BbiBoabl.

Bpox/eHHbIe X0ecTaTHUeCKHe Ooe3Hu y JeTell paHHero Bo3pacta, 0COOEHHO B
TepBble TP MeCSL XU3HH, GEHOTHIIHYECKH CXOXKH KaK MENLY coboi, Tak U €

* BTOPMYHBIMH [IPOSIBJICHUAMH HapyILIeHHI (yHKUHMi neYeHn BCIeACTBHE
HeJOHOLIEHHOCTH, aCOUKCUHU HJIH Cerncuca: KIMHUYECKHE IPH3HAKH
HEOHATAJIbHOTO X0J1ECTa3a MOTYT ObITh HAEHTHYHBIMH (TMIOXOJIMYHBIH CTYI,
TeMHas MOua, JKeNTyXa, runoraukemus). Hexotopsie GopMbl HEOHATATBHOTO
X0JIeCTa3a MOTYT ObITb HIEHTH(HLUHPOBAHEI OGHOXHMHUECKH U FEHETHIECKH HIH c
IOMOILIIBIO METOZIOB BU3yanu3auui. JIpyrue TpebyioT npoBeaeHus ouoncuu
neyeHu ¥ Mopooruueckoro uccaenopanus. [1]
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Pexomenaauuu no AudepeHuHa bHOM AHATHOCTHKH.

JleTsM ¢ 3aTSDKHOI JKETYXOH B HEOHATANILHOM TIEPHOJIE, THIIOXOIIHEH HilH
axommeif CTy/1a, renaToMeraieii WM renaTociieHoMerauei, KOTopbie POHIHCE
¢ BHyTpHyTpobHOit rHtoTpodueli OT GepeMeHHOCTH, poTeKaBliiei ¢ yrpo3oi
[IpephIBAHHS, HEOGXOUMO NPOBECTH GHOXHMHHECKOE HCCIIE/I0BAHHUE KPOBH C
onpelie/ieHHeM YPOBHS 061wiero H mpsaMoro 6unpy6una,
ATaHHHAMMHOTpaHC(Epashl, FaMMa-TIIOTaMHJITPAHCTIENTH/a3b], KOaryJlorpamMmy,
a TaKoKe CAeNaTh KIHHUYECKHH aHATH3 KPOBH, B KOTOPOM 00HapyeHHE aHEMHH U
TPOMBOLHTONEHHH HaPAy ¢ KoaryJonatieii 06yc/oBIHBaCT HEOOXOMUMOCTE
HCCIIEOBAHMS KPOBH M MOUH Ha CYKLMHHJIAUETOH C LeNbI0 HCKIIOYEHHA
Hac/Ie/ICTBEHHOM THpo3uHeMuH 1-ro THNa H T depeHUnpoBaHHs ee C
CHHIPOMOM ANxHIs. JIeTAM C [1003pEHHEM Ha HAC/IE/ICTBEHHYIO
THPO3MHEMHIO 1-TO THIIa IPOBO/MTCSA HCC/IE/0BAHHE HA ONPE/ICTICHHE
KOHIICHTPALMH (QeHUNANAHHHA H THPO3HHA B KPOBH METO/IOM TaHIEMHOH Macc-
CTIEKTPOMETDHH, & TPH X OBbIIEHNH IPOBOANTCS ONPEENEHHE KOHUCHTPALHH

CYKLIMHMJIALETOHA B KPOBU U MOY€. [1]

JleTAM C IOJI03PEHHEM Ha XOJIECTATHYECKHE 3a00/1eBaHHA A 10Ka3aHO IpoBeIeHHE
renaTo6UIMCLHHTHTpagyH C ONpee/eHneM BpeMEHH MakCHMAILHOrO
HAKOIUIEHHs paguodapmnpenapara B e4eHH, BPEMEHH IOTyBRIBE/ICHHA
panuodapMIIpenapara u3 e4eHH W BpEMEHH NOCTYIUICHHS panuodapmnpenapara
B KuIeqHHK. C IOMOIIBIO 3THX ToKa3aTeneii npoBoauTes M peperunanHas
JHArHOCTHKA THIIA BHYTPHIIEYEHOYHOrO X0JIeCTa3a — BHYTPUKIETOUHOIO
CHHYCOMIAIBHOTO OT AYKTY/SpHOro. Jlyis porpeccupyommero ceMeiHoro
BHYTpHIIEYEHOYHOrO XO0JIECTa3a U GUIMapHON aTpe3HH XapaKTepHO OTCYTCTBHE
BpPEMEHH IOJTyBbIBEICHUSA panuodapMIpenapara 13 e4eHU 1 BpEMEHH
MOCTYILIEHHs ero B KMIIEYHHK, 2 BpeMs MAKCHMAJILHOTO HaKOIUICHHS
panuodapmrpenapara B e4eHH NpeBbIIacT 12,8 munytsl. [Ipu cuaapome
Aaski/LIs M HAC/EACTBEHHON THPO3MHEMMH 1-ro THIa BpeMs MaKCUMATILHOTO
HaKOTUIeHUs pajuodapMIpenapara B Ne4CH! MEHEE 12,8 MuH, UMeeTCs BpeMs
MOCTYIUICHHE €r0 B KMIIEYHHK M BPEMsl IIONTyBRIBEACHHA panuodapMmmpenapara 13
[1e4eHH, KOTOPOE IIPH HAC/IEACTBEHHOH THPO3HHEMHUH 1-ro Tuna menee 42,1 MuH, a
IIpH CHHpOME Anaxus — 6onee 42,1, MUHYTBI. uddepeHunpoBaTh
xoJlecTaTH4ecKue 60JIe3HH y JIeTel M03BOJIAET COBOKYITHOCTD M3MEHEHUH TaKuX
6HOXUMHUYECKUX NI0Ka3aTeNeil KPOBH, KaK YpPOBHH allaHMHAMMHOTpaHCcdepasbl,
o6uiero 6umnpy6uHa ¢ npeobiiaiaHueM npsAMOH (pakUuK, raMMa-
[IIOTaMHJITpaHCIENTHAA3bL. Js nporpecénpyromero ceMeMHOoro
BHYTpHIIEYEHOYHOr0 X0JIECTa3a XapaKTEPHO MOBBILIEHUE YPOBHS
aTaHHHAMEHOTpaHcdepassl | 061ero 6umipy6Guna ¢ npeobnagaHneM NpSIMOH
pakuyy BollIe 7 BEPXHUX IPaHAL HOPMBI ¥ HaXOJALIMACS B IIpeaenax

pedepeHCHBIX 3Ha4CHUH WK HE NPeBBIMAIONIHIT IBYX BEPXHUX TPAHHIL HOPMBI
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YpOBEHb raMMa-IJIIOTAMUITPAHCICN THA3BI. Jlis GunuapHOi aTpe3uH XapaTepeH
HAXOMAIIMIACA B AMana3oHe OT 3 10 7 BEPXHHX rpaHHIl HOPMBI ypOBCHD
aJlaHMHaMHHOTpaHcdepasbl, a YPOBHH obutero 6unupy6uHa ¢ npeobiagaHueM
npsAMOit PpaKLMK H raMMa-TJIIOTaMUIITPaHCTICITHAA3b, npesblLaroue 7
BEPXHMX rpaHHIl HOpMBI. [l CHHApOMA AJIQKHIUIA XapaTepeH He MpeBbIaoLIHi
3 BepXHHMX IPaHHIl HOPMbI yPOBEHb a/laHHHAMHHOTpaHC(epasbl, ypoBeHb 001Iero
6uupyOuHa ¢ npeobianaHkeM IPAMOH dpaxuuu, HAXOAALMHCA B 1HATIA30HE 3-7
BEpPXHHMX IPaHHLl HOPMBI, H yPOBCHb ramMMa-IJIF0TaAMHJITPAHCIIeN THAA3bI,
HaXo/sLIHiics B AMana3oHe 2-7 BEpXHUX rPaHULl HOPMBI. Jlns HacJ1eICTBEHHOH
THPO3MHEMHH 1-TO THIIA XapaKTEPHbI yPOBCHH ajlaHHHAMHHOTpaHcpepassl ¥
o6mero 6uupy6HHa ¢ npeobafaHneM NpAMoH ¢pakuuy, He MPEBBILIAIOLIHE
TpeX BepPXHHX TPaHHIl HOPMbI, H ypPOBEHb ramMMa-TII0TAMUJITPAHCIIENTHIa3b], HE
NIpeBBILAIOMMH ABYX BEDXHMX IPAHUL HOPMBI, 8 TAKKE xoarysonatus. s
BepH(HKaLHH JHArH03a NPOBOAUTCH MOJIEKY I PHO-TEHETHYECKOE HCCIIEI0BAHHE:

- [u1st BeprGUKaLMH HaceCTBEHHOH THPO3MHEMHH 1-ro TMIa — MOMCK MyTallHii B

rene FAH; curapoMa Anausuis — IOMCK MyTallui B reHax JAG1 u NOTCHZ;

IIPOrPeCCHPYIOLIEr0 CeMeHHOro BHYTPHIIEYEHOYHOro X0IecTasa — IIOUCK
myTauui B renax ABCB11, ATP8B1 u ABCB4. [1]
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