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CEMEWHBIN CJIYYAH BOJIE3HU I'OLIE
CadonosaIl. P.

['ponHeHCKMI rOCYTapCTBEHHBIN MEAULIMHCKUN YHUBEPCUTET

Hay4HbIM pyKoBOAUTE b: K.M.H., AOUEHT JlaliKoBckaa T. A.

AKTyanbHOCTh. bone3nb ['ome — reneTndeckoe 3adoseBaHue, 00yCIOBIEHHOE
nedexroM sm3ocomMHOro ¢depmenta [-D-rimroke3unasel  (TirOKonepeOpo3uaashl).
BpoxxneHHass HEmOCTaTOYHOCTH  ATOrO . (PepMEHTa BeAET K  HAKOIUICHHUIO
TIIIOKOIIEPEOPO3UOB B KIIETKAX PETUKYJIOIHAOTEIMAIBHON CHUCTEMbI, OCOOCHHO B
IEUYCHU, CCJIC3C€HKE HM KOCTHOM «<Mo3re [2]. Penkocte ©Oome3nm ['ome,
Hecrenu(pruueckue U TeTepOTCHHbIe KINHUICCKUE TPOSBICHUS, a TAaKXKE CIOXKHAS
Jy4deBasi CEMUOTHKA 3aTPYAHSIOT AnddEepeHNnanbHy0 JUarHOCTUKy Oosie3Hu [orme
C pSAIOM JAPYTHX HACIEICTBEHHBIX 3a0oyieBaHUil. 3a0ojieBaHUE BCTpEYAETCS C
gactotoi ot 1:40000 mo (1:60000 y mpeacraBuTeneil BceX ITHUYECKUX TPYMIL.
Haubonee pacnpocTpaH€HO JaHHOE 3a00JIEBaHME CPEIU E€BPEEB-allIKeHAa3W, B UX
MOMYJISIIIUY yacToTa 3a00seBanus coctapisieT 1:450-1:1000 HoBOpoOXIeHHBIX [2].

bonme3np Tomie Hacnemyercs MO ayTOCOMHO-PELIECCMBHOMY THMy. l'eH
TIIIOKOLEPeOpo3raa3bl | JIOKAIM30BaH Ha JJMHHOM IUIEYE XpOMOCOMBI | (peruon
1g21). Onucano Gosice 500 TUNOB pa3NMYHBIX MyTauui, UACHTUPUIUPOBAHHBIX Y
naiueHToB ¢ 0osesHpto ['ome. Haubonee yacto Berpeuarommuecss mytamuu: N3708S,
L444P,AVS2+1, 84GG [3].

Beigensitor Tpu Tuma Oone3nu [ome: tim I — HEHEHpoHONMATHYECKUH,
XapaKTepu3yeTcss OTCYTCTBHEM TMPU3HAKOB TIOPAXKEHUS HEPBHOW  CUCTEMBI.
OT0 HamboJee YacThli KIMHUYECKU BapuaHT Oosie3ru ['ome (92% Bcex cimydaes).
CumniToMaTuka KpaitHe pazHooOpa3Has — OT OECCUMNTOMHBIX (OPM JI0 TSKEIOTO
MOpa’KEHUS OPTraHoB U KocTel. Hanboee yacTo 3ab0seBaHre MOSBISETCS B BO3PACTE
30-40 nmer. Uem panbllle pa3BUBAIOTCA KIWHUYECKHE TPOSIBICHUS, TEM TSKEIEe
npoTekaet 00se3Hb [3].

Tun II — ocTpblli HEUPOHONIATUYECKUI, BCTPEUAETCS Y IETEW PAHHETO BO3pacTa
U OTJIMYAeTCA TSOKENBIM MOopakeHueM royioBHoro wmosra (1% Bcex ciiydaen).
[TanpeHnTsl peako nokuBaroT a0 2 yer. Hapsny ¢ opraHomeranueil U mopakeHueM
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CKeJleTa, y JIeTel MMEIOT MECTO SMU-IPUCTYIbI, KOCOIJIa3ue, TUIEPTOHYC MBIIIII,
OTCTaBaHUE B NICUXUYECKOM U (PU3NYECKOM pa3BUTUH [4].

Tun Il — momocTpsiii HelipoHonatuueckuit (7% Bcex ciyyaB). KnuHuueckas
KapTUHA JaHHOTO THUMa 3a0o0JieBaHUs MHMPOKO Bapeupyerca. Kak npaBuio, BrepBbie
3a00s€BaHUE Pa3BUBACTCS B paHHEM JIETCKOM WJIM MOJPOCTKOBOM Bo3pacTe. Kpome
OpraHOMETaJIuu U KOCTHOM MAaTOJIOTHH, Y IETeH UMEIOTCS TOPU30HTAIbHBIM HUCTATM,
IJ1a30/IBUTAaTEIbHbIE HAPYIIEHUS, MOXET pPa3BUTbCS OIWICNCHUS, HapylIeHUue
CITIOCOOHOCTH K 00YUYEHHUIO AP.

OCHOBHBIMM KJIMHUYECKUMH TPOSIBICHUAMM OoJie3Hu ['oiie y nereil sBIsroTCs
cruieHomeranust (95%), rematomeranus (87%), tpomOouuronenus (50%), aHeMus
(40%), 3anep:xka pocta (34%), mopaxkenue kocreit (27%) [1].

Heas. Onucanue ciayyas 6ose3nu [omie cembu P. xuteneit ropoga -l pogHo.

MeTtoanl ucciaenoBanus. Hamu uzyuensl hopmel 112 y pedenka JI.(2015 . p.),
u pebenka M. (2017 r.p) — manMeHTOB ¢ OCHOBHBIM JHarHo30M 0ojie3Hb ['omre I Trmna
(V375L/L444P), meauiMHCKHE KapThl HAOIIOJAEMbIX CTAIlMOHAPHBIX MAIIMEHTOB 32
2016-2021 rr, 3akmouenus PecryOnnkanCkux BpauyeOHBIX KOHCHIIAYMOB.

Pe3yabTaTthl U ux o0cy:xaeHnue. Pedbenok JI. ot 1-oit 6epemeHHOCTH, 1-BIX
CPOYHBIX POAOB poJMIIach ¢ Maccou Tena 3850 p., IIMHOM Tena — 56 CM, C OLICHKOM
no mkasue Anrap 8-9 6amios. [lepBoie npru3Haku-3a00J€BaHUs Y IEBOYKU MOSIBIINCH
B BO3pacTe MOJIyTopa JIET, KOra POJUTENH 3aMEeTHIIM GI€THOCTh KOKHBIX TTOKPOBOB,
YBEIIMUYEHUE B pa3Mepe IKUBOTa y pPeOCHKa, HOCOBBIE KPOBOTCUYECHHUSI.
IIpu 0OBbEKTUBHOM  0OCJICIOBAaHUU  BBISIBJIEHA  IEMaTOCIJICHOMETaaus: TEe4YeHb
BBICTYyNAaJla M3-TO0J HWXKHEro Kpas MpaBoW. peOepHO AYru Ha S5 CM, Celie3eHKa
najbIupoBasiach B JeBOM noapedepne (+13 ¢Mm). B oOmieM aHanuze KpoBU BbISIBICHA
aHeMust cpenneii cremenn Tsokectd (Hb=73r/n, Er-3,48x10%/1), poMGouTOneHms —
Tr-90x109/n, neiikonenns-L-3,2x10%u Bout 3aMmoI03peH auarHo3 Oose3nm [ orre.
PeGenok Obutl HampaBiieH mgia o0cienoBanus B PecryONWKaHCKUN HEHTP NETCKOU
OHKOJIOTHH, T€MaTOJIOTUH 1 UMMYHOJIOTHH, TJI¢ BHICTABIIEH JUArHO3 — 00JIe3Hb [ orie

I Tuna (02.02.2017).
Menuko-renerndeckoe 3akimtoueHue ot 17.10.2016r: axkTuBHOCTH OeTa-
TJIIOKO3UIa3bl  CHIDKEHA  — 3  HModb/yac/Mr (HopMma 5.0-15.18 HMombs/gac/mr);

aKTUBHOCTh XUTOTPHO3u a3kl 4888 HMob/9ac/mi (HopMa 4-32 HMOJIb/9ac/mi).

MonekynsipHO-TeHeTH4eCKasi quarHocTuka: no pesyiapraram JIHK-anamuza (ot
17.10.2016), y.pebenka J[. yCTaHOBJIEHO TI'e€TE€PO3UTOTHOE HOCUTEILCTBO MYTaIllUH
L444P " rena Oera-rmoko3unasbl (reHotun L[444P/ HeusBecTHas MyTarus).
Hckmroueno HocutenbctBo MyTtanui 84GG, IVS2+1, D409H, V394L, N370S rena
Oera-Tioko3uaa3bl. BoeisgBiaeHa Btopas myTtanus — V375L. BeicTaBiieH auartos
oonesup ['ome, 1 Tun (V375L/L444P). [IpoBeaenHas pentreHorpadus OeIpeHHbIX
KOCTEH, BBISIBUIA M3MEHEHUS KOCTHOM CTPYKTYypbl 00eux OEApEeHHBIX KOCTen
no/I0OHbIE HAYyaJbHBIM TMpOsIBIEHUsAM Oone3Hu [omie, moaTBEp)KIEHHBIE NIpU
nposeneann MPT GenpeHHBIX KOCTEH.

03.02.2017 r. pebenky HauaTa (QEpMEHTO3aAMECTUTENIbHAS  Tepamnus
Nmurmroniepazoit  (Lepesum) B moze 60 EJl/xr (Ha AOMKEHCTBYIOIIMI BeEC)
BHYTPUMBEHHO KamenbHO. B Teyenne nepBbix 4,5 MecsieB pepMeHTO3aMECTUTETbHON
TEepanmuu OTMEYACTCS yMEHbIIEHWE O00beMa KHUBOTA, NPEKPATUINCh HOCOBBIC
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KpoBoTeueHwus. [Ipu manpmanum >KMBOTa OTMEUYAETCS YMEHBIIIEHHE MeYeHu — +3 cMm
(-2 cm), cenesenka +8,5 cm (-4,5 cm). B oOmiem aHammse KpOBU IOJIOXKHTEIbHAS
JMHAMUKA: HOpMAaJIM3alisl YPOBHS JIEHKOIMTOB, MOBBIIICHHE YPOBHS T'€MOIJIO0MHA €
73 v/1 1o 98 /1, TpOMOOIIMTOB 10 100x10%/. JleBouka moapocia Ha 2 ¢M U HaOpasia
1,1 xr Maccel Tena.

Bropomy B cembe pebenky M. nuarnos 6ose3nu ['omie, 1 Tum ObL1 yCTaHOBIICH
IpeHaTaIbHO BO BpeMsi 2-0i OEpEMEHHOCTH y MaTEpH.

22.03.2017 r. poauncs manbuuk ¢ Maccoit tena 3600 r. u quHOU Tena 54 cm.
[Ipu 00BEKTUBHOM OOCIIEIOBAHUN KIMHUYECKUX MPU3HAKOB Oosie3Hu ['omie He OBII0
BBISIBJICHO.

[Tpu poBeIeHNN METUKO-TEHETHIECKOTO 00CIe0BaHNs peOeHKa YCTaHOBIICHO:
aKTUBHOCTh TUIIOKoOLlepeOpo3uaa3sl — 1,65 HMonb/yac/Mr Oenika “w(HOpMa 5-
15.8 HMonBp/9ac/MT); aKTHBHOCTH XUTOTpHO3HIa3bl — 60 HMoJb/gac/MiL. (HOpMa 4-
32 HMoJb/9ac/mi).

3aKIr0YeHUE MOJIEKYJIIPHO-TEHETUYECKON TUArHOCTUKY: AtonpesysibTatam JJTHK-
aHaJu3a YCTAHOBJIEHO F€TEPO3UTOTHOE HOCUTENBCTBO MyTaunu L.444P u L375P.

[lepBbie npusnaku Oosie3nu [omie mosBuIKCH y pedbeHka M. B Bo3pacTte MmsTH
MecsaneB. [lpu  yapTpa3ByKOBOM HCCIIEJOBAHUM OPraHOB OPIONIHONM MOJOCTU
OTMeYaeTcs He3HauuTeIbHOE yBennueHue nedennt (+1 cm) u cenesenku (+0.5 cm). B
oOleM aHanM3e KPOBH CHUXKAETCs YpoBeHb . remomioomHa mo 109 r/n. Ilpu
MIOBTOPHOM OOCJIEJOBaHUM TIOKa3aTele (PEPMEHTOB ONpPENENsaeTCS YBEIUUEHHUE
YPOBHSI XUTOTpUazunaassl — 2219 Hmosb/yae/mMit (00JaCTh HOPMAJIbHBIX 3HAYEHHI:
4-32 amoin/4ac/mi).

B Bo3pacte 9 mecsieB peOeHKy. Ha3HaUeHa (pepMEHTO3aMECTUTENbHAs Teparus
npenapatom Umurmonepasa (Llepesum) B fo3e 40 EJI/kr (Ha 101KEHCTBYIOMIMM BeC)
BHYTPHBEHHO KaIleJIbHO B TCUCHNE ABYX YaCOB KaXKble 2 HEJICIH.

Oba pebeHKa 0 HACTOSIIECTO BPEMEHHU TOJIYYalOT 3aMECTUTEIbHYIO TEparuio.
VY pebenka JI. Ha (oHE. MPOBEACHUS 3aMECTUTEIBHON Tepanuu JICKapCTBEHHBIM
cpeactom Hwmwurmromepasa  (Llepesum) B nmoze 60 EJI/kr Ha NOpoOTSKEHUH
2017-2021 rr. uenu nedeHus OosiesHU [olie MOCTUTHYTHI YAaCTUYHO: y peOeHKa
COXpaHsIeTCs CIJICHOMETramnusi — +6 cM, aHEeMUSl JIETKOW CTETeHU, TPOMOOIIUTOTICHHS —
114x10°%1. TIoBbIEH YPOBEHb XUTOTPHA3HAA3BI — 2520 HMOJB/4ac/MI — CHIDKCHHE
OT MOMEHTA HauyaTou 3aMECTUTENILHOMN Tepanuu Ha 55%.

VY pebenka M. Ha hoHe TPOBEACHUS 3aMECTUTEILHON Teparuu JIEKapCTBEHHBIM
cpeactBoM WMmurmroniepaza (Llepesum) B mo3e 40 EJl/kr B 2017-2018 rr.; B mo3e
30 EI/kr (2018-2021 rr.) menu Jne4eHHs IOCTUTHYTHI: TEYCHb W CEJIe3eHKAa He
MagbIUPYIOTCS, OOIMIA aHadM3 KPOBH B HOPME, OTMEYACTCS CHIDKCHHUE YPOBHS
XUTOTpHO3uAa3bl 10 480 HMOJIB/4ac/ M.

O6a peOeHka 10  HACTOSIIETO  BPEMEHHM  MPOJOKAIOT  TOIYy4YaTh
3aMECTHUTENIbHYIO TepaIuio JIEKapCTBEHHBIM TIpenaparoM murmroniepasa (L{epesum).

B 2021 r. B cembe pomwicsa TpeTuii pebeHok. [[eBouka 3m0poBa, HO TIpH
oOcneloBaHNM YCTAaHOBJICHO, YTO OHA SBISETCS TE€TEPO3UTOTHHIM HOCHUTEIIEM
MyTAaIMHU TeHa TITIOKOIEPeOpO3nIashl.

BeiBoabl. Ha coBpeMeHHOM 3Tarie paHHsAs AHarHocTuka 0osesnu ['owme y nereit
M CBOCBPEMEHHO HauaTas (EepMEHTHas 3aMECTUTENbHAsi Tepamusi TO3BOJISET
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KynnupoBaTb OCHOBHBIC KIIMHUYCCKUC IIPOABJICHUSA 3a00J€BaHUsI W YIIYHIIUTDh
KadCCTBO JXM3HHU ITalIUCHTOB.
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CPABHUTEJ/IbHAA XAPAKTEPUCTHNRKA
KJIMHUKO-JIABOPATOPHBIX IOKA3ATEJ/IEW.C TIEPBOH
10 YETBEPTYI0 BOJIHY IAHJEMHAU COVID-19

Ckuounkasa /I A
['ponHEHCKMI TOCYAaPCTBEHHBIA MEAUIIMHCKUI YHUBEPCUTET

HayuHbiM pykoBoautesnb: acc. CtapyeHko 1. B.

AxktyanbHocTh. KoponaBupycnas undexnus COVID-19 npencrasnser coboi
BBICOKOKOHTarno3Hoe WH(MEKIMOHHOE 3a00JeBaHUE, BbI3BIBAEMOE HOBBIM THUIIOM
KOPOHABUPYCA, KOTOPBIA XapaKTEPHU3yeTCs TSOKEIBIM OCTPBIM PECHUPATOPHBIM
cuaapomom SARS-CoV=2.| Xopoiio 3a0KyMEHTHPOBAHO, YTO TIEpBBIC Clydau
uHpexuuu, ceazanHo ¢ COVID-19, Gbutn 3aperucTpupoBaHbl B TOpoOJie YXaHb,
npoBuHIMs XyO0si, Kuta, B nexaOpe 2019 roma m ObUIM CBSI3aHBI C PBIHKOM
MopenpoaykToB (XyaHaHb [1]. C Tex mop uH(EKIUs pacnpocTpaHuiiach Ha Oosee
yem 216 ctpan.u weppuropuil. BcemupHas opranuzauus 3apaBooxpanenust (BO3)
o0bsBuina, 9ro COVID-19 noctur craryca nangemuu 30 ssuBaps 2020 r. [2], a 3aTem
o0BsiBMIIA P00anbHyI0 nanaemuto B Mapte 2020 1. B Pecny6nuke benapych nepBbrit
ciydaii ‘odurmanpHo 3apeructpupoBan 28 deBpans 2020 roma. OcBemnieHUIO
KinHnyeckux mnposisieHnid COVID-19 B Kaxayro BOJIHY MOCBSIIEHO MHOIO
nyOQauKanuil, B KOTOPBIX NPEICTaBICHbI OOIICKIMHUYECKUE IaHHbIE (CUMIITOMBI,
TEUEHHE, OCIIOXKHEHUSI W pe3yJbTarbl JiedeHus) [3] B mepByro BOJIHY MaHAEeMUU
Covid-19 npeobnananu anbda (o) u 6eta () mTaMMbl KOPOHABUPYCHOUW MH(EKIIHH,
BO BTOPYIO BOJIHY IpeoOsajgan ramMma (y) LITaMM, B TPEThIO BOJIHY MaHAEMHHU —
nenbTa (8) mTaMM, B YeTBEPTYIO BOJIHY MaHAeMuH Iipeodianaet mraMM OMUKPOH.

Heab. Ilenbro  uccnenoBaHusl — SBISACTCANPEICTABUTH  CPABHUTEIIBHBIC
KJIMHUYECKUE XapaKTePUCTUKU M Pe3yJIbTaThl JaOOpPATOPHBIX HCCIEIOBAaHUN
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