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3Ha4YMMOCTb paHHEeh AUarHoCTUKU opdaHHOro
3a601eBaHUA B NMPaKTUKe Y4aCTKOBOIO

Bpavya-neauvartpa (KAIMHUYECKUHM cyyaun)
byxapuHa K.A., Kpbimckas 0.C., ®anuHa O.A.

[AY3 TO lopoackas nonnkamHmka N2 5, TiomeHb, Poccuiickasn depepauus

AKTyanbHOCTb. [JIMKOreHo3bl — rpynna HacneacTBEH-
HbIX 3ab0neBaHWi, Bbl3BaHHbIX HEOOCTAaTOYHOCTbIO OAHO-
ro0 WUAW HECKONIbKMX (GEPMEHTOB, BOBJ/IEYEHHbIX B CHHTE3
W pacnaj rMWUKOreHa, U XapaKTepu3yLLMXCS HaKOMIEHNEM
NaToNOrMYECKUX KONMYECTB MW TUMOB MMMUKOreHa B TKaHSX.
CumnTOMaTMKa BO3HWKaEeT BCMEACTBME HAKOMNEHWUS K-
KOreHa Wan ero NpPoMEXKYTOYHbIX MeETabonmMToB M60 M3-3a
HejocTaTKa KOHeYHbIX NPOAYKTOB pacnaga rfiMkoreHa, oco-
GEHHO II0KO3bl. Pasnnyna B CTeNeHU TIXKECTU U Bo3pacTe
Hayana KAMHUYECKUX NPOSIBAEHWM Bbl3BaHbl BOBEYEHU-
€M pasfiMyHbiX M30DEPMEHTOB WAM APYrMX KOMMOHEHTOB
noBpexaeHHbIX GepMeHTHbIX cucteM. Hactota Bcex Gopm
6one3Hen HakonneHus rmkoreHa — 1 : 40000 Hacene-
HUSA. HecMoTps Ha 3HaYMTENbHbIV NPOrPecc B AMArHOCTUKe,
B Hallewn cTpaHe 3ab60NeBaeMOCTb [MIMKOreHOBOW 60NE3HbIO
OCTaeTCst JOCTaTO4YHO HU3KOMN.

Llenb uccnegoBaHua. OnncaHne KIMHUYECKOro ciy4vas
paHHEeW AMarHOCTUKK MMIMKOreHOBOW GONE3HM.

MauueHTbl U MeToabl. [1poBeaeH aHanu3 KIMHUYECKOM
nctopun 6onesHn pebeHKka C AMarHo3om: «[MuUKoreHosas
60ne3Hb, TUN 9, NnevyeHo4Has dopman.

Pe3ynbrartbl. Pe6eHOK 0T 2-1 6epemeHHocTH, 1-X camo-
cToaTeNbHbIX PooB B cpoke 38,3 Hea. 1-9 6epemMeHHOCTb
3amepluas. Bec npu poxgeHun — 3662 r, agvHa 54 cwm.
Ouexka no wkane APGAR — 7/8 6annoB. AfanTauuOHHbIV
nepuoa npotekan 6e3 oco6eHHOCTeEN. BbinncaH U3 poannbHO-
ro AJoma B Bo3pacTe 3 AHen ¢ AMarHo3oMm: «<HOBOPOKAEHHbIM
38,3 Hep, TpaH3WUTOpHAas enTyxa, PUCK NO BHE3anHOW Mna-
neHyeckon cmeptn O 6annos». B Bo3pacte 1 Mec oCMOTPEH
neavaTpoM, AMarHo3: «3aTsXKHas KenTyXxa HOBOPOXKAEHHO-
ro». BbinosfiHeHbl GBUOXMMUYECKUIA aHaNIM3 KPOBU — MOBbILe-
Hue obuwero 6unupybuHa (33,1 MKMO/b/N) 3a CHET MpsSMOW
dpakumun (5,53 MKMonb/N), yNbTpasByKOBOE MUccnegoBaHue
opraHoB 6ptowHon nonoctn ot 14.01.2021 — 6e3 nato-
normn. BaKumHauus npoBedeHa COrnacHo HalMOoHalbHOMY
KaneHgapio NpUBMBOK. [eHeanornyeckMm aHamHes: [ABOLO-
POAHbIM GpaT No MaTEPUHCKOM JIMHUM — YCTaHOB/IEH ANArHO3
«[JINKOreHoBass 6onesHb, IX Tmm», mama v pogHas TeTd no
JIMHUM MaTepu — HOCUTENIM TETEPO3UIOTHOM X-CLIEMIEHHOM
mytauun B reHe PHKA2. B gHuBape 2021 r. pebeHKy 6bl10
NPOBEAEHO  MOJIEKYNSPHO-TEHETUYECKOE WCCefoBaHue
METOAOM MpPSAMOro aBTOMATUYECKOr0 CEKBEHMPOBaHMS,
6bl1 uccnegoBaH reH PHKA2, o6GHapyKeHa HyKneoTuaHas
3ameHa chrX:18959756[M>A B reMmn3uroTHOM COCTOSIHUM.
KoHcynbTMpoBaH reHeTKoM, 3aktoyveHue: «<E74.0 [NnKoreHos,
MyTauusi B X-XPOMOCOME, reMU3UrotHas». PebeHOoK aucTaH-
LWMOHHO KoHcynbtpoBaH PrAY «HMWULL 3popoBbsi aeten»
MwuH3apaBa Poccuu, laHbl peKOMeHAALMKM O FPYAHOM BCKapM-
JIMBAHUW, AMHAMUYECKOM HabMoAeHUn 3a BUOXMMUYECKUMU
noKkasatensaMu Kposu. B nioHe 2021 r. 6bi1 roCNUTann3npo-
BaH B ®IAY «HMWL, 3mopoBbs aeten» MuHsgpaBa Poccum
C avarHo3oMm: «[nMKkoreHoBas 6one3Hb. eyeHo4yHas dopman.

Pe6eHOK Ha gucnaHcepHOM y4yeTe y neauatpa, racTposHTe-
ponora ambynaTtopHo. C Bo3pacTa [ABYX MEC CUCTEMaTUYECKHM
BbIMOHAETCS YNbTPa3BYKOBOE MUCCE0BaHNe OpraHoB GpioLL-
HOM MOMIOCTM Ha MpPeaMET M3MEHEHUN MapEeHXUMbl MEYEHMU,
pa3mepoB; caaeTcsl GUOXMMUYECKUN aHann3 KPOBM, KOHTPO-
IMpyeTcs ypoBEHb MMOKO3bl, 6unnpydbuHa, AT, ACT, wenoy-
Hon docdoTasbl, MMNNLOrpamMMbl, Koarynorpammbl — UMeEET
MECTO CTOMKOE OTKNOHEHWe OT HOpMbl Mokasatenen. MioHb
2021 r.: xonectepuH — 6 MMonb/n (noBbiweHKne), JIMHM —
4,3 mmonb/n (nosblweHne), ACT — 75 en/n (NoBbllIeHKE).
B aBrycte 2021 r.: ACT — 62,4 en/n (noBblleHUE), Kene-
30 — 5,1 MKMOAb/n (CHUXKeHue). B oktabpe 2021 r.: remo-
rno6uH — 109 r/n (cHukerue), NTN — 130% (NoBbIWEHKE),
Tpurnnuepuabl — 2,81 mMmonb/n (nosbiweHue), OMCC —
57,2 MKMONb /N (NOBbILWEHKE); yNBTPa3BYKOBOE UCCNieAoBaHne
opraHoB 6ptowHon nonocty ot 13.09.2021 — 3xo-NpuU3HaKu
renatomeranuu. JuddysHble U3BMEHEHUS NedYeHn. 3a nepuoa
HabMAEHNS 3MU30[0B MUMNOMIMKEMUM He 3aPpUKCUPOBaHO.
Ddu3nyeckoe U NCUxMyeckoe pasButne pebeHKa B IMUKPU3-
Hble CPOKM COOTBETCTBYET BO3pacTy. 10 HaCTOAWMIA MOMEHT
nonyy4aeT rpyaHoe Mosoko. B wuioHe 2021 r. B nnaHoOBOM
nopsigke pebeHoK 6bin rocnutanuavpoBaH B PegepanbHoe
rocyaapcTBeHHOE aBTOHOMHOE y4ypexaeHune «HaumMoHanbHbIn
MEOVLIMHCKUIA MCCnefoBaTe/IbCKUM LIEHTP 3[40pPO0BbS AeTeM»
MwuH3apaBa Poccuu, rae npoBeaeH psa o6¢cneaoBaHuin B pam-
Kax AMarHOCTMKM W [AMHAMMUYECKOro HabMoAeHMs TeyeHus
3a60neBaHNa: yNbTPa3BYKOBOE MWCC/NEeNOBaHWE OpraHoB
OpPIOWHOM NonocTM — Anddy3Hble NapeHXMMaTo3Hble U3Me-
HEHWS NEYEHU, MPUBHAKKU NEPUNOPTaNbHON peakLmn NeYeHu;
dunbpoanactorpadpma — oTcyTcTBME GUOPO3a NEeYeHu; Tpex-
CYTOYHbIA MOHMUTOPUHT TMKEMUM — 3MU3040B TUMNOrNMKe-
MUK He OoTMevaeTcsi; GUOXMMUYECKOEe UCCNefOBaHWE KPOBM:
ANT — 44,4 en/n (noBbilweHne), ACT — 80 ef/n (NOBbILLIEHKE),
xonectepuH — 5,9 MMonb/n (NOBbILLEHNE) — MWHUMaAbHbIN
CMHAPOM UMTONKM3a; Koarynorpamma: A4TB — 31,5 ¢ (noBbI-
wetHue), MNTB — 23,5 ¢ (noBbiweHne), MHO — 1,75 (noBblwe-
HWE), KOHCY/IbTUPOBAH AMETONIONOM (AaHbl PEKOMEHAALMKN MO
MUTaHMIO), MO OKOHYaHUK BbICTaB/EH AnarHos: «[fnkoreHoBas
60ne3Hb, TMN 9, neyeHo4Hasa Gopmar. PeKomeHaoBaHO: MpUeM
YPCOAE30KCUXONEBON KUCNOTbI (cycrneHauns) 250 mr/5 mn no
2,75 mn 1 pa3 B CyTKW, OIUTENbHO (15 Mr/Kr/cyT).

Cnepylouas nnaHoBas siBKa 3anjaHWpoBaHa Ha SHBapb
2022 r. Ha nocTtosiHHOM OCHOBE pebeHOK NMpUHUMAaET ypco-
[1€30KCMXONEBYID KMCNOTY (cycneH3us) 250 mr/5 ma no
2,75 mn 1 pas B CyTKM, AnuTenbHo (15 mr/Kr/cyT).

3aknoyeHune. B gaHHOM cnyyvae paHHAS AMarHocTu-
Ka rMMKoreHo3a umeeT 60/blloe 3Ha4YeHUs Ans NporHosa
W DanbHeWlen TaKTUKKN BefeHusa pebeHKa. BaxHo onpeae-
JIUTb TUN HacNeACTBEHHOW MNATONOrMM A1 MPOrHO3a TAXECTU
TeyeHus 3aboneBaHus. HemanoBaKHbIM SABASETCH TaKKe
NanbHENLWNIN aHTEHaTalbHbIM MPOrHO3 MO POXAEHMIO NOCe-
[OYIOLWKX AETEN B CEMbE C JaHHOM NaToNOrMeN.



