [aHHbIX, y4eTa Bo3pacTa NnauueHTta, a TaKkxKe
yBE/IMYEHNST OCTATOYHOM ONyxonu, oHKonorom HMMWL, Hen-
poxupyprum mmenn H.H. BypaeHKo peKoMeHAoBaHO Mnpo-
BefleHne 4 Kypcos nonuxmmuotepanuu (MXT) no npoTokony
SIOP-2004/LGG. Crapt neveHns — 15.05.2018, 3aBeplue-
HMe — 21.05.2019. Mo nocneaHnm aaHHbiM MPT, Ha doHe
MXT oTMeyaeTcs yYMEHblLIEHWE HAKOMIEHWUS KOHTPACTHOro
BellecTBa. Ha gaHHbIM MOMEHT pebeHOK BMAMT, neneyer,
CUaWT, NON3aeT, XOAUT BAOMb Onopbl. Haxoantcs nog AvHa-
MUYECKUM HabnoaeHNEM.

3aknioueHue. [laHHblM cydan oTparkaeT TPYAHOCTb Ana-
FHOCTUKMW U NeYeHns y aeten onyxosieBbix 3a60neBaHun.



10.H. OpnoBa, A.M. Anb-MawBanu, A.A. CanmvaH

Hay4yHbi pykoBoauTenb — K.M.H., goueHT E.C. CamolKnHa
MopAaoBCKuKI rocyaapCTBEHHbIM YHMBepcuTeT nmenun H.I. OrapeBa, CapaHcK, Poccuiickasa ®egepaums

NManunnapHbIK paK WUMTOBUAHOM Xenes3bl

y AeBO4YKHM 15 net

AKTyanbHocTb. B nocnefjHee BpeMs oTMe4aeTcs pocT
3a601€BaeEMOCTM PaKOM LWUTOBUAHOW Xenesbl y [eTew.
CBoeBpeMeHHas AMarHoCTUKa onpeaenseTt nporHo3 3abo-
neBaHus.

OnucaHue KAMHUYeECKoro cny4yas. bonbHaa M.X.
BrnepBble 06paTmuaachb K A€TCKOMY XMPYpPry B CBA3M C NOSAB-
neHnem ob6pal3oBaHWs Ha nepeaHer MOBEPXHOCTU LIEU
B Bo3pacTe 13 net. BbisBNeHO naoTHO3MacTMYHOE 6e3-
6onesHeHHoe ob6pal3oBaHne 2,5 cM B AvMameTpe, NUM-
doy3nbl He yBenuyeHbl. Mpn Y3U ob6bem WMTOBUAHON
enesbl YBE/IMYEH, B NpaBOn fone y3en C HEYHETKUMU KOH-
TypaMu, U303XOTrEHHbIN, OAHOPOAHbLIN, 2,5 X 1,3 X 3,2 cM,
BaCKynapu3oBaHHbIi. [lpoBeaeHa TOHKOUroJibHas acnu-
paunoHHas 6uoncus: aTUNUYHbIX KNETOK He 06Hapy»KeHo.
Ha6nioganacb AE€TCKMM 3HAOKPUHOOIOM B TeyeHue 2
NIET: KJMHUYECKM U NabopaTopHO 3yTUPEOUAHOE COCTO-
fHWe, OTCYTCTBME aHTUTUPEOWAHbIX aHTUTEN, YPOBEHb
KallbUMTOHMHA B Hopme. [lony4ana Tepanuio npenapa-
Tamu Kanusa noampa B Ao3e 100 MKr/cyT. lNpu MOHUTO-
puHre Y3 pasmep WUTOBUAHOM Xenesdbl COKpaTuacsa Ao

M.B. Many4apsH, 0.0. AnaBeppasiH, A.P. KogxaeBa

HOPMbI, pa3Mep y3/10BOro o6pasoBaHUs yBeNUYMACS A0
3,5 x 1,88 x 1,5 cm; pocT cocyaoB BHYTpu o6pa3oBaHug,
CTPYKTypa 06pa3oBaHWs — HEOAHOPOAHAs C y4YacTKamu
MOBbIWEHHON W MOHMXEHHOW 3XoreHHocTu. lpoBeaeHa
NOBTOPHasA TOHKOWIOIbHAsA acnupaLuoHHaa GUONCUS: AaH-
HbIX 33 3/10KA4YeCTBEHHbIA MPOLLEeCcC HEeT, OAHAKO B CBA3MU
C KOCMETUYECKMUM 1ePEKTOM peLleHo NPOBECTM UCcceYeHne
y3na. Bo Bpems onepauuyM nNpoBeAeHO WHTpaonepauu-
OHHOE TUCTONIOrMYecKoe uccrefoBaHWe: NoJo3peHue Ha
nanunaapHbiA pak; nNnpu peBu3un NeBOW [0SM BbISIBEH
He AuarHoctupoBaHHbiM no Y3W ysen guametpom 0,8
cM; numdaTtmyecknme yanbl 6e3 naTonoruu, nposeneHa
ToTanbHasa TUPEOWUAIKTOMUSA. oNy4eHO nocTonepaumoH-
Hoe 3aKJitoyeHne: <Henb3st UCKNUYUTb NanUINAPHbIA paK».
B HacTosllee BpeMs nosyvyaeT 3aMecTUTENbHYIO Tepanuio
NIeBOTMPOKCUHOM B CYNpecCUMBHOW J03MpoBKe. PeunavBa
B Te4eHUe 2 NeT HeT.

3aknwyveHue. [IJnarHocTMKa paKka WMTOBUAHOM XKenesbl
y AeTen aBNseTcs CNOXHOM 3ajayen, Tpebylolen MHANBUAY-
anuM3npoBaHHOro noaxoaa.

Hay4yHbiv pyKoBoauTenb — A.M.H., npodeccop T.B. Typtu
POCCUNCKMI HaUMOHaNbHbIM UCCNefoBaTelbCKUM MeaANLMHCKMI yHuBepcuTeT nmenn H.U. Muporosa,

MockBa, Poccuiickas ®egepauus

[eTcKas ropofckas KimHuyeckas 6onbHmua N2 9 nmenu ILH. CnepaHcKoro,

MockBa, Poccuiickas ®egepauus

Cny4yan no3gHero HeoHataJIbHOro cericuca c oyaramu
OCTPOro remaToreHHoOro ocreomMmuvenura

AKTya/lbHOCTb. 3abofieBaemMoCTb CENncucom —
2-10/1000 »MBOPOXAEHHbIX AeTen. [laHHbIW KIMHUYECKUI
cnyyai AeMOHCTPUpPYeT 0COGEHHOCTU PEeaKTUBHOCTU opra-
HM3Ma pebeHKa, TPYAHOCTU NevyebHO-AMarHOCTUHECKOro
npotecca.

OnucaHue KAUHUYECKOoro cny4as. Manbuunk, 37 Hepn
rectaumu, M3 ABOWMHK, Macca Tena 3330 r, gnvHa 51 cwm,
APGAR 8/9 6annoB. BckapmnuBanue rpyaHoe. CoctosiHune
pPe3Ko yXyalunnocb Ha 9-e CyT XW3HW. pu nocTynneHuu
COCTOSIHUE OYEeHb TSXKeNnoe: CO3HaHWe YrHeTeHo, runep-
TEPMUS, OfbllIKA, CPbITMBAHWUA C KENYblo, BblpaXKEHHbIN
601eBOM CUHAPOM, OrpaHUYeHUE ABUKEHUIN B KOHEYHOCTSIX.
Koxka 6neaHas ¢ cepbiM OTTEHKOM. JlTaGopaTopHble AaHHbIE:
aHemus (Hb 75,9 r/n), neiikountos o 35,9 x 109/n, Heit-
TPODUNbHBIF CABUI BAEBO, TPOMGOLMTHI 991 X 109/n, CPB
232,8 Mr/n, NpoKanbUUTOHUH 12,8 HI/MN. UMMyHOrpamma:
IgA0,13r1/n,1gM 0,55 1/n,18G 9,31 r/n, TREC 2,47 X 10* KREC
8,1 x 103. MoceB KPOBM: POCT S. aures. PeHTreHorpadus:
BbISIB/IEHbl MPU3HAKM HEKPOTU3IMPYIOLLEro 3HTEPOKONUTA;

KapTMHa OCTeOMMEeNUTa MPOKCUMalbHbIX MeTadu30B Mnse-
4YeBbIX U 6eApPEHHbIX KOCTEN, AMCTaNbHOro Metadusa npa-
BOM 6eJpeHHON KOCTH, MPOKCUManbHOro Metadunsa npaBon
60nblE6EPLIOBOM KOCTH.

06cyxaeHue. LleHHOCTb JaHHOro KJIMHWYECKOro cny-
Yyasi HOBOPOXAEHHOrO C HEYTOYHEHHOW WMMMYHHOW Hepao-
CTaToOYHOCTbIO, NEPBUYHLIM 04aroM UHOEKLUU B KULLEYHUKE
C nocneaylouwen remaToreHHoM TpaHcnoKauunen S. aures —
B CBOEBPEMEHHO YCTAaHOBJEHHOM JAuarHo3e Mno34HEero
cencuca C BbIBEHMEM BCEX MeTacTaTUYEeCKUX o4aros
MHOEKLUMKN. ITO MO3BONUIO BbipaboTaTb TAKTUKY Jle4eHuUs:
napeHTepanbHoOe MWTaHWe, aHTMGaKTePHUaabHY, UMMYHO-
KOPPUIMpYHOLLYO Tepanus.

3aknw4veHue. [laHHasg TaKTUKa fNeYeHuss rnomorna
[10CTMYb BbI3[IOPOB/IEHNS: COCTOSSHUE HOPMAaM30BasoCh,
NONOXWUTENbHAs AMHAMUKa MaccCbl Tena, KynupoBaH 6one-
BOW CMHAPOM, yBENMYEH 0OBEM ABUMEHUN B KOHEYHOCTSX;
HOpMann3oBaHbl MapKepbl BocnaneHus. B Bo3pacTte 2 mec
pe6EeHOK BbiMWCaH B Y0BIETBOPUTEILHOM COCTOSIHUM.
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A.l. NonoBa, E.M. A6pamsH, H.B. Mauynbckas, A.ll. Pa6oBa

Hay4Hbl pykoBOAUTENIb — K.M.H., AoueHT JI.E. llapuHa

PoccuicKknin HaunoHanbHbIM UcciefoBaTe/IbCKUN MEANLMHCKUIA yHUBepcUTeT nmeHn H.N. TMnporoea,
MockBa, Poccuiickas Pegepaums

CoyeTaHue remMorsiooMHonaTum m 601e3Hu MOUAMONUSA

AKTyanbHoCTb. bonesHb monsamons — penkoe, men-
JIEHHO nporpeccupylowee 3aboneBaHue, nNpuBoAasLLEe
K IBYCTOPOHHEN OKKJIIO3UM BHYTPUYEPENHbIX COCYA0B C pas-
BMTMEM CETU Konnatepanen n HapyleHUto MO3roBoro Kpo-
BoOOpalleHus. B nutepaType onucaHbl cnyvyau CUHApPOMaA
MOSI-MOS1 Y NaLMEHTOB C reMorfiobuHonNaTUsaMu, 4To Tpebyet
HaCTOPOXEHHOCTU B OTHOLLIEHUM HEBPOIOTMYECKUX MPOSB-
NIeHUN y IeTen ¢ TanacceMmnen.

OnucaHue KAUHMYECKOoro caydas. [leBoyka, 14 ner,
HabnogaeTcs ¢ AMarHo3om B-tanaccemusi B TedyeHue 13
net. 05.10.2018 rocnutanusanpoBaHa B MOpPO30BCKYtO
[IETCKYIO FTOPOACKYIO KJIMHUYECKYID OGONbHULY C FemMou-
TUYECKUM KPU30M, KJIOHUSAMWU TPaBbiX KOHEYHOCTEMN
M NepuopanbHOW MyCKynaTypbl, HapylieHnem peyu. MNocne
TpaHchy3nn 3pUTPOLMTApPHOM B3BECU COCTOSHME Yyu-
WwMnocb. M3 aHamHe3a M3BECTHO, YTO MepBOE NapoOKCU3-
ManbHoe cocTosiHMe B 2011 r. Ha MPT ronoBHoro mosra
2014 r. — MHOXECTBEHHbIE KUCTO3Hble TpaHchopMaLum
MIEMWYECKOrO XapaKTepa, MNposBASiOWMECS MOCTONAH-
HbIMW TONOBHbIMM Gonamu. B 2017 r. BepuduumnpoBaH

3.J1. PawuTtoBa, A.B. KapamaHsH, A.U. KniowKnHa

onarHo3 «bonesHb MonamoMs» y ABotopoaHoOro 6para.
Ha anekTposHuedanorpamme ot 11.10.2018 anunentu-
GOPMHON aKTUBHOCTU HET, MapOKCM3MalibHble COCTOSHUSA
pacLeHeHbl Kak JobpoKavyecTBeHHble. [10 AaHHbIM TpaHCc-
KpaHuanbHoM ponnaeporpadmn — cocyauctoe obpaso-
BaHWe ¢ TypbyneHTHbIM KpoBOTOKOM. Ha MPT ronosHoro
MO3ra — 30Hbl KUCTO3HO-T/IMO3HbIX UIBMEHEHUI, CETb MHO-
¥EeCTBEeHHbIX Konnatepanen. KT-aHrnorpadus: cyxKeHue
BHYTPEHHUX COHHbIX apTEPUI, TMNONIa3ns OCHOBHbIX apTe-
pui BunnnameBa Kpyra, MHOXECTBEHHbIE MATON0OMMYECKH
M3BWUTbIE Konnatepanu. [JMarHoCTMpPOBaH CUHAPOM MOSi-
Mosl. B Te4yeHue roga nauMeHTKe BbliMONHEHa AByxaTanHas
XMpypruyecKas KoppeKkuus.

3akKnwuyeHue. Heobxoanmo wuccrnegoBaHue COCyaoB
rO/I0OBHOMO MO3ra Yy MauMeHTOB C remMorno6uHonatusimMu
npu NOSIBIEHUMN NEPBbIX HEBPOJIOTMYECKUX CUMMITOMOB MK
B Ka4yeCTBe CKPUHUHIa ANs NOATBEPKAEHUS CUHAPOMA MOSI-
MOSl, MPOBEAEHUSA XMPYPTrMYECKOM KOPPEKLMM W NpepoT-
BpalleHUs UweMnyeckon aHuedanonatmm, popmMmmpoBaHue
KoTopou onpeaensiet AasibHENLWUIM MPOTrHO3 XU3HU.

Hay4Hbl pykoBoAUTENIb — K.M.H., goueHT A.M. 3akupoBa
KasaHCcKui rocyagapcTBEHHbIN MeAMLIMHCKUIA yHUBepcKTeT, KasaHb, Poccuiickas ®enepauus

KnuHunyeckumn cnyvyam cuHapoma MapdaHa

AKTyanbHocTb. CuHapom MapdaHa BcTpeyaeTcs
B nonynsaumu ¢ Yactoton 1:10 000-20 000, o6ycnosineH
M3MeHeHWeM reHa Ha 15-n xpomocome, TN nepegayn —
ayTOCOMHO-AOMMHAHTHbIM, CEMEWHbIE Cay4Yan COCTaBAAIOT
1o 75%.

OnucaHue KAUHUUYecKoro ciaydas. B ceHTa6pe 2019 .
B IETCKUIN CTauMoHap NocTynun pebeHoK B Bo3pacTte 17 neT
¢ AMarHo3om «CMHApPoOM BeretaTMBHOM AMCHYHKLMK, BaroTo-
HUS Nepuofa nybepTaTa, CPpeHEeTsSKeNnoe TeYeHune, yaanHe-
Hue QT-uHTepBana, CMHKoONanNbHas HacneacTBeHHasa Gpopma.
CuHapom MapdaHa. YMepeHHaa aopTalibHas HeaocTaTou-
HOCTb, MpPOJianc MUTPaNbHOIO KaanaHa, TPUKycnuaaibHas
HeAOoCTaTOYHOCTb, pacliMpeHne aopTbl Ha YPOBHE CUHYCOB
BanbcanbBbl, 610Kaga nepegHer BETBMU IEBOM HOXKM MyyKa
[Mca, yrporkaemas no NnapoKCcn3mManbHOM Taxmukapamm, GyHK-
LMOHanbHbI Knacc |-I1l, HegocTaTo4HOCTb KPOBOOGPALLEHUSA
| cTeneHun. BpoxaeHHasa KaTapaKTa, CybtoKcaLms XpycTanu-
KOB. JIEBOCTOPOHHUI CKOMMO3 FPyAHOro OoTAeNa NO3BOHOY-
HWKA. PaHHUI LWEWHbIK OCTEOXOHAPO3. XPOHUYECKUN TOH-

3.J1. PawmTtoBa, A.B. KapamaHsiH, A.U. KnowkuHa

3UINIUT, KOMMEHCUpoBaHHaa dopmar. CeMenHbli aHaMHes:
MamMa ¥ asas cTpaganu cuHapomom MapdaHa 1M ymepnu
B Bo3pacTe 21 1 23 neT cooTBETCTBEHHO. Hanobbl Ha 0AHO-
KpaTHbIH O6MOPOK, FONOBHYIO 60/b, MOSBAEHUE OAbILKK
M yyalleHue cepauebueHus npu manenwen GuanyecKon
Harpyske. PebeHOK HeoAgHOKpaTHO Haxoauics B CTalMo-
Hapax C nNpoBeAeHWeM MOMHOro KAWHWKO-N1abopaTopHOro
ob6cnepoBaHua. TecT 3andcTba nonoxurteneH. O6beKTUBHO:
OJIMHA HUWXKHEro cerMeHTa Tena 6onblue, 4em 1/2 pocTa,
ArouLbl YNAOLWEHbI, r1a3a nocaxeHbl 6113Ko, Nog60pOoA0K
OCTPbIN, YLK 60MblUME, apaxHOAAKTUAMUS.

06cyxaeHue. [InarHoCTUHECKY0 3HaYMMOCTb 601e3Hb
npuo6peTaeT Npu U3yYeHUU CTENEHN UBMEHEHNS CEPAEYHO-
COCyaANCTOM cucTembl. [POrHO3 ANs XM3HU U BbI3AOPOBIE-
HUA He6NaronpUATHbIN 6€3 XMPYPTrUYECKON KOPPEKL UK.

3aknwyeHue. KnvHuyeckoe HabnwgeHuWe npeacras-
NSeT UHTEPEC, MOCKO/bKY B COBPEMEHHbIX YCNOBUSAX MpU
paHHEeN AMarHoCTUKe M aJeKBaTHOM Tepanuu MNPOAOKMU-
TENbHOCTb }W3HU MOXeT agocTuratb 70 nerT.

Hay4Hbl pykoBoAUTENb — K.M.H., goueHT A.M. 3akupoBa
KasaHCKuUi rocyagapcTBEHHbIN MeAMLIMHCKUIA yHUBepcHTeT, KasaHb, Poccuiickas ®enepauus

Cny4yai coyeTaHHbIX MHOXXEeCTBEeHHbIX

NOPOKOB pa3BUTUA

AKTyanbHOCTb. KNIMHUYECKUI MHTEpeC NpeacTaBasioT
MMEHHO COYEeTaHHble BPOXAEHHbIE MOPOKN PA3BUTHS, KOTO-
pble BCTpPeYalTcs C 4acToTom 6 Ha 7,9 MAH POXAEHHbIX
[eTen B mupe.

OnucaHMe KJIUHUYECKOro chay4yas. B ceHTa6pe
2019 r. B A€TCKMI CTauMoHap NocTynuna AeBoYKa B BO3-
pacte 10,5 mec ¢ AMarHo3oM «MHOMeCTBEHHbIE BPOXK-
[IeHHble MOPOKM pas3BUTUA. [unonnasua neBOW MOYKHK



C HapyweHueMm OQyHKUMU. HedpakTomMusa cnpaBa (My/b-
TUKMCTO3Hasa Aucnnasuvsa npaBon Mo4vyku). [dedeKTbl KOXMK
BOJIOCUCTOW 4YacTW TEMEHHOW M 3aTblIOYHOW 06nacTw.
OTKpPbITEIN @aopTanbHbIM NPOTOK. HeaocTtaToO4HOCTb KpO-
BoOOpaleHns | cteneHn. KpaHnocteHo3. [HeBMonaTus.
NeroyHasa runepteHsuns. AnddysHas MblleyHas runoTo-
HUSA. BbenKoBO-3HepreTMyecKas HeJoCTaTo4HOCTb. CTUIMbI
ancambpuoreHesa. AuadparmanbHasa rpoika. CMHAPOM
MUKpoacnupauumn». }anobbl Npu NOCTYNIEHUN HA CPbITU-
BaHWs, 6€CNOKONHBbIN COH, WYMHOE AblxaHue. Pe6eHOK oT
nepBon GepeMEHHOCTU, NMpoTeKaBluen Ha ¢poHe npuema
[enakuHa (anunencus), nepBbiXx poaoB B 37 Hed, maccown
2440 r. Pe6eHOK HEOJHOKPATHO HAaXoAMICA B CTalMoHapax

A.A. PomaHoB, A.A. JlanteBa, A.C. Po3oBa
Hay4yHbit pykoBoautenb — K.M.H. J1.A. Cy4ykoBa

C NPOBeAEeHUEM NONHOIo KNMHWKO-nabopatopHoro obene-
LOBaHus.

06cyaeHue. [lnarHocTnyeckas LEHHOCTb chyvas
3aK/lo4yeHa B HarMaAHOCTM COYeTaHUs NMOPOKOB CepAeYHO-
COCYAMUCTOM, NErO4YHOM U MOYEMNONIOBON CUCTEM Y pebeHKa,
poavBLIErocs OT Matepwu, CTpajatowen anunencruen u BCro
6epeMeHHOCTb NnosyyaBllen MPOTMBOCYAOPOXKHbIE Npena-
paTbl C BbIPaXEHHbIM TepPaTOreHHbIM AENCTBUEM.

3aknveHue. KnvHnyeckoe HabnoaeHne npeacraBnset
WMHTEPEC B CBA3M C TEM, YTO Pa3BUTUE YKa3aHHbIX BPOXKAEHHbIX
NOPOKOB MOTN0 BbITb CBSA3AHO CO C/IOKHOCTAMU BHYTPUYTPOOG-
HOM AMarHOCTUKM M MOCTOSIHHBIM MPUEMOM BO Bpemsi 6epe-
MEHHOCTH 60/1bLWON J03bl aHTUKOHBY/IbCAHTHOMO Npenaparta.

TBEepCKOWM rocyaapCTBEHHbIM MeAULMHCKMIA YHUBEPCUTET, Teepb, Poccuinckaa degepauns

KnuHM4YecKui cnyyam BpOXKAEHHOro ToKkconiasmosa

AKTyanbHOCTb. HacToTa BHYTPUYTPOOGHOIO0 MHPULMPO-
BaHuAa Toxoplasma gondii coctaBnseTr 10% Bcex 6epemeH-
HOCTEMN.

OnucaHue KAUWHMYECKoro cayyaa. bonbHoOM T,
2010 r.p., oT 2-i 6epemeHHOCTM ¢ nomollblo KO, BTOpPbIX
poaoB MNyTemM KecapeBa ceyeHuss Ha 32-u Hepn 6epemeH-
HocTu. Macca npu poxaeHun 2240 r, anvHa 40 cMm, OLeHKa
no wkane APGAR 4/8. CocTosiHWMe C pOXAEHUS TsXKenoe.
Peb6eHoK nepeBefeH B peaHMMaLMOHHOE OTAeNIeHne ¢ gua-
rHO30M «BHYTpMYTpOOHas MHOEKLNSA — BPOXKAEHHbIN TOK-
connaamos. PecnupaTopHbii AUCTPECC-CUHAPOM TAXKENOn
cteneHun. ’MnoKkcmyecku-remopparmyeckoe nopaxerue LHC
3-1 cT. HegoHoweHHOCTb 32 Hear. B otaeneHve natonoruum
HOBOPOMX/AEHHbIX MOATBEPMKAEH AMArHO3 CEPONOrMYECKUM
uccnegoBaHueM KpoBu Ha IgG 1 IgM. 3aboneBaHue pa3Bu-
J10Cb M3-3a ynoTpebneHns B NuLLy Msca, NpoLeLlero Hego-
CTaTOYHYIO TepMuyecKytlo o6paboTKy. B Bospacte 8 mec
rocnuTann3MpoBaH B HEBPONOrMYecKoe oTaesieHne ¢ gua-
rHo30M «[leTckui uepebpanbHbi napanuy. Cnactuyeckas
MWOK/IOHMYECKAa 3Nuiencus, TaKenoe TeyeHue, cTagus

A.T. PbikayeBcKas

AeKomneHcauuun. 3afeprKKa HEepBHO-MCUXMYECKOrO pas-
BUTUS». B 9 Mec xanobbl Ha BO306GHOBNEHWE MPUCTYNOB
cypopor. lpoBeaeHa ntombanbHasa NyHKLUKUS, nocne npoue-
aypbl ynyduweHune coctosHua. B 2 roga B A6 N2 1 r. CaHKT-
MNeTepbypra noctaBfieH anarHos: «[porpeccupytowas coob-
watowaacsa rugpouedanus». lNposeaeHa onepauns. MPT
rofioBHoro mo3ara (2013): KUCTbl B NpaBOW TEMEHHOW [one.
CmMelaHHasa rugpouedanusa. B 2018 r. npoBeaeHa onepa-
uMs no gnMarHosdy «BbiBUX Ta306e4peHHOro cyctaBa Bclea-
CTBME CNacTUYECKOro TeTpanapesan.

06cyxaeHue. TokconnasMmeHHas MHPEKLUS pa3Bunach
BCneAcTBUE ynoTpebeHns BO Bpems 6epeMeHHOCTH UHOU-
LLMPOBAHHOMO Msica, YTO MPMUBENO K PA3BUTUIO HAPYLUEHWI:
[eTCKOMy uepebpanbHOMY napanuyy, YMEPEHHOW CMeLlaH-
HOW ruapouedanuun, cnacTM4ecKomMy TeTpanapesy, Kuctam
rO/I0OBHOMO MO3ra, BblIBUXY Ta306e4peHHOro cycTaBa.

3aKknwuyeHue. [1ng npeaynpexaeHus Takux MCXOA0B
HeobxoAMMO cTporoe cobngeHne cTtaHgapta ob6cneno-
BaHUsA Bcex 6epeMeHHbix Ha TORCH-nHbeKumn, a TaKxke
ynoTpe6seHne B nuily TepMUyeckn o6paboTaHHOro Msca.

Hay4HbIl pykoBoauTenb — A.M.H., npodeccop A.A. Ky3HeLoBa
CaHKT-leTepbyprckui rocygapCcTBEHHbIN NeguaTpuyeckun MeanumMHCKUM yHnepcuteT, CaHKT-eTepbypr,

Poccunckaa denepauus

CuHapom akTuBupoBaHHOi PocHoUHO3UTUA 3-KUHA3DI:

K/IMHUYECKUM cllyYan

AKTyanbHocTb. CUHAPOM aKTMBMPOBaHHON GoCcdOMHO-
3utna 3-knHasbl & (Activated phosphoinositide 3-kinase &
Syndrome, APDS) oTHOCKTCA K rpynne nepBuYHbIX UMMYHO-
nednunToB ¢ UMMYHHON Aucperynsauunen. APDS obycnosneH
aKTUBUpYIOLWEN MyTaLuMen B reHax, Koaupylowmnx cyobean-
HuLbl docdounHo3unTua 3-knHaszbl 6 (PI3KS). Kak cneactaue,
HabnofaeTcs YypeamepHas aktuBaums PI3KS-curHanbHoro
nyTv, HapyweHue byHKUMKM T-KNETOK W rymopanbHOro
MMMYHHOIO OTBETA.

OnucaHue KnuHU4YecKoro cny4vas. [leBoyka, 5 ner,
poaunacb B cpoK ¢ maccor 3500 r. CemMenHbIM aHaMHe3 He
oTarouleH. B Bodpacte 3 mec nepeHecna bLXuT, nonyyunna
xumuotepanuio. C 7 mec — peuuanBupytowne 6poHXUTHI,
3aTAXHble MHEBMOHWU, C 2 JIET — KOHTarMo3HbIM MOJUTIOCK,
reHepanndoBaHHaa numdageHonaTus U CrnaeHomeranus,
B 4 rofa — THOWHbIK CUHycUT. JlabopaTopHble AaHHbIE:

neiikoneHus 2,9 x 109/n, TpomGouuToneHns 109 x 109/n,
IgG 8,5 (7,01-11,57) r/n, IgM 1,55 (0,38-0,74) r/n, CD3+
0,6 x 109/n (1,8-3,0), CD19+ 0,058 x 109/n (0,35-1,43).

[JaHHble KOMMNblOTEPHOW TOMOrpaduu: GuOPO3HbLIE
n3ameHeHus B S9—-10 neBOro Nerkoro, BHyTPUIrpyaHas M-
dageHonartus, crnneHomeranusa. VICKa4YeH muenoaucnnia-
CTUYECKUM CUHAPOM.

0O6ceyxaeHue. B xoge auddepeHumanbHOW AnMarHocTu-
KW paccmaTpuBanucb AePeKTbl ryMmopanbHOro, KNeTo4HOro
N darounTapHoOro 3BeHbEB MMMYHUTETA. AHANN3 KJIMHUKO-
nabopaTopHbIX AaHHbIX He M03BOWA BepuduLMpoBaTh ana-
rHO3, B CBA3M C YeM MPOBEeAEeHO CEKBEHWPOBaHWE HOBOMo
NOKOMEHNA — MMMYHONOIMYEeCcKaa naHesb: BbiBNEH pea-
KWW reTepo3unroTHbi BapuaHT PIK3CD.

3aknw4yeHue. lMauMeHTKe npoBoauiacb 3amMecTu-
TeNbHas Tepanus BHYTPUBEHHBIMU UMMYHOTN0BYIMHAMM.
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YyuTbiBasg BeAylWMA Npu gaHHOM 3aboneBaHnn nnumdo-
nponMdepaTuBHbIK CUHAPOM, Oblla NMOKalaHa UMMY-
HOcynpeccuBHasl Tepanusa: CUPOMMYC, PUTYKcumaob.

B nuTepaTtype o6cyxgaloTcd Tepanus UHrMbuTopamu
PI3KS, TpaHcnnaHTauus remMornosTUYEeCKUX CTBONOBLIX
KNETOK.

B.0. PycckuH, A.M. 3a6aBuHa, C.B. OmenbyeHKo, A.M. TypuuHew,
Hay4Hbi pykoBoauTenb — A.M.H., npodeccop A.A. XonuH
PoccuincKkmii HauMoHanbHbIM UCCcnefoBaTebCKUM MeanLMHCKUIA yHuBepcuTeT uMenn H.M. Mnporosa,

MockBa, Poccuitckas Pegepaumsa

KAuHUn4YeCcKUn cnyyam HeMpoHaNbHOIro LLepouaHoro
nunodycuuHo3a y NaLMeHTa C reTepo3UroTHom
myTauueun B reHe MFSD8/CLN7

AKTyanbHOCTb. HeipoHanbHble LepouaHble nunodyc-
umMHo3bl (HUJT) — reTeporeHHas rpynna opdaHHbiX 3a60-
NeBaHWK, B naToreHe3e KOTOPbIX MNaBHYO Pofb Urpaet
HakonnexHve nunodycumnHa B TKaHAX opraHuama, npeumy-
WeCTBEHHO B HEPBHOM TKaHW. 3aboneBaemMoCTb N0 BCEMY
mupy coctaBnsaeT ot 0,001 go 0,01%eo. Mpn HU3KOM YPOBHE
3abonesaemoctv HLJT — o0gHO M3 caMbIx pacnpoCcTpaHeH-
HbIX HeWpoaereHepaTUBHbIX 3abosieBaHun y geten. HUJ
nposiBnsieTca dapmMakope3nCTEHTHbIMU MUOKIIOHYC-3MuU-
Nencusamun, runepKkMHesamu, NMpPaMmnaHbIMK HapyLWeHUIMM,
perpeccom NCUXOMOTOPHOIO Pa3BUTHUS.

OnucaHue KJAUMHUYECKOro cnyyasa. [launeHTt Bb.
NOBTOPHO MNOCTYNW/ B POCCHUICKYIO AETCKYI0 KUHU4e-
cKyto 6onbHuuy (POKB; MockBa) ¢ Xanobamu Ha exe-
[LHEBHblE 3NUAENTUYECKUE MNPUCTYNbI, YyTPaTy MOTOPHbIX
HaBblKOB. [lepuHaTanbHbll aHaMHe3 OTATOLWEH: BHYTPUYT-
pobHas unHdeKuns, deTonnaleHTapHas HeAOCTaTOYHOCTb.
MoTopHOe pa3BuTME MO BO3PaCTy, 3adeprKa pevyeBoro
pa3BUTUA. INMNenTUYECKUM NPUCTYN BNepBble pas3BuiCcA
y nauueHTa B Bo3pacTe 2 NiIeT 2 Mec, UMeS XapaKTep aTOHU-

E.A. Camo#ieHKo

yecKoro abcaHca. [locne aToro ann3oga cranam oTmevaTtbes
afBEPCUBHbIE MPUCTYMbI, HAPYLIEHUS [NOTAHWUS, C/IOHOTE-
yeHune. Havata 6a3uncHas Tepanus aHTUINUNENTUHECKUMMU
npenapaTtamu (Banbnpoartsl), Ha ee GOHe MNPUCTYMbI yHacTu-
nmcb. B nioHe 2016 1. y naumMeHTa pa3BepHy/csa reHepanu-
30BaHHbIA TOHWKO-KJIOHWYECKMIA NPUCTYMN, NOC/E KOTOPOro
NPOM30LWLAN MONHbIA PEerpecc pevyeBoro pasBuTus, rpyboe
HapyLleHne MoTopunkn. MPT He BbiiBUNa CTPYKTYPHbIX U3Me-
HEeHWN, 0gHaKo Ha MP-CNeKTPOCKOMMM OOHapPYKEHO HaKo-
nieHne nakrata B o6nactu 6asafbHblX FaHrMeB C ABYX
CTOPOH, PEKOMEHA0BaHO reHeTuyeckoe ob6cnefoBaHuKe.
B PAKE npoBefeH MMKPOMATPUUHbIM @aHanmM3 XpOMOCOM —
46, XY (Hopma); aHann3 MaHenuM reHoB «Hac/leACTBEHHble
anuaencum» — BblSIB/IeHa HOBasi reTepo3nroTHas MyTauns
reHa MFSD8. lNpoBegeHHOE NOHOIK30MHOE CEKBEHUPOBA-
HWE 0GHAaPYXNI0 MUKPOAENELIMIO B aNNefIbHOM reHe.

3aknyeHue. Hactoswmm cnyyan 4EMOHCTPUPYET BaXK-
HYIO PO/lb COBPEMEHHbIX FTEHETUYECKMX METO/IOB B YCTAHOB-
JIEHWUW 3TUOJIONMU FTEHETUYECKMNX 3a60N1eBaHni U O6Hapyxe-
HWWM HOBbIX NATOreHHbIX MyTaLWN.

Hay4HbI pykoBoauTenb — A.M.H., npodeccop H.H. MuHaimnnosa
KemMepoBCKKIM rocyapCTBEHHbIV MeAULMHCKNIA yHUuBepcuTeT, KemepoBo, Poccuinckaa degepauns

KAWHUYeCKUM cnyyan runonutyutapusma

y pe6eHKa 2 net

AKTyanbHOCTb. [MNONUTYUTAPU3M — TSXKENOE, CNOXK-
HO AMarHocTMpyemoe 3HAOKPUHHOe 3abonieBaHue, 06Yy-
cnoBneHHoe AedULMUTOM TPOMHbIX FOPMOHOB afeHOrmmno-
dunsa.

OnucaHue KAUHU4YeCcKoro cayvas. bonbHon T., 2 roga
6 Mec, NOCTYNWA ¢ anobamu Ha 3adepxKy pocTta. B aHam-
He3e: OTArOWEHHbIM aHTeHaTanbHbIA MNepuoa, Tsxenas
remMonmMTMYecKas aHeMusl, rMnoKcuyecKoe nopaxeHue LIHC,
[EKOMMEHCUPOBaAHHbIM TMNEPTEH3UOHHO-rnapoLedanbHbIn
CUHAPOM, 3aJeprKa MOTOPHOr0 Pa3BWTUS, HU3KWE TEM-
Mbl POCTa, BTOPUYHbIA TMNOTUPEO3 (TUPEOTPOMHbIA FTOPMOH
CHUXeH). B 2,5 roga ¢usnyeckoe pasBuTMe Ha 9 Mec,
SDS pocta (-6), cTUrMbl AMcaMbpuoreHesa: KyKOJibHble
yepTbl NMUA, HaBucawwmMWh no6, 3anaBlas nepeHocuua,
ronybble CKepbl, KOCTHbIM BO3PacT COOTBETCTBYET 3 MeC,
MUKPOMEHUC, ABYCTOPOHHUI MaxOBbli KPUMNTOPXMU3M, CHM-
YeHue UHCyMHonogo6Horo gpaktopa pocta 1 (< 15 Hr/mn).
Harpy3o4yHble nNpo6bl C KNOHWMAMHOM W WMHCYAIMHOM Mnoa-

TBEPAWIU TOTaNbHbIN AedULUT COMATOTPOMNMHOIrO roOpMOHa.
YPOBHU rOHAJOTPONUHOB — HWU3KKE. YYUTbIBASA BbIParKeH-
HY0O HU3KOPOCNOCTb, HEOHATallbHble CUMMNTOMbI AeduLnTa
ropMOHa pPOCTa, MPU3HAKU BHYTPUYEPENHOW MNaTONOrmK,
COYEeTaHHbI AedULMUT TPOMHbIX FTOPMOHOB aAeHOrnnodu-
3a, BbICTAB/MIEH AMArHo3 naHrunonuTyntapuama. JleyeHue
BK/IlOYAaeT KOMOWHMPOBAHHYD 3aMeCTUTENbHYID TFOPMO-
HaNbHYO Tepanuto (PEKOMOUHAHTHbLIA FOPMOH POCTa, NIEBO-
TUPOKCUH, TOHAAOTPONMMUHBI).

06cyxaeHue. PeaKkocTb 3aboneBaHus, Hecneuuduy-
HOCTb KIMHUYECKON CUMMNTOMATUKK, CIIOKHOCTb ANbdEpeH-
LManbHOM AMArHOCTUKK B MpaKTUKe neauaTpa o6ycnoBu-
BaloOT LUEHHOCTb JaHHOIO KJIMHWMYECKOTOo cyYas.

3aknloueHue. PeGeHOK MMeeT coyeTaHue coLuManbHO
3HAYUMbIX HapYyLEHUH — An3HLedanbHyO NaToNoruio, cnes-
CTBMEM KOTOPOK SBNSOTCS 3a/leprKKa pocTa, NoIoBOro pas-
BUTUSI, TUMNOTMPEOD3, KOTOPbLIN OTArOWAET 3aePKKYy GOpPMU-
POBaHUS UHTENNEKTA.



B.B. CaBeHKoO
HayuHbiv pykoBoautens — A.C. AneKceeHKo

Ky6aHCcKuni rocyaapcTBEHHbIM MEAMLIMHCKUI yHUBEpcHTeT, KpacHoaap, Poccuiickasa ®egepauus

KnuHnyeckum cnyvyam BpoXXKaAeHHON AUCHYHKLUU

KOpPbl HAANMNOYe4YHUKOB

AKTyanbHOCTb. BpoxaeHHas AWCOYHKUMSA KOpbl Had-
noYye4yHMKoB — 3aboneBaHue C ayTOCOMHO-PeLEeCCUBHbIM
TUNOM HacnefoBaHUs, cBA3aHHOe ¢ AedpeKToM bepMeHTOB
Ha pa3Hblx aTanax ctepongoreHesa Kopbl HAAMNOYEYHUKOB,
YTO NPUBOAMT K AedUUNTY KopTnadona. PaHHAS anarHocTnka
M CBOEBPEMEHHO HayaTas Tepanus 3abofeBaHUs MO3BO-
naeT nNpefoTBpaTUTb CONbTEPSIOWMIN KPU3, CYAOPOMKHbIN
CUHAPOM Ha dOHe OCTPOM HafNO4YEeYHUKOBOWM HeaoCTaTou-
HOCTH, n36exaTb NPexaeBpPeMeHHOro Noa0BOro PasBUTUS,
paHHero 3akpbiTMsa anudKU3apHbIX 30H pocTa, notepto dep-
TUABHOCTU W 06ecneYnBaeT HoOPMasbHYIO MCUXOCOLUANbHYIO
aganTtauuio.

OnucaHue KAWHUYECKoro cnydas. lauueHt H., 2
MecC, PoAMNCSA HeQOHOLWEHHbIM — Ha 32-1 Hef, OT NepBOn
6epeMeHHOCTU ABOWHEW; BO BTOPOM MNOJIOBUHE 6Gepe-
MEHHOCTHK NpoBoAniach NpodunakTUuka pecnupaTtopHoro
ANCTpecc-CUHAPOMa AeKcaMeTa30HOM; COCTOsHUE nocne
poXAeHusa Tsaxenoe 3a cyeT MOPPOPYHKLMOHAIbHOM
He3penocTu, oueHka no wkane APGAR 7-8 6annos,
peaHMMaLNOHHblE MEPOMPUATUS — pecnupaTopHas noa-

0.0. Ckop6umu, 0.B. EBTyX0Ba

LEPXKKa: HEMHBa3MBHAA UCKYCCTBEHHAsA BEHTUNALUS Ner-
KWUX, Ny4ncToe Tenno. B oTaeneHnn HeJOHOWEHHbIX Ha 3Ta-
ne BblXa*KMBaHUA OTMEYanUCb ABaAbl runeprannemMus
W rMnoHaTpuemus, NPOBOAUIN MHOIFOKPaTHO HeoHaTalb-
HbI CKPWHWHI, OoTMevanocb nosbllweHune 17-OM ot 87,7
fo 200 Hmonb/n. focnUTann3npoBaH B OTAeNeHUe Mnag-
wero Bo3pacTa, nNpu o6CNefjoBaHUM B ropMoHorpamme
0TMeYanocb NOHUMKEHWE HOYHOTO KopTU3ona — 1 MKr/an
(0O Havana Tepanuu), aNEeKTPONUTHbIE HapyLleHUs, ycTa-
HOBJIEH AMarHo3 BPOXAEHHON ANCOHYHKLMUU KOPblI HAANO-
YEe4YHWKOB, Ha3Ha4vyeHa 3aMecTUTeNbHas ropmMoHalbHas
Tepanus.

06cyxpaeHue. [lnarHocTnyeckas LLeHHOCTb ONUCAaHHOIo
c/lyyas 3aKo4aeTca B paHHew, 6narogaps HeoHaTanbHOMY
CKPUHUHTY, OMarHOCTUKE BPOXAEHHOW AUCOYHKLMKU KOPbI
HaANO4Ye4YHUKOB Y HOBOPOXAEHHbLIX MYMXCKOro nona npu
OTCYTCTBUU APKON CUMNTOMATUKK.

3aknioyeHue. lpefcTaBneHHbIM cnyvyan nmeet Gnaro-
NPUATHBIA NPOrHO3 3a CYET PaHHEN JMAarHOCTUKK U HavaTomn
3amMecTUTENIbHOM FrOPMOHabHOM Tepanuu.

HayuHble pykoBoantenu — O.B. TypoBuy, T.I. CTonbHMKOBA
BopOHEKCKMIM rocyaapCTBEHHbIM MEAULMHCKUI YHUuBepcuTeT umenn H.H. BypaeHKko, BopoHex,

Poccuiickaa depgepauus

OpraHMyecKuu runNepUHCYIMHU3IM —
ABe dopmMbl y 0OAHOro nauueHTa

AKTYyanbHOCTb. [MNEPUHCYNIUHU3M — U36bITOYHAs NPo-
OYKUMS MHCYIMHA, NPOSBASAIOLLAACS MHCYTMHOMOW WN HE3W-
anobnacto3om. MHCynMHOMa — OnyxoJfib KJIETOK OCTPOB-
KoB JlaHrepraHca. Heangno6nacto3 — meTannasus KIeToK
INUTENUSA NOAXKENYAOYHOW Kene3bl. He3naobnacto3 MOXHO
BbISIBUTb TONIbKO MOPdOIorMyecKu. MNpu opraHndeckmx dpop-
Max FMMNepUHCYIMHM3Ma NPEeANOYTUTENBHO XMPYypruyeckoe
neyeHue.

OnucaHue KJAMHUYECKoro caydasa. Manbymk H.,
24.09.2003 r.p. C poxaeHns cTorMKasa runornnmkemus (4o
0,6 mmonb/n) nNpu NOCTOAHHOM MHDY3UKN 40%-ro pacTBopa
rNOKO3bl. [pK yMEHbLIEHUN KOHLIEHTPALMM — TUMNOTNKE-
Mus oo 0,3 mmonb/n. lNMpu o6¢cnegoBaHMmn — opraHUYECKUR
TMNEPUHCYTUHU3M, UMMYHOPEaKTUBHbIM UHCYynuH (MPU)
93,6 ME/mMn, cooTHoweHne UPWU/rnoKko3a 8,3 (Hopma Ao
0,4). Y3W: nomkenyaooyHas efneda yMEpPeHHO yBenuye-
Ha, NaToN0OrMyecKuUx ovyaroB HeT. N3-3a KpanHe BbICOKOM
NPOAYKLMK MHCYNMHA MpoBedeHa onepaTuBHaAs PeBU3NS
NOAXeNyAOo4YHOM Kenesbl, B 06/1acTh TrOJIOBKM onyxone-
BMAHOe obpa3oBaHue pa3mepom 10 X 7 MM — WMHCYNU-

HoMa. CumnTombl coxpaHanuce, MPU — BbICOKMIA, AnA
WUCKNIOYEHUs He3naobnacTo3a NpousBeaeHa cy6ToTanbHas
pe3eKUns NOoAXKeNnyao4HOW »enesbl, npu mopdonoruye-
CKOM WCCneaoBaHUMM OBGHapYXKEHO 60/bWoe KOMMYeCcTBO
OCTPOBKOB pasfiMyHoin GopMbl U pa3MepoB U3 PaCCEAHHbIX
M cOBpaHHbIX B MYyYKM MAHKPEOLMTOB C rpaHylamMmu B LIUTO-
nnasme (o4aroBbl He3namMobnacTos). lNocneonepaLMoOHHO
rMKemus ctabunusnpoBaHa. B 6 net guarHoctupoBaH
caxapHbln anabet 1-ro Tuna, NpoTeKalowuhn HecTabwuib-
HO, C TSKeNblIMW AeKOMMeHcauusaMu BMAOTb A0 KOMbl.
MauneHT otcTtaeT B GU3UYECKOM M NCUXOMOTOPHOM pas-
BUTUKU. Ha anekTpoaHuedanorpamme BbiparkeHHble Anb-
dy3Hble HapyLeHN 6UOINEKTPUYECKOM aKTUBHOCTU MO3ra
C NpU3HaKaMn HeNPOOU3NONOTUYECKUX CABUIOB B CTPYK-
Typax AuaHuedanbHoro yposBHa. MPT rofioBHoro mosra:
pe3nayanbHO-opraHnyecKoe nopaxeHne — o4varu rnmosa
B TEMEHHbIX W 3aTbIIOYHbIX JONSX.

3aKnoyeHune. YHUKanbHOCTb AaHHOro HabniogeHns —
B COYEeTaHWUM UHCYNTUHOMbI C HE3MAMO061aCTO30M, YTO BCTPE-
YaeTcs Ka3yuCTUYECKMU pelKo.
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H.C. TapaH
Hay4Hbi pykoBoauTens — K.M.H. H.B. CaBenbeBa

Ky6aHCKWI rocyaapCcTBEHHbIM MEAMLIMHCKMI YHUBepcuTeT, KpacHoaap, Poccuinckas Pepepaumsa

'paHynemaTto3 BereHepa: KAIMHUYECKUUN Cyyan

AKTyanbHoOCTb. [paHynemato3 BereHepa — rpaHyne-
MaTO3HO-HEKPOTUSUPYIOLLMMN CUCTEMHbBIM BaCKylMUT, acco-
LUMMPOBAHHbIN C BblpabOTKOM ayToaHTUTEN K uuTonnasme
HenTpodmnoB. ABNSETCS PeaKO BCTpevyaemon naTofiornen
B neanatpuu.

OnucaHue KAuMHUYecKoro cny4as. [auuneHt U., 14
neT, noctynun B ceHTA6pe 2019 r. B peBmarosoruye-
CKOe oTaeneHune ¢ alobaMn Ha HOCOBble KpoBoTeye-
HUS, NMXOPaAKy, OAbIWKY, 3aIOKEHHOCTb HOCA, CHUXKEe-
HMe maccbl Tena, 60/M B cycTaBax, Kawefb. AHamHe3
3aboneBanus: ¢ despang 2019 r. y pebeHKa ANTENBHO
TEKYLWMN BPOHXOOB6CTPYKTUBHbBIM CUHAPOM, MI0X0 nogaa-
IOWMNCH KyNMpoBaHUIO 6GpoHxoamnnaTtatopamMmn U 1€4eHuto
aHTMbaKkTepuanbHon Tepanuen. C aBrycta nosSBWMIUCH
apTpanrum n nuxopagka go 39 °C, HocoBble KpoBoOTeYe-
HWS, YTO MOCAYXKMNO MOBOAOM K rocnutanusauuu. Mpu
OCMOTPE BbISIBJIEHbI KOXHO-remMopparMieckun CUHAPOM
B BMOE Y3E€/KOBOW OOWMIbLHOW CbiIMX MyprnypHOro LBeTa
B obnactu aroauvu v KpecTua, 6eaep; anu3on OGPOH-
XO00O6CTPYKLUMN C NpOsiBNEHUMEM [AblXxaTeNlbHOW HedocTa-

E.B. ®upgps, A.E. Jlutow
Hay4Hbi pykoBoauTenb — accucTteHT H0.B. bpucuH

TOYHOCTM — YacToTa AblXaTeNbHbIX ABUXEHUN 23/MUH,
catypauuns O, 88-89%. B aHanusax Kposu: HenTpodu-
nes; C-peakTnBHbIN 6enoK 32—-33 mMr/n, peBMmodaKkTop —
1039 Ea/n, BONYAHOYHbLIM aHTUKoarynaHT — 1,56 cek,
p-ANCA — nonoxutenbHo. Ha KoMMNblOTEPHON TOMOTpa-
UK Nerknx: NnHeBMaTU3aLmMsa NerovyHblX Nosien Mo3anyHas
3a CYeT Yy4aCTKOB CHMXEHUS MHeBMatu3auuu no Tuny
MaToOBOro cTekna, amdu3emMaTto3Hoe B3AYyTUE JIEF0YHOM
napeHxmmbl. YcTaHoBNEH AMarHos: «CUCTEMHbIN HEKpPOo-
Tnanpytowmn Backynmt, ANCA-accouMMpoBaHHbIN, FrpaHy-
nemato3 BereHepa, reHepanusaoBaHHaa dopma ¢ nopa-
EHUEM KOXW, NErkux, BEepXHWX [AblxaTefibHblX NyTew,
aKTMBHOCTb 2-3-i cTeneHW. Ha ¢oHe Tepanuu UMKNO-
docdamnaom 1 rIOKOKOPTUKONAAMHU COCTOAHUE pebeHKa
3HAYUTENBHO YNY4YLWKNIOCh, C NONOXUTENBHOW AUHAMUKOW.

O6cyxpeHue. PegkocTb rpaHynemaTto3a BereHepa,
HEOAHOBPEMEHHOE MOSABAEHWE CUMMNTOMOB OODBACHSAOT
TPYAHOCTb AMArHOCTUKM 3aboneBaHums.

3aknioyeHue. Yaanocb crabuanMsanpoBaTb COCTOSHWE
pebeHKa U CHU3UTb PUCK OCITOKHEHUW.

Ky6aHCKUI rocyaapcTBEHHbIM MEAULIMHCKMI YHUBepcuTeT, KpacHoaap, Poccuinckasg Pepepaumsa

KnuHuyeckum cnyyam tpomoacteHuu MNaHuymaHa

AKTyanbHOCTb. TpombGacTeHuss [MaHumaHa — pea-
Koe HacneacTtBeHHoe 3abofieBaHWE KPOBM, XapaKTepu-
3yeMOe Ka4yeCTBEHHbIM WM KOMMYECTBEHHbIM AedEeKTOM
rnnkonpotenHoBbix GP-lIb/llla peuentopoB TpomM6GOLMTOB.
PacnpocTtpaHeHHocTb — 1:1 000 000.

OnucaHue KAuMHUYeCcKoro cny4as. /[leBoyka B,
2011 r.p., noctynuna B remMaToONOrMY4ECKOe OTAeNeHue
[eTCKoW KpaeBOMW KIMHMYECKON 60MbHULI C anobamu Ha
HOCOBblE KPOBOTEYEHWS, KPOBaBYID PBOTY, CTyl YEepHOro
LBETa, BbiCbiMaHWs Ha KOHeYHocTaX. M3 aHamHesa: HOco-
Bble KPOBOTEYEHMS OTMEYaIUCb € 2 Mec, nonyvyana CUMMTO-
MaTM4ecKyto Tepanuio; B 2,5 roga npyv BO3HUKHOBEHMU KPO-
BaBOW PBOTbI, MefieHbl 06CneaoBaHa, yCTaHOBAEH AMarHo3
«TpombacTeHuns MaHuyMara». C Tex nop nosay4vasna cuMmnToMa-
TUYECKYI0, reEMOCTaTUYECKY0 U 3aMeCTUTESIbHYIO Tepanuto
TPOMOOUMTAPHOW MaccoW, Ha (GOHEe KOTOPOM COCTOSIHME
pebeHKa ocTaBanoCb CTabunbHbiM. B ceHTabpe 2019 T.
nocne nepeHeceHHom BUPYCHON MHPEKL MM NOSABUINC MHO-
roKkpaTHasi pBOTa CrycCTKaMu KpOBW, HOCOBble KpoBoOTeuYe-

A.C. CmupHoBa, 3.X. KapaneTtsiH, B.M. HeKkpacoBa

HUWS, YTO CTasI0 MPUYMHON IKCTPEHHOM rocnutTanusaumu. Mpu
NOCTYN/IEHWUM COCTOSIHUE CPeAHEN CTEMEHU TAKECTHU 3a CHET
aHEeMMU4YeCcKoro 1 reMmopparmieckoro CUHAPOMOB.

O6cyxaeHue. B xoae npoBedeHHOro o6cnenoBaHus
BbIIBJIeHa NocTremopparvyeckas aHemus; B Koarynorpam-
Me aedUUMT renaToKoMMniaeKca, MexayHapoaHOro Hopma-
JIN30BAHHOIO OTHOLLEHUSA, aHTUTPOMOMHa Ill, noBblleHne
dnbpuHoreHa, npotpombMHOBOro BpemeHu. [lpoBedeHa
remMocTaTuyeckas, 3aMecTuTenbHas (nepennBaHne 3puTpo-
LMTapHOM macchl) n MHQY3NMOHHAS Tepanus ¢ NoIOXUTENb-
HOW AMHAMUKOW.

3akn4yeHue. TpombacTeHuss [naHuMaHa MOXKeT
NPMBOAUTL K Pa3BUTUIO HKUIHEYTPOXKaloLWMX COCTOSTHUNM,
KOTOpble MOryT pa3BWUTbCSH Ha GOHEe npuemMa HEeKOTOPbIX
npenapaToB, MPOAYKTOB MNWTaHUSA, Nocfie NepeHeceHHowm
nHbekumn. MNoatoMy AeTaM C AaHHbIM 3aboseBaHWeEM
Heob6XxoaAnMbl AMCNaHcepHoe HabnwaeHne, NnpoduUnakTnKa
OCTPbIX MHPEKLUMOHHbLIX 3ab0neBaHUi, CaHauua o4aros
XPOHUYECKON MHPEKLMN.

Hay4Hbl pykoBoauTeb — A.M.H., npodeccop HK.I. JleBnawsunnm
CaHKT-leTepbyprckmin rocyaapcTBEHHbIN NegnaTpUYecKnn MeanUMHCKUI yHnBepcuTeT, CaHKT-IeTepbypr,

Poccuickaa depepauns

M'MnepoKcanypusa, jMarHocTupoBaHHasa
B paHHeM Bo3pacTe: KJIMHUYECKUI cayyvai

AKTyanbHOCTb. [lepBUYHas rMnepoKcanypus — pearoe
ayTOCOMHO-pelieccMBHOe MeTaboninyeckoe 3abonieBaHue,
XapaxkTepuayemoe HapylleHWeM 06MeHa OKcanaToB B opra-

HW3ME C NOCNEeAYIOUIMM OT/IOKEHUEM UX B TKAHSAX M OpraHax,
YTO MPUBOAUT K CUCTEMHOMY OKCanoay. KnMHUYecKn xapak-
TepuayeTtca HebpPoIUTUA3OM.



OnuMcaHuMe KJAWHUYECKOoro ciay4as. llauneHTKa, 3
roga 8 Mec, NOCTynuiaa B KJMHWUKY B CBA3M C NIaHOBOWM
rocnuTanuMaauMen No NoBoAy BTOPUYHOIO nuenoHedbputa
Ha ¢oHe MoYeKaMeHHOW 60/e3HU. AHaMHe3: XKanobbl
npossunnce B 4 mec. Ctana 6eCnoOKOMHOM MO Ho4YaMm,
}anobbl Ha NOTAMBOCTb. B aHanusax BbISBUAU IEMKOLK-
Typuio, MUKporematyputo. B 6 mec npu Y3 oGHapyKeHbl
KaMHM B MOYKax, Habnwganacb No MECTYy XKWUTelbCTBa
Cc AnarHosom «MoyeKameHHass 60/1e3Hb MOYeK, BTOPUY-
HbIM NnenoHedpuT». Mo pedynbTatam XMMUYECKOro aHaium-
3a, KaMHW OKcanaTHble, KafblneBble. HacneacTBEHHOCTb
oTqrouleHa. YcTaHOBJieHa nNpuynHa o6pa30BaHUs Kam-
HEeW — runepokcanypus (B Moye BbICOKMM YPOBEHb OKCa-

H.C. TapaH

natoB). HagdHayeHbl 6MOXMMUYECKME aHanu3bl 4Nna ycTa-
HOBKM TUNa, reHeTu4yeckoe TectupoBaHue. OCO6EHHOCTb
cllyqas 3aK/yaeTcs B COXpaHHOM PYyHKLMM MOYEK: CKO-
pocTb Knyb6o4ykoBon dwunbTpauun no dopmyne LBapua
(Schwartz) 119 mn/muH. B KayecTBe neyvyeHus O6binun
Ha3Ha4yeHbl Tepanua BuUTamuHamun B6 u B2 (10 mr/Kr
B CYTKM C MOCneaylowmm yMeHbleHneM Ao3bl 40 5 MI/Kr
B cyTku), CaCO3, optodocdar ana naToreHeTU4ecKoro
neyeHus.

3aknioyeHune. JaHHbIM cryvan yKadblBaeT Ha BaXKHOCTb
YCTaHOBMEHUA NEPBOMPUYUHBI PELMANBUPYIOLLMX MUENO-
HebpUTOB, a TaKKe aKTUBHOIO NMomncKa NpU4rHbl Hedbponum-
TMasa, 0COOEHHO Yy ManeHbKNUX AETEN.

Hay4HbIM pykoBoauTenb — A.M.H., npodeccop H.IM. buneHko
Ky6aHCcKui rocyaapcTBEHHbIM MeAMLIMHCKUI yHUBEpcKTeT, KpacHoaap, Poccuiickas ®enepauus

ATUNUYHbLIX reMOJIMTUKO-YPEMUYECKHUA CUHAPOM:

K/IMHUYECKUM npumep

AKTyanbHOCTb. ATUMWUYHLIN TEMONUTUKO-YPEMUYECKUN
cuHapoM (al'YC) aBnsieTcd pefKUM reHeTM4eckum 3abone-
BaHWeEM, NPUBOASLLMUM K NMOPaXKEHUIO MOYEK C NocnesyoLen
WHBaNMaM3auMen n BbICOKUM PUCKOM pPas3BUTUSA JieTallb-
HocTu. [Mpn alYC BO3HWMKaET TpOMOOTMYECKAs MUKPOaH-
rmonartus, cBfi3aHHas C HEKOHTPOIMPYEMOW aKTUBaLMEN
anbTepPHaTUBHOIO NyTU CUCTEMbI KOMMJIEMEHTA.

OnucaHue KAMHUYeCcKoro caydaa. Manbuunk, 1 rog
9 mec, noctynun B otaeneHve 19.09.2019 c anobamu
MaTepu Ha U3MEHEHMWe LiBETa MOYM, Kanpu3HOCTb, NMNaK-
CUBOCTb pebeHKa. AHamHe3d 3a6oneBaHus: ¢ 05.09 no
13.09.2019 B CBfI3K C OCTPOM pecnupaTopHON MHPEK-
unen 6binnM Ha3dHavyeHbl aHTMOaKTepuanbHble Npenaparhl,
MYKONIMTUKK. Yepe3 HECKONIbKO [AHEen NosiBUAacb KPOBb
B Mo4e. B cBA3KM ¢ yxyaweHnem cocTosaHns pebeHoK 6bin
3KCTPEHHO rocnutanu3unposaH. o gaHHbIM o6cnejoBa-
HUSA BbiIBNEHbl MPU3HAKKU reMonun3a: reMornobuH 74 r/n,
naKkTaTgerngporeHasa go 5078 Ea, oTpuuatenbHas npoba
Kym6ca; TpomGouuToneHus 41 x 109/n; ocTpoe noueu-

J1.B. domuueBa
HayuHbi pykoBoautenb — K.M.H. C.1. }paHoBa

HOe MoBpeXaeHue — runepasoremus (MoyeBuHa 33,79
MMONb/N, KpeaTuHuH 181,84 MMoOnb/n), CHUKEHUE pac-
YETHOW CKOpPOCTM KNybouyKoBoW dunbTpauum no Weapuy
22,86 Mn/MUH. Y3 noYeK — yBeNMYEHME NIMHENHbIX pPas-
MepOoB NoYeK, ANdPy3Hble UIBMEHEHUSA NAPEHXUMbI MOYEK.
AKTMBHOCTb MeTannonporteadbl ADAMTS-13 B nnasme
KpoBu 119%. NpoBeaeHbl nepennBaHne aIpuTpoLUnTapHomn
Macchl ¥ naasmoTepanus, aHTMbaKTepuanbHas Tepanus,
KOMMNAEMEHTUHIMOUpPYoLaa Tepanus 3KynaM3ymabom.
Ha ¢oHe neyeHua coctossHue pebeHKa yny4ylWuaocCb, He
notpe6oBanocb NpoBeAEHUA 3aMECTUTENIbHON MOYEeYHOMN
Tepanuu.

06ceyxaeHune. JaHHbIN KIMHUYECKUI NpUMep NMOKasbl-
BaeT Ha4vano 1 passutue alYC y pebeHKa paHHero Bo3pac-
Ta, NONOXUTENbHbIN 3QDEKT NPUMEHEHNST KOMMIEMEHTUH-
rméupytollen Tepanum B 60pbbe ¢ 3a6oNeBaHNEM.

3aknovyeHue. B CBA3KN C TAKECTbIO U XPOHWYECKUM
TeyeHnem 6051e3HM HeOOX0AMMO MOCTOIHHOE HabnaeHue
y negnaTpa-Hedposora.

KasaHCKni rocyaapcTBEHHbIN MeaULIMHCKUI yHUBepcuTeT, KasaHb, Poccuiickas ®enepauus

Mo3aHAA remopparuvyeckasn 6ose3Hb

HOBOPOMXAEHHbIX

AKTyanbHocTb. [eMopparuyeckas 60/€3Hb HOBOPOXK-
aeHHbix (MpBH) — npuobpeTeHHOe Unu BpOXKAEHHOE 3a60-
fieBaHue, NposaBngioweecs MNOBbILLEHHOW KPOBOTOYUBO-
CTbi0 Y HOBOPOXAEHHbIX U AeTel NepBbiX MECALEB XU3HU
BC/IEICTBME HELOCTaTOYHOCTM GaKTOpPOB CBeEPTbIBaHUS,
aKTMBHOCTb KOTOPbIX 3aBUCUT OT BUTaMunHa K. Hanbonee
FPO3HbIM OCJIOKHEHUEM HABNAETCA BHYTPUYEPENHOE KPO-
BOM3NMSAHME. B HeKOTOpbIX caydasx npodunakTnyeckoe
BBeJeHne BuTammnHa K moxeT 6blTb HeJOCTaTO4HO abdeK-
TUBHbIM, HaNpumep Npu CMHAPOME xonecTa3a BCNeAcTBUe
ManbabCcopbLMU KUPOB, TaK Kak BUTaMUH K aBngetcs
UpopacTBopUMbIM. lNpudeM ecnu npu GunuapHomn atpe-
31K pa3BUTUE BHYTPUHEPENMHOIO KPOBOUSUSAHUSA ONUCAHO,
TO NPU CUHAPOME TPaAH3UTOPHOro xosecTtasa, T.e. BCiel-
CTBME HE3PENOCTU IKCKPETOPHON DYHKUMU MeyveHu, npo-

TeKatowen CyOKIMHUYECKHU, B JOCTYNHOW HaM fiutepaTtype
He HanaeHo.

OnucaHue KAMHUYECKOro cay4asa. [launeHT
B Bo3pacTe 1,5 mec nocTynun B NpUeMHbIv NOKoW [leTCKon
pecnybiMKaHCKOM KAMHUYECKOM O60MbHULbLI C Xanoba-
MW Ha rematoMy B 06/1acTu NIeBOro JIOKTEBOro CycTaBa,
BSIOCTb, PBOTY. [pM MOCTYN/JEHUU BbISBNIEHO BHYyTpU4e-
penHoe KpoBousnuaHue. O6WUN GUAMPYOUH B CbIBOPOT-
Ke KpoBu 59 MKMonb/n, npamon — 54 mKmonb/n. lNpu
obcnefoBaHMmM B MeAMKO-reHETUYECKOM HayYHOM LeHTpe
Ha naHenb «XonecTasbl» NaTON0rMK HE BbiiBNEHO. M3 aHaMm-
He3a: pebGeHOK OT MepBbiX CPOYHbIX poaoB, Bec 3270 r,
pocT 52 cM. BbinncaH 13 poaunbHOro goma Ha 5-v aeHb.
Bukacon BeBeneH B poggome. B agByxHeaenbHOM BO3pacTe
B CBSI3M C XENTyxon Obl o6cnenoBaH, BbIIBEHO MOBbI-
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LeHne nNpaMoro 6unmnpyburHa B KpoBu A0 34 MKMOJb/N, Y4TO
cocTtaBuno 15% ot obuiero.

3akntovyeHune. Heob6xoarma HaCTOPOKEHHOCTb MO NOBO-
oy passutua nosgHen dopmbl MPBH paxe y geten ¢ cuH-
LPOMOM XKenTyxu 6onee 2—3 Hel, UMEBLWKX NPODUNAKTUKY

H.P. YynpakoBa, IA. 3uHHypoBa

BMuTaMnHOM K B pogaome. CBOeBpeMEHHOE BbIIBIEHUE
[la)ke YMEepPEHHOro xosnectasa B NepBMYHOM 3BeHe 3Aapa-
BOOXPAHEHMSA MO CYLWECTBYOWUM KIMHUYECKUM PEKOMEH-
[auusaM CMOXET CHU3UTb KOJMYECTBO C/yyaeB MNO3JHEW
dopmbl pBH 1, Kak cneacTeue, MHBaNMAN3aALMIO.

Hay4HbI pykoBoAUTENb — K.M.H., AoueHT W.H. YepesoBa
KaszaHCKuUi rocyaapcTBEHHbIN MeAMLIMHCKUIA yHUBepcKTeT, KasaHb, Poccuiickas ®enepauus

TpaHcnaHTaLKUA NeYeHU y pebeHKa

C renaroosilacTtomou

AKTyanbHoCTb. [enato6n1actoma — 3/I0Ka4eCTBEHHas
0nyxonb NevYeHu, Kotopas pa3BMBaAETCS M3 IMOPUOHASIbHOM
NAPUNOTEHTHOW 3aKNaAKKW; ABASETCH OTHOCWUTENIbHO pea-
KOW naTonornen, XxapakKTepusyetcs MeANIeHHbIM pasBUTU-
€M OMNyXoneBoro npouecca U OTCyTCTBMEM crneLndUuYecKnx
*anoob.

OnucaHue KAMHUYECKoro ciay4yas. [layveHtka 3., 3
rofga, NocTtynuna B OTAE/IEHME OHKOremaTonornu [eTcKon
pecnyb6MKaHCKON KNMHUYeCKon 60nbHULBI M3 PT ¢ ano-
6aMK Ha coxpaHstollytocs cybdebpunbHylo TemnepaTypy
Tena 6e3 KaTtapasibHblX SIBIeHUN B TedyeHue 1,5 mec nocne
nepeHeceHHOW BUPYCHOM MHdeKUNU. Hannyne renatomera-
JIMN B COYETAHUM C BbICOKMM YPOBHEM a-deTonpoTenHa Ao
45439 ME/Mn, o6beMHbIM 06pa3oBaHMEM B JIeBOM fosie
neyeHn 125x91x92 MM Mo AaHHbIM PEHTIEHOBCKOM KOM-
nbtoTepHon Tomorpadumn (PKT) no3Bonnno npeanonoxutb
y nauuveHTa renato6nactomy. MMMyHOrMCTOXMMUYECKOE
uccnegoBaHue 6uonTtaTa OMNyxofiv MOATBEPAWMNIO renaTo-
6nactomy deTtanbHO-aMOpUoHanbHOro Tuna. Havata Heo-

agbtoBaHTHaa MXT no npotokony SIOPEL-2004. Ha ¢oHe
NleYeHnss NoNoXuTenbHas [AUHaMWUKa: CHUXKEHUE YPOBHSA
a-betonpotenHa go 5921 ME/mn, ymeHblleHe pa3MepoB
onyxoNn NeBOW [J0OAM neyeHu Oo 98X76xX78 mm. [locne
nepsoro 650Ka MNXT npu PKT neyeHn 6binn BbiSBAEHbI MHO-
YKECTBEHHble MaToNorMyecKMe ovarn B MpaBoOW Jofie, 4YTo
CBMAETENbCTBOBANO O MNOPaXKeHUU 06enx AO0NEN MNeYeHW.
BoictaBnen PRETEXT IV. [pynna BbICOKOro p1cKa.

06cyxaeHue. bbino nposeaeHo 4 6noka MNXT. B cBs3u
¢ 61no6apHbIM NMoparKeHMem neveHn nauueHTy Nnpoussenu
TpaHcnaaHTaumio OT POACTBEHHOro fJoHopa. CTeneHb nocT-
TepaneBTMYEeCKOro naToMopdo3a He ABAfNach NoKa3aHUeM
4ns npogosxkeHus MNXT B nocTTpaHcniaHTaLMOHHOM Nepu-
ofe. Pe6eHOK HaxoauTcs Ha AMHaMWYECKOM HabnoaeHun
“ nony4yaeT MMMYHOCYMNPECCUBHYIO Tepanuio.

3aknouyeHue. B npaKkTuke Bpada-neguaTpa Bcer-
[la JofIXKHa 6bITb OHKONIOrMYecKasi HaCTOPOXKEHHOCTb, YTO
NO3BOJ/IUT B pPaHHWE CPOKMU BbIIBUTbL 3aboneBaHue, yayd-
LUNTb €ro NPOrHO3 U Ka4yeCTBO KM3HM NaLmeHTa.



