(bYHKIIMOHATBLHOTO COCTOSIHUS ToveKk y aereir ¢ 3BYP
aKTyaJbHa ¢ TOYKHU 3peHUST pa3pabOoTKK IMTePCOHUBULIMPO-
BaHHBIX JIEYEOHBIX W MPODUIAKTUYECKUX MEPOTPUSTUIA
B JIOJITOCPOYHOM U KPATKOCPOYHOM TIEPCIIEKTUBE.

Lleas ucciaenoBanusi — M3y4UTh OCOOEHHOCTU (DUJIb-
TPAUMOHHON (DYHKIIUU TTOYEeK Y HOBOPOXKIECHHBIX HeTeit
¢ 3BYP.

Marepuaapt 1 meroapl. OGcienoBaHbl 60 HOBOPO-
JKIEHHBIX JETeil ¢ 3aIepXKoW BHYTPUYTPOOHOIO pOCTAa.
B Bo3pacre 5—7 cyTOK XU3HU TMpOBeeHa OllcHKA KIMHU-
YeCKMX U JJAOOpaTOPHBIX TTOKa3aTeseil MOUEBbIICTUTETb-
HOW CHCTEMBI M YJIBTPa3BYKOBOE HCCIIEAOBAHUE ITOUEK.
IIpoBoaunachk oleHKa YpOBHSI KpeaTWHMHA, MOYEBUHBI,
OCTAaTOYHOTO a30Ta M pacyeT CKOPOCTU KIyOOUKOBOW
dunprpamu (CK®) o momudunmpoBaHHoM (Gopmyiie
IlIBapua. Cratuctuueckasi oopadboTka MaTepraja BbIITOJ-
HEHa C MCMOJIb30BAaHUEM METOIOB OMUCATEIbHON CTaTh-
CTHKHU B KOMIbIOTepHOi1 mporpamme MS Excel 2013.

Pesyabrarel. [Ipu wcciienoBaHUM aHAJIW30B MOYM
GeccuMIIToMHas 6akTepuypust Habmomanacb y 7 (11,7%)
obcnenoBaHHbIX, Jekouutypus — y 2 (3,3%), okca-
nypus y 10 (16,7%), yparypust y 2 (3,3%) manumeHTOB.
ITo maHHBIM GMOXMMMUYECKOTO aHaju3a KPOBH YPOBEHB
KpeatnHuHa coctaBui 35,0 [27,5; 40,0] MkMoOIb/J1, MOYE-
BuHbI — 2,7 [2,0; 3,4] MMOJIb/JI, OCTATOYHOTO a30Ta —
12,6 [10,9; 14,5] mmonb/1. CK® mo [IBapiry cocTasisiia
56,4 [45,7; 67,8] mn/mun/1,73 Mm%, ipu aToM y 33 (55%)
HoBopoxaeHHBIX ¢ 3BYP Habmopanace runepduibTpa-
s, y 3 (5%) — camkenne CK®. [1pu orieHKe BOTHO-3-
JIEKTPOJIUTHOTO OajlaHca ypOBEHb HATPHUSI HAXOMWICS
B npexnenax 138,6 [135,8; 140,2] mmonb/n, Kanust — 5,1
[4,5; 5,6] mmonb/in. TTo maHHBIM YJIBTPa3ByKOBOT'O KCCITE-
JIOBaHMST TIOUeK MUeodKTa3us BoisBieHa y 7 (11,7%)
00C/IeIOBAaHHBIX, BPOXICHHBIE TIOPOKU  Pa3BUTHSI
rouek — y 2 (3,3%) nereii.

3akmouenue. M3MeHeHUs1 PYyHKUIMU MOYEK IO TUITY
runepUIbTpalud  XapaKTepHBbI IJISI HOBOPOXKIECHHBIX
nereii ¢ 3BYP B paHHeM HeoHaTaibHOM Tiepuoze. Pacuer
CKOPOCTH KIJTYOOUKOBOM (DUITBTPALIMN Y HOBOPOXKIECHHBIX
nereii ¢ 3BYP moxer ObITh peKOMEHIOBaH IS IPUMe-
HEHUs B KIMHUYECKOI TTPaKTUKE.

BPO)KI[EHHLIfl HE®POTUYECKHU CUHJIPOM:
KIIMHUYECKU CIYYAW C BBIABJIEHUEM
MYTA].IHPI B T'EHE NPHS1

Suyxue A.A.", Huxumuenko H.B.', beavkesuy A.T.?,

Kosvipo H.A.?, Tonuaposa P.H."

MNHCTUTYT reHetukn n umtonorum HAH Benapycu, MuHck
Benopycckuin rocyaapCTBEHHbIN MEONLMHCKNA
yHUBepcuTeT, MUHCK

BBenenne. BpokneHHbI HepoTUUECKUIT CUHIPOM
(BHC) o6benuHsieT reTeporeHHyo rpyniy 3a0oeBaHui,
XapaKTepU3yIoLIUXCcsl MPOTeMHypueil HedhpoTUYeCcKoro
YPOBHSI, TUMOAJBLOYMUHEMUEH M OTeKaMM, KOTOpbIe

UHHOBALJMOHHbBIE TEXHOJ1IOINUN B NEANATPUN U JETCKOW XUPYPINU

MPOSIBJISIIOTCS BHYTPUYTPOOHO WJIM B TEpBbIe 3 Mecsila
xku3Hu. OcHoBHoM npuunHoii BHC siBnsitorest nedpekTsbl
MOJIOLIMTOB, 00YCIOBJICHHBIE MyTalusiMu reHoB NPHS,
NPHS2, WT1, PLCEI u LAMB2.

Ieap wuccnenosanusa. IlpencraBuTh KIMHUYECKUI
ciydaii ¢ TIpUMEHEHUEM MOJIEKYJISIPHO-TEHETUYECKOTO
TecTupoBaHMsI Uit nuarHoctuku BHC.

Marepuaast u metoapl. [Tannenty ¢ BHC ¢ remary-
pueit U TUNIEPTEeH3Uel, aCCOLMMPOBAHHBIM C TUITOTH -
peo30M, MPOBEAEHO BhICOKOMPOU3BOAUTEIbHOE CEKBE-
HUpOBaHME TIOJHBIX TIOCJEIOBATEIbHOCTEIl TeHOB
NPHS1wn NPHS2.

PesyabTatel. Manbuuk P. ot 1 GepemeHHoctu, 1
CPOYHBIX POJIOB C OTSITOIIEHHBIM aKyIIepPCKO-TMHEKOJI0-
TMYECKMM aHaMHE30M (aHeMUs, XpoHUYecKasi heTo-T1a-
LeHTapHasi HegoctaTouHocTh, COVID-19, MHOTOBOMME,
OosbIas Macca TaueHTel). Ha 3 cyTtku mocne poxnie-
HUs y peOeHKa TMarHOCTUPOBAaHA BOJSHKA SIMYEK, TPO-
teunypusi (Pt) (3,39 r/n), runoansoymuuemust (23 r/mn).
Ilpu nanbHeiilieM HaOMIOIEHUM COXpaHsJIach Mac-
cuBHasi Pt, BblpaxkeHHasi TUIIOATLOYMUHEHUsT Ha (hoHE
npoBoaumMoii TpaHcdysuu 20% anbOymMuHa, CTOMKas
aptrepuanbHas runeprersus (90—110/50—60 MM pr.cT.).
YcTaHOBIIGHO TIOBBIIIEHWE YPOBHSI THUPEOTPOITHOIO
ropmoHa ao 11,37 mEn/n (wopma 0,72—10,5 mMExn/n).
ITo pe3ynbrataM MOJEKYJISIPHO-T€HETUYECKOTO HUcCe-
NIOBaHUsI OOHapykeHbl 2 MyTaliuu B reHe NPHS1 B kom-
nayHja-rereposurote. O6a BapuaHTa — 3aTparuBaroLIUii
caiitr crutaiicuara (NM_004646:exon18:¢.2335—1G>A)
U TOpUBOMSIIMI B  0OOpa3oBaHMIO  CTOI-KOJOHA
(NM_004646:exon8:¢c.C847T:p.Q283*) — comepkaTcs
B 6a3e ClinVar (Variation ID: 188734 1 2115119) u xnac-
cuUIIMPOBaHbl KaK maToreHHble. [Ipu 3TOM MyTamus
¢.2335—1G>A paHee Obl1a OoOHapyxkeHa y MalKUEHTOB
¢ BHC B rerepo3urotHoM COCTOSIHUM, a €IMHCTBEH-
Hast 3anuch o Myrtamuu p.Q283* matupyerca 2023 r.,
OIHAKO He COmepKUT MHpopMaluu o cBa3u ¢ NPHSI-
accolMMpoBaHHON narosiorueii. [1peacTaBiaeHHBIN K-
HUYECKUIA caTydaii SIBJISIeTCS TePBBIM CcllydyaeM oOHapyxke-
Hus myrauuu p.Q283* y mauunenta ¢ BHC, yto ciyxut
CBUETEILCTBOM B TT0JIb3Y €€ MTaTOIreHHOCTH.

3akmouenne. Hamu wuneHTMdUIIMpOBaH KoMMa-
YHI-TeTepPO3UrOTHBIN BapuaHT B reHe NPHS 1, KOTOphbIii,
BEpPOSITHO, sIBUJICS TipuunHoi pa3sutuss BHC y nanHoro
nalueHTa.
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