KJIMHUYECKUE CJTYHAU

Kimnnyeckue XapakTepuCcTHKH HOBOPOXKIEHHOTO ¢ CHHAPOMOM JIoy

M. B. Apmiwowesckas’, A.Il. Cyxapesa'?, E.Il. Muxanenxo’, O.M. Masviuesa’, 10.C. Cmankesus’,
JI.B. lllanvkesuu’, I A. Cywens?, A.M. Kozapesoea’

«Benopycckuii rocyaapCTBEHHbI MEOVLIMHCKUIA YHUBepcuTeT», 220013, MuHck, Pecnybnunka Benapycb

2y3 «KnunHun4ecknin poamnbHelii 4om MuHckoi obnactu» 220076, MuHck, Pecnybnvika Benapycb

STHY «HCTUTYT reHeTuKn 1 umTonornm HaumoHanbHo akagemun Hayk benapycu», 220072, MuHck, Pecnybnuka Benapycb
4Y3 «MuHckasa obnacTtHasa getckas kKnnHudeckas 6onbHuua», 223053, MuHckas obnactb, Pecnybnvka Benapycb

Clinical characteristics of a newborn with Lowe syndrome

M.V. Artyushevskaya', A.P. Sukhareva'?, E.P. Mikhalenko’, O.M. Malysheva’, Yu.S. Stankevich’,
L.V. Shalkevich', G.A. Sushchenya®, A.M. Kozarezova?

'Belarusian State Medical University, 220013, Minsk, Republic of Belarus

2Clinical Maternity Hospital of the Minsk Region, 220076, Minsk, Republic of Belarus

3Institute of Genetics and Cytology of the National Academy of Sciences, 220072, Minsk, Republic of Belarus
“Minsk Regional Children’s Clinical Hospital, 223053, Minsk region, Republic of Belarus

OKyJ10-11epedpo-peHabHblii cCHHIPOM (cuHapoM Jloy) siBisieTcs penkuM 3a00JieBaHUAM ¢ X-CHEIVIEHHBIM THIIOM HACJIE0BAHMS.
Cunzpom Jloy Bo3HukaeT B pe3yibrare mytanuii B rene OCRL (Xq25). 3a0oeBanne xapakTepusyercs OpaxKeHHeM Ijia3, HeBpPO-
JIOTHYECKUMH HAPYIIEHUSMH M TOYeYHOW AucyHKIMe, Beayleil K noyeyHoi HeaoctatoyHocT. IIpencraBieHo KiIMHUYECKoe
Ha0oeHne HOBOPOXKAeHHOTo pedenka K. ¢ nedroTom 3a00/eBaHusl M reHeTHYECKOi BepuUKalueil IMarHo3a B HEOHATAJILHOM
nepuoje. B KIMHHYECKOi KapTHHE BEAYIIMMH CTAJIM: CHHAPOM MbILIEYHOI THIIOTOHMH, BPOXKIEHHAS BEHTPUKYJIOMErajus, BPOXK-
JIeHHasi KaTapakTa 000MX IJ1a3, npoTeuHypus. 3anono3pen auaruo3: «E72.03 Oxyno-uepedpo-peHanshbiii cunapom Jloy». Ina-
rHO3 ObL1 MOATBEPXKIEH NPH MPOBEAECHUM MOJHOIK3OMHOIO CEKBEHMPOBAHMS, OOHADPYKEH BAPMAHT HYKJICOTHIHON MOCJeI0-
BaTeJbHOCTH B 9K30He 16 rena OCRL (chrX-129575174-TC-) B reMHU3MrOTHOM COCTOSIHMM, NMPHBOASLIMA K HOHCEHC-3aMeHe
(NM_000276:c.1638_1639del:p.Phe547Ter). BbisiBieHHbIli BapuaHT BepU(HUIMPOBAJICA METOJAOM NPSAMOr0 CEKBEHHPOBAHUS
no Conrepy. Penkoe HaciiencTsenHoe 3a00/eBanne ObLIO TMATHOCTHPOBAHO B HEOHATAJIBLHOM IEpHOJE, YTO MO3BOIWIO oleche-
YUTH NEePCOHH(UIMPOBAHHDII MOAXO/ B OKA3AHUM MEANIMHCKON MOMOLIM JAHHOMY NAIMEHTY BBHLY €ro BbICOKOil KOMOPOUIHOCTH,
3aIJIAHUPOBATH MEIUKO-TeHETHYECKOE 00C/IeI0BAHIE CEMbH.

Karoueevte caosa: Ho6opodcoeHHbLiL, 0OKYA0-UepeOpO-PeHANbHbLI CUHOPOM, BPONCOCHHASI BEHMPUKYAOMEANUSL, 8DOICOCHHAS KAMAapPaK-
ma, npomeunypus, NOAHOIK30MHOE CeK8EHUPOBAHLUE.
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Oculocerebrorenal syndrome (Lowe syndrome) is a rare disease with an X-linked type of inheritance. Lowe syndrome occurs as a result
of mutations in the OCRL gene (Xq25). The disease is characterized by eye damage, neurological disorders and renal dysfunction
leading to renal failure. A clinical observation of a newborn child K. with the onset of the disease and genetic verification of the diag-
nosis in the neonatal period is presented. The leading clinical features in the clinical picture were: muscle hypotonia syndrome, congen-
ital ventriculomegaly, congenital cataract of both eyes, proteinuria. The diagnosis is suspected: «E72.03 Lowe oculocerebrorenal syn-
drome». The diagnosis was confirmed by whole exome sequencing: a variant of the nucleotide sequence in exon 16 of the OCRL gene
(chrX-129575174-TC-) was detected in the hemizygous state, leading to a nonsense substitution (NM_000276:c.1638_1639del:p.
Phe547Ter). The identified variant was verified by direct Sanger sequencing. A rare hereditary disease was diagnosed in the neonatal
period, which made it possible to provide a personalized approach to providing medical care to this patient due to his high comorbidity,
and to plan a medical genetic examination of the family.
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quencing
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Pecnryonuke bBenmapych Ha ¢doHe HM3KOro ITOKa-

3aTeNisl  MJIaJIeHYeCKOl CMEepTHOCTH 3aboJjieBae-
MOCTb HOBOPOXKIEHHBIX HE MMEeT TeHAEHIUU K CHU-
xkenuo [1]. CuHZpoM «BSIOro pebeHKa» SBIISIETCS
OAHUM U3 HauboJjiee YacTO BCTPEUYAIOIIMXCS CUH-
JIIPOMOB Yy JIeTell B HEOHATAJILHOM IIEPHOJIE U MOXKET
HaOMIOgaTbCsl MPU  pa3idyHBIX 3a00JIEBAHUSAX —
KaK COMaTUUYECKUX, HEBPOJIOTUUYECKUX, TaK W Hacjemd-
crBeHHBIX [2, 3]. IlpoBemenue nuddepeHINATLHON
IMArHOCTUKU, YCTAHOBJIEHHWE JIUarHo3a y HOBOPOX-

NIEHHOTO C JaHHBIM CHUHAPOMOM OCTaeTCsl aKTyaJbHOM
npobJyieMoii,Kak [JIsI HeoHaToJjiora, Tak M JUIsl Teauda-
Tpa, 1 HeBposiora. ONUH U3 PeAKUX HACJIEICTBEHHbBIX
CUHIIDOMOB, TPOTEKAIOIIU C HEBPOJOTUYECKUMM,
MOYEYHBIMU, TJIA3HBIMU aHOMAaNIUSIMU, ObLT onucaH U.
Lowe, M. Terry n E. Lachlan u n3BecTeH B aHTJIOSI3bIU-
HOM JIuUTEepaType KaK OKYJIO-IiepeOpo-peHaIbHBII CUH-
npoM Jloy (OMIM #309000) [4].

B cootBercTBUM ¢ MexXayHapoaHOW CTaTUCTUYECKOM
knaccudukanuueir 0oje3Held M MpoOsieM, CBsSI3aHHbBIX
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co 310poBbeM, aecsitoro nepecmorpa (MKb-10) nnarnos
cuHnapoM Jloy oTHocUTCS K Kiaccy 6one3Heit «Hapyme-
HUs TpaHcnopta aMmmHoKucaor» E72.03. YacTtora BcTpe-
YaeMOCTH B MUpe cocTaBiisieT meHee | ciydast Ha 500 000
yesioBeK. 3aboeBaHue HacaenyeTcs Mo X-CleruieHHOMY
pEeLleCCUBHOMY THITY, TIO3TOMY TIPOSIBISIETCST TIPEUMY-
IIECTBEHHO Y MaJbunKoB. MyTtanum de novo oOHapyKu-
BafoTcs y 30% TOpakeHHBIX JIMIL MYKCKOTO TMojia. DTo
3a0oieBaHe BO3HWKAeT B pe3yJibTaTe MyTallMii TeHa
OCRL, XOTOpBI# COmepXUT 24 3K30HA U KOAUPYET MHO-
suronnonudocdar 5-bocdarasy [5, 6]. UHozuToMIONM-
docdar 5-pocdarTasa peryampyeT HECKOJIBKO KIETOUHBIX
MPOIIECCOB, BKITIOYAST TTPOJUMEPAITNIO KIETOK, (DYHKITUIO
LINTOCKeJIeTa W MeMOpaHHOTO TpaHcmopTta. MMeHHO
HapylleHWe peryisiuyd Be3UKYJISPHOTO TpaHCIIopTa
MMeeT pelliaroliee 3HaYeHUe UTS pa3BUTHS TUCHYHKIIUN
OpraHoB, TUITMYHOM 11t cuHapoma Jloy [7].
JwnarHoctuka  cuHapoma Jloy  OCHOBBIBaeTcs
Ha XapaKTepHBIX KIWHWKO-JIA0OPATOPHBIX M WHCTPY-
MEHTAJIbHBIX JaHHBIX, MOATBEPXKIACTCS MOJIEKYJISIPHO-
TeHETUYECKUMM  WCCIAENOBAaHUSIMM  ONHOTO  TeHa
W MYJIbTUTeHHOUN maHenau. CUMITOMBI MOTYT BapbU-
pOBaThCSI B 3aBUCHUMOCTHM OT THIA U MECTOIOJIOXKEHUS
myTauu [8]. KnuHuyeckuMu HeBpPOJOTMYECKUMM TTPO-
SIBJICHUSIMU SIBJISIIOTCST BPOKIAEHHAs TUTIOTOHUS C OTCYT-
CTBUEM TJTYOOKHUX CYXOXMJIBHBIX pe(IeKCOB, HapylIeHIe
MUTaHUsS, CBSI3aHHOE C BSUIBIM TJIOTAHUEM M COCAaHUEM,
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UHUYECKUE CJT1YHAU

cynoporu. B 6osiee crapiiieMm Bo3pacTe TpOSIBISIETCS CTe-
PEOTUITHOE TTOBeeHNe (TTPUCTYIbI THEBA, arPECCUBHOCTD
1 00CECCMBHO-KOMITYJIbCUBHOE TIOBEIEHUE), a TaKXKe
YMCTBEHHAsI OTCTAJIOCTh OT JIETKOM JIO TSIKEJION CTeNeHU
Tskect [9]. Co cTOpoHBI OopraHa 3peHMs HabJoIa-
eTcsl IBYCTOPOHHSISI BPOXACHHAs KaTapakTa, Iylaykoma,
MukpodTanbmus. B ocHoBe pa3Butust opraibmoornye-
CKOM MaTOJIOTUH JIEXKUT aHOMaJIbHOE PeMOJIeIMpOBaHNE
aKTUHA, MPUBOJAIIEE K J1e30praHu3aluu dMOpPHUOHAb-
HOTO BMUTENUs] XpyCTaJMKa M aHOMaJbHOMY pa3BM-
TUIO TpaOEeKYJISIPHON CEeTH, KOTOopasl pPeryjaupyeT OTTOK
BoastHUCTOM Biiarm u3 riasza [10]. Co cTopoHBI mouek
C POXIECHMST XapaKTepHa M30JMPOBaHHASI TTPOTEUHYPUSI
BCJIEICTBME HapyLIEHUsI MMPOLIECCOB peadbcopodiuu Oeka
U3 TIPOKCUMAaJIbHBIX KaHaJIblIeB, OOYCIOBJIEHHBIX Hapy-
IIEHWEeM 3HJ0COMHOro TpaHcrnopTa. [Iporpeccupytoiiee
CHWXXeHUe (PYHKIIMU IMOYeK TTPUBOANT K TTOUEYHON AUC-
dyakuvu tina MaHKOHM W K TEPMUHAJILHOM CTaauu
MOYEYHOI HeTOCTaTOUHOCTHU BO B3POCJIOM BO3pacTe, pas-
BUTHIO HeppoTnueckoro cuHapoma [11]. Jpyrue KimHu-
YyecKMe TIPOSIBJIICHUSI BKJTIOUAIOT JIUIIEBOW AUCMOPGhU3M
(BbICTYMatOIIME JOOHBIE OYrphbl, MIyOOKO TOCaXKeHHBIE
IJ1a3a, MyXJible 1eKU1, CBETIbII 1IBET JnIla), HU3KUI pOCT,
KOXHO-CJIM3UCThIE aHOMAJIUU (3PYNTUBHbBIE KUCTHI ITyIII-
KOBBIX BOJIOC, TPUXOSIUTEIMOMA, U30BITOYHbBIE KOXHbBIC
CKJIaZIKU M 00pa3oBaHMe KUCT B TIOJIOCTU pTa y TalMeH-
TOB), MOPOKU Pa3BUTHUS 3yOOB, KPUIITOPXU3M M CKJIOH-
HOCTb K KpPOBOTEUYEHMSIM U3-3a AUCHYHKIUM TPOM-
OOIIUTOB.

C 1uenplo AEeMOHCTpallMM CJIOXHOCTU auddepeH-

LIMAJIbHO-IUArHOCTUYECKOIO  TOMCKA  MpeacTaBUjIeH
TeHEeTUYEeCKU  BepU(UIIMPOBAHHBINA  Cly4ail  CUHI-
poma Jloy.

KnuHuyeckoe HabGnopgeHue

Manbuuk K. ponuncsa B KamHuyeckoM poausibHOM
noMe MUHCKOI 001acTH, ¢ TIepBBIX CYTOK XXU3HU Tiepe-
BelleH Ha o0cjieoBaHNe B TeAMaTPUYECKOe OTAe/ICHUE
17151 HoBopoxkaeHHBIX (Y3 «KPAMO»).

H3 anammnesa xncusHu M3BECTHO, YTO MaTepu peOeHKa
32 roma, oty — 31 rox, Opak HeponcTBeHHBIN. HacTos-
masi 6epeMeHHOCTh 4-s. [1o pe3yabrataM reHeTHuYecKom
JMWArHOCTUKH, BBITIOJTHEHHON 10 HACTYIUIEHUST HACTOSI-
el 6epeMeHHOCTH, KEHIIMHA SIBJISIETCSI HOCUTETbHM -
1Iell maToreHHOoro BapuaHTa B reHe DMD, oTBevarolieM
3a pa3BUTHE MblIllIeyHO# nuctpoduu dromenHa. U3 aky-
IIepCKOTO aHaMHe3a MaTepu M3BECTHO, YTO OepeMeH-
HocTh B 2012 romy 3aKOHUMJIACh MCKYCCTBEHHBIM abop-
ToM, B 2014 rogy — cpouHbIMU pomamu (leBouka, Bec
3700, 3mopoBa), B 2020 romy — UCKYCCTBEHHBIM a00OPTOM
MO0 MEIUKO-TEHETUIECKNM MOKa3aHUsIM (y TI0Aa BBISB-
JIECHO HaJuyMe MaToreHHoro BapuaHta B reHe DMD).
Hacrosiiiasi 6epeMeHHOCTh MpoTekajia Ha (poHe yrpo3bl
MpepbIBaHUSI 1 UCTMUKO-1I€PBUKAIbHON HETOCTaTOUHO-
CTHU, CMHIPOMa TUIIEPIXOTEHHOIo KHUIIEYHUKA Yy TII0/1a
B 24—25 m 26—27 Hemenb (CTallMOHApHOE JIEYEHHUE);
MHoroBoaus B 33—34 Henenu u 37—38 Henenb (cTaluo-
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Apmrwouwesckas M.B. u coasm. KIMHUYECKHE XapaKTepUCTUKK HOBOPOXIEHHOTO ¢ CMHAPOMOM JIoy

HapHoe JiedyeHue). [1pu rocnuranuszaunu B 37—38 Henenb
OblJla TUAarHOCTUPOBAaHA BEHTPUKYJOMETAIUS y TUIOAA.
Ponpr 2-e nHayuupoBaHHbBIE B cpoKe recranuu 38 5/7
Henenb (271 neHpb) ¢ Maccoit Tena 2900 r, poctom 55 cm,
OLIEHKOM 110 1mKayie Anrap 8/8 6aoB.

Anamues 3abonesanus. OKyn0-11epeOpO-peHaTbHbII
cuHapoMm Jloy ObUT  3amomo3peH MO  HaJIUYUIO
y pebeHka K. Komriekca KITMHUYECKUX U J1a00OpaTOpHO-
MHCTPYMEHTAJIbHBIX TAHHBIX B HEOHATAJIbHOM TePUOJIE.

[lamonoeuueckue nposeaenus co CHMOPOHb HEPBHOU
cucmembt. CocTosTHUE pebeHKa MPU POXICHUM OLEHU-
BaJIOCh KaK CpeIHEl CTeMeH! TSKeCTH 3a CYeT CUHIPOMa
yTHeTeHusl LeHTpaibHOi HepBHOI cuctembl (LIHC).
B cBs3u ¢ 3TUM Ha 1-e CyTKUW XW3HU TSl JaTbHEWIIEro
HaOJIIOIEHUs U JieueHUsI peOeHOK MepeBefeH B reaua-
TpUYECKOe OTAeJICHHUE IJIsI HOBOPOXKICHHBIX (C TIeprHAa-
TaJILHOM TTaToJIoThel 1 HegoHOoIIeHHBIX) Y3 «KPAMO».
IIpu nmepBuyHOM OcMoOTpe oOpalajga Ha ceOsi BHUMa-
HUE BBIpaX€HHAs] MBbIIIEYHAsT TUTIOTOHUSI, OTCYTCTBUE
AKTUBHBIX M TTACCUBHBIX IBMKEHUN KOHewHOCTe. Kprk
Mo mpuHyXaAeHn0. CyXOXWIbHO-TIEpUOCTaTbHbBIE ped-
JIEKCHI C BEPXHUX U HUKHUX KOHEUHOCTEN BBI3bIBAIKCD,
OIHAKO ObUIM 3HAYMTEJIBbHO CHUXEHBI. ClelnyeT OTMe-
TUTb, YTO COCATEbHBIN pedieKc ObIT COXpaHEeH, KOPM-
JIEHUE TIPOBOIMJIOCH CIEXKEHHBIM TPYIHBIM MOJOKOM.
Pedniexcsl ieproga HOBOPOXKIEHHOCTH YITHETEHBI: ped-
nexkcol badkuna, 'amanTa, [lepeca ciabo BbIpaXkeHHbBIE,
C TeHIeHLMel K yracaHmio; pediekcsl Mopo, Pooun-
30Ha, aBTOMATUYECKOI OMOPHI U XOABOBI HE BBI3bIBAIHCH.
OtMevanach BbIpaXeHHass ITUCKOMITIEKTAIIUST KOCTel
yepera IO CaruTTaIbHOMY, BEHEUHOMY U JIaMOIOBUI-
HoMy mBaM. bosbmoit poganyox 3,0%3,0 cM BBEITIOIHEH,
He HanpsikeH. OKpyXHOCTb ToJioBbI 34,5 cm. [Ipu nuHa-
MHMUYECKOM HAOTIOACHUM CUHAPOM MBIIIEYHON TUIIOTO-
HUU COXPAHSJICS B TCUEHUW BCETO HEOHATAJIBLHOTO TIepU-
ona. IlomHbI 00BbEM KOPMIIEHUSI SHTEPATbHO U3 POXKKA
yCcBamBaJl CTaOWIBHO.

IIpn olleHKe HEBPOJOTMYECKOTO CTaTyca HEKOTO-
past TIOJIOKUTENIbHAST AMHAMMKA HaMeTuiaach K 28 cyT-

KaM XW3HU — MBIIIEYHBIII TOHYC HECKOJHKO ITOBBI-
CHUJICS, OTHAKO OCTaBaJiCs 3HAYUTENIBHO CHIKEHHBIM.
TMosiBUAMCh aKTUBHBIE JBUXKEHUSI BEPXHUX W HUXK-
HUX KOHEYHOCTEW, MPU 3TOM OOBEM OTUX JABUKEHUIA
COXpaHsIcd Ha MUHUMAaJIbHOM YpoBHe. CyXOXUITbHO-
MepuocTaibHble pedIEKChl BBI3BIBAIUCH C BEPXHUX
W HIDKHUX KOHEYHOCTE!, HO OCTaBaJIUCh 3HAYUTEIHHO
CHIXKeHHBbIMU. K KOHIly HeoHaTaJbHOTO Tieproaa ped-
JIEKCHI TIeproa HOBOPOXKIECHHOCTH CTaJld BBI3BIBATHCS,
OTMeYajach TEHAEHUUS K WX OBICTPOMY HCTOIIEHUIO.
OkpyxHOCTh TOJIOBBI 37,0 cM (+2,5 cM OT poxkaeHus ).
Bonabmoit poganuok 3,0x3,0 cM BBIMOJIHEH, HE HaMpsi-
keH. CaruTTajibHBI OB — 3 MM. MaJjblii pOIHUYOK
OTKPBIT, TOUCYHBII.

W3sydyeHsl mokasaTenu HelpocoHOrpaduu, BHITION-
HEHHOIl MaleHTy BHYTPUYTPOOHO M TIOCHE POXKICHUS
B IMHaAMMKe HeoHaTalibHoro mepuona (tadn. 1). Ilpe-
HaTaJlbHO YJIBTPa3BYKOBbIE TIPU3HAKUA BEHTPUKYJIOME-
raJiuv, MeraluMcTepHa y Tulofa oTMmedanuch ¢ 37—38
Henenb. [lpu olleHKe ToKazarteneil HelpocoHorpabun
HCTIOTb30BATCH HOPMATUBHBIE 3HAYEHUST, TIPUMEHSIEMBbIe
B Pecrryonmuke bemapycs [12]. Takum obpa3om, pacimpe-
HHUe OOKOBBIX XETyIOYKOB TOJIOBHOTO MO3Ta PErvucTpu-
poBaJioCh yxXe B TipeHaTajibHOM Tiepuone (37—38 Henenb
recTali) ¢ OTPUIATEIbHOM JMHAMUKOM K KOHILY HeOHa-
TaJIbHOTO Tepuona. Takke ¢ MePBLIX CYTOK XXU3HU OTMe-
YaJioch paciIupeHre cybapaxHoMIaIbHOTO TTPOCTPAaHCTBA
6€e3 MPU3HAKOB MOBHIIIIEHUST BHYTPUUYEPEITHOTO JaBIICHMUS.

MaTonornyeckune nposiBJieHNS CO CTOPOHbI OpraHa
3peHus

Ilpu ocmoTpe BpauoM-o(hTaTbMOJIOTOM YCTaHOB-
JIEHO: BeKU 0e3 0COOEHHOCTEN; Ce30CTOSIHUSI, CIe30Te-
YeHUsI HeT; KOHbIOHKTUBA CIIOKOIHasl, O1eTHO-pO30Basi;
poroBulia TMpo3payHasi, OsecTsiias, OOBIMHOIO pas-
Mepa; TepenHsisi Kamepa CpeaHeil TIyOMHBI;, pamyXKa
He MU3MEHEeHa; 3payoK y3KUii, Ha CBET pearupyer cjiado;
B MPOCBETE 3payka C JBYX CTOPOH BU3YaTU3UPYETCs
MYTHBIN XpYCTaJIMK, ACTAJIM TJA3HOTO JHA He oQTaib-

Tabauya 1. Iloka3zatesm HeiipocoHorpaduu y HOBOpoxkaeHHOro K. B HeoHaTaIbHOM nepuoe
Table 1. Indicators of ultrasound examination of the brain in newborn K. in the dynamic during the neonatal period

CyTKH KU3HU
HeiipocoHorpaduyeckue nokasareiu
3-u 28-e
B MeXIoyIapHoOi Ieiau 16,5 16,9
Pasmep cybapaxHOUIATIBHOTO MPO-
CTPaHCTBa, MM Ha xonBexkcuranbHOI 6.7 6.0
TIOBEPXHOCTU ’ ’
IIupuna 17,5 18,6
Crpaa
Pasmephl epeHIX POroB OOKOBBIX [y6uHa 79 7,9
KEJIYyIO0IKOB, MM IIupuna 20,0 18,9
CrneBa
I'ny6una 11,6 12,9
Pa3Mepbl 3aIHUX POrOB OOKOBBIX Cripasa 19,9 25,6
> EU ORI, Wbt Crnesa 24,2 26,5
Pasmepsr 111 xxenynouka, Mm 7,8 8,3
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Mockonupytorest (puc. 1). [1pu yabrpa3ByKOBOM MccClie-
NIOBaHWU TJ1a3 (puc. 2) mepenHsisi KaMmepa He M3MEHEHa,
pamyxkKa 0e3 OCOOCHHOCTEl, OTMEUaJloCh ITOBBIIIEHUE
SXOTeHHOCTH XPYCTaJluKa B 00OMX TIa3aX, pacojoXeH
00BIYHO; O0O0JIOUKH TJ1a3a MPUIeXar; CTeKJIOBUIHOE TEJIO
npo3pauyHoe. Pa3mep r11a3a COOTBETCTBYET BO3pacCTy.
CorjacHO 3aKJIIOUEHUIO Bpada-odTasbmosiora uMmesa
MeCTO BpOXKIEHHAsT IBYCTOPOHHSIST KaTapakTa. PekomeH-
JIOBAHO XUPYPTUIECKOE JIeYeHNe — yaaJleHue KaTapaKThl
o0oux 171a3.

MaTtonornyeckne NMPOsiIBJIEHNA CO CTOPOHDI
MOYEeBbIAENNTENIbHON CUCTEMDbI

YV HoBopoxaeHHoro K. HaGmomanach cToiikast Bbipa-
>xeHHas nporeunypust (0,9—1,1 r/1 B pa3oBoil mopiuu
MOYM) B TeUeHUEe HeoHaTaJbHOro mnepuoma (puc. 3).
K 28-m cyrkam XusHM HaOJIOIaIOCh TOBBIIICHUE
YPOBHSI MpoTeuHypuu 1o 1,4 r/71. YnenbHbIil BeC MOuMn
HaXOIWJICS B Mpejeiax HOpMbl ¢ KojiebaHussmu ot 1010—
1015. Ilpm mpoBemeHWU YJIBTPA3BYKOBOTO WMCCIIENOBA-
Hus 1ovyek y pedeHka K. Bu3yanusupoBaiuch Mpu3HaKu
HedpOoKaIbLIMHO3a JIEBOU MOUKH.

XpoHoyorus TeyeHUsT 3aboyseBaHusl y pebeHka K.
B HEOHATaJlbHOM TIEPUO/Ie, OCHOBHBIE COOBITUSI TIpe-
CTaBJIEHbI HA PUCYHKE 4.

Takum ob6paszom, y manueHta K. B HeoHaTaJbHOM
rnepuojie OBLIM YCTAHOBJIEHBI CJIEAYIOUINE KIMHUYE-

KJINMHUYECKUE CJTYHAU

ckue TiposiBaeHust: co ctoporsl IHC — cunapom cToii-
KOM MBIIIEYHON TUIOTOHWU, BPOXIECHHAST BEHTPU-
KYJIOMETaJIMs; CO CTOPOHBI TOYEeK — M30JMPOBAHHAS
MPOTEeVHYPUsI, TUAarHOCTMPOBAHHAs cpasy TOCie POXK-
JIeHUS U HabmogaeMast B TeYeHMU BCETO HEOHATaTbHOTO
Mepuoaa; CO CTOPOHBI OpraHa 3peHUss — BPOXKIECHHAs
JIBYCTOPOHHSISI KaTapakta. Ha ocHOBaHMM codYeTaHHOI
naTojioruu y HoBopoxkaeHHoro K. ObLT1 mpenmoioxkeH
nuarHo3 «E72.03 Oxyno-1uepedpo-peHalbHbI CUHAPOM
Jloy: BpoxkneHHas TuapoLedantus, 3aaepkka MOTOPHOTO
Pa3BUTHSI ¢ MBIIIIEUHOM TUTTOTOHUEN; BPOKIEHHAsT KaTa-
pakTa 060uX I1a3; HeporaTus ¢ TPOTENHYpPHE».

B cooTBeTcTBUM ¢ KIMHUYECKUMU TIPOSIBICHU-
SIMU 'y pebeHKa ObLIO TIPUHSTO pelleHrue TPOBECTH
MOJIEKYJISIPHO-TeHeTUYecKoe uccienoanue. IloiaHo-
9K30MHOE CEKBEHUPOBAHWE BBHITIOJIHEHO TIO TUOPUI-
Homy mipoTokoiy Illumina DNA Prep with Enrichment
¢ ucrnois3oBanueM naHeau xXGen Exome Research Panel
(IDT) na mpubope NextSeq 550 (Illumina). O6paboTka
MEePBUYHBIX JaHHBIX, TTOJyIeHNE MMPOYTEHUN ¢ JaTbHe-
MM WX BbIpAaBHUBaHWEM Ha ILIeJIeBble YYacTKU pede-
peHcHoro reHoma (hgl9) ocyiiecTBieHa ¢ TOMOIIBIO
onnaitH-tipuiioxkenuit Dragen FASTQ Toolkit u Dragen
germline pipeline (BaseSpace, Illumina); ¢unsTpanusi,
AHHOTMPOBaHUE, BepuUKAIVSI U MHTEPIPETALIUs Bapyu-
antoB — WANNOVAR (https://wannovar.wglab.) Inte-
grative Genomics Viewer (https://igv.), MS Excel 2016.

Puc. 1. lannbie doToperncTpauu nepeaHero oTpe3ka npasoro (a) u Jeporo (0) rinaza pedenka K. (MyTHbIi XpyCTaaMK — OTMeYeH

CTPEJIKOIi)

Fig. 1. Photographic registration data of the anterior segment of the right (a) and left (b) eye of child K. (cloudy lens — marked with

an arrow)

Puc. 2. lannble yabTpa3ByKOBOTO HCCJIIOBAHUS NPaBoro (a) u jeBoro (0) riaza HOBOPoxKaAeHHOro K. (YNIOTHEHHbIH XpyCTaJuK

B 000MX INIa3aX OTMEYeH CTPeKaMu)

Fig. 2. Ultrasound data of the right (a) and left (b) eyes of the newborn K. (the thickened lens in both eyes is indicated by arrows)
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Puc. 4. XponoJorus TedeHus 3a0osieBanus y pedenka K. B HeoHaTaibHOM nepuoze
Fig. 4. Chronology of the course of the disease in child K. in the neonatal period
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Hanuenr K.
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CGAAGGTACCGGAAAGTTTGAAGATAG'IGTACGC

Wb

Puc. 5. Dnexkrpodoperpamma pparMeHTa HYKJI€OTHIHOI MOCIeI0BATEILHOCTH 9K30HA 16 reHa OCRL. A — parMeHT HYKJI€OTHIHOM
nocjenoBareJbHOCTH 3K30Ha 16 rera OCRL y manmenta K. b — ¢dparMeHT HyKJI€OTHIHOI MOCIeI0BATEILHOCTH 9K30Ha 16 reHa
OCRL y 310poBoro 4ejioBeka

Fig. 5. Electropherogram of a fragment of the nucleotide sequence of exon 16 of the OCRL gene. A — a nucleotide sequence fragment
of exon 16 of the OCRL gene in child K. B — a nucleotide sequence fragment of exon 16 of the OCRL gene in a healthy person
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AHaIN3 HYKJICOTHIHOW IOCIeI0BATETbHOCTH METOIOM
MIPSIMOTO  CeKBeHUpoBaHUsI 10 CoHTepy TMPOBOIMIICS
Ha aBTOMaTUYeCKOM I'eHeTUIYeCKoM aHanu3atope Applied
Biosystems 3500 DNA Analyzer.

Y nauueHra oOHapyXeH BapuaHT HYKJICOTH/I-
HOI TTOC/IeqoBaTeIbHOCTH B 9K30He 16 reHa OCRL
NM _000276:c.1638 1639delTC:p.Phe547Ter B remusu-
TOTHOM COCTOSTHUU, TIPUBOMASIINI K CABUTY PAMKH CYU-
THIBAHWSI U TIOSIBJIEHUIO TPEKIAEBPEMEHHOTO TEPMUHU-
pyIOIIeTO KOJOHA B aMUHOKUcIIoTe 547. Pe3ymbraT ObLT
BepU(MULIMPOBAH METOIOM TMPSMOTO CEKBEHMPOBAHUSI
o CaHrepy (puc.5).

BbisiBIeHHBINT BapuaHT HYKJIEOTHUIHOW TIOCTEeN0-
BaTeJIbHOCTU OTCYTCTBYeT B 0a3ax nmaHHbIX ClinVar,
HGMD, GnomAD v4.1.0. CornacHO peKOMeHIAlUsIM
MO0 WHTEpIpeTaluy HaHHBIX OOHApYXXEeHHBI Bapu-
aHT MOXHO pacCMaTpUBaTh KaK BEPOSTHO TMATOTEHHBIN
(PVS1, PM2) [13]. Bk30H 16 BXOOUT B KaTaJTUTUIECKUI
IoMeH Oenka wHo3uTodnoandocdar 5S-docdaTassbl.
M3BecTHO, UTO OOJBIIMHCTBO MATOT€HHBIX BapUAHTOB,
BBI3BIBAIOIINX CUHAPOM JIoy, JTOKaIM30BaHO B 3K30HAX
9—23 rena OCRL, B TO BpeMsl KaK MyTalluM B 3K30Hax
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