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PEDEPAT

BBEJIEHVIE. TpencTtaBneH chnyyan pa3suTus KIMHUKO-1abopaToOpPHOro KOMMaekca peLnanBmpyowero ropMoOHOYYBCTBM-
TeNbHOro BapnaHTa HedpOTMHECKOrO CUHAPOMA Y NauneHTa ¢ NeiumHo30M (6ones3Hbio kneHoBoro cupona). LUE/Ib. Onu-
caTtb KIMHUKO-NnabopaTopHble 0COOEHHOCTM HEDPOTUYECKOrO CUHAPOMA Yy pebeHka C penkum opdaHHbiM 3ab0sieBaHu-
emM — nenymHo3oM. KJITMHNYECKOE HABJIIOAEHUWE. ObcnepoBaH pebeHOK B BO3pacTe 4 NeT, POXOEHHbIN B POACTBEHHOM
Opake, y KOTOPOro paHee Obl10 AMArHOCTUPOBAHO pPeaKkoe reHeTuyeckoe 3abonieBaHms nenumHo3. MaHudectauns ne-
LMHO3a Hayanacb ¢ 8-ro OHSA XusHu. Mo pedynstataMm MONEKYNSIPHO-TeHeTUYECKOro nccnenoBaHna pebeHKy 6bin ycTa-
HOBJIEH AMarHo3: «J1eunmHO3 ¢ ayTOCOMHO-PELECCUBHBIM TUMOM HACNEL0BAHUS, KNACCUYECKMIA HEOHATaNbHbIA (60Ne3Hb
KneHoBoro cupona)». B Bo3pacte 4 net y pebeHka pasBuiICa KIMHUKO-1abopaTOPHbIA KOMMIEKC HEPPOTUYECKOrO CUH-
npoma. PE3YJIbTATHI. 1ebioT HedpOTUYECKOrO CUHAPOMA XapaKTepmn3oBancs rOPMOHOYYBCTBUTENbHLIM TeYeHneMm. MNo-
Cre 3aBepLUEeHns Kypca MIoKOKOPTUKOCTEPOUAHOM Tepanum oTMedancsa O4AnH peumams Ha GOoHEe OCTPOM pecnupaTopHoOMm
MHPEKLMM, KOTOPbIA TakXe 0Ka3ancs rOPMOHOYYBCTBUTENbHBLIM. DYHKLMS NOYEK HE HapyLanack. Kpnu3os nenunHo3a Ha
doHe HedpOoTMHECKOTO CUHAPOMA He bbino. SAK/TIOYEHUE. YunTbiBas pa3Butve HEDPOTMHECKOrO CUHOPOMA Yy pebeH-
Ka C reHeTMyeckn OeTEPMUHNPOBAHHbLIM 3a605eBaHNEM, HEOOXOANMO MOJIEKYNIIPHO-TEHETMYEeCKOe 0b6cnenoBaHne ons
WCKJTIOYEHNS HACNeACTBEHHOMO XxapakTepa pa3BUBLLErocs HePPOTUYECKOrO CUHAPOMA, HTO UMEET BaXHOE KJIMHNYECKOE
3HaYeHVe 4Na ONpeaeneHns TakTUKN NevYeHunsl, NoOAKMOYEHNS LMTOCTAaTUYECKOW Tepanun, npoBeaeHns GUoncumn novek ¢
Lenbto onpegeneHnsa mopdonornyeckom dopmbl romepynoHedpuTa, NPoOrHo3a NPorpecCnpoBaHns B TEPMUHANbHYIO MO-
YEeYHYI0 HeLOCTATOYHOCTb.

KnioueBble cnoBa: nenymHos, 605e3Hb KJIEHOBOro cuporna, HedpoTUYECKMIA CUHAPOM, AeTcke BOoNe3Hn, BPOXAeHHbIe
3abonesBaHus, opdaHHoe 3aboneBaHne
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ABSTRACT

BACKGROUND. The article presents the case of a clinical and laboratory complex of a recurrent hormone-sensitive variant
of nephrotic syndrome in a patient with leucinosis (maple syrup disease). THE AIM: to study the clinical laboratory features
of nephrotic syndrome in a child with orphan disease — leucinosis. A PATIENT. A 4-year-old child born in a consanguine-
ous marriage, who had previously been diagnosed with a rare genetic disease leucinosis, was examined. The manifestation of
leucinosis began from the 8th day of birth. Based on the results of a molecular genetic study the diagnosis was pinpointed as
leucinosis with an autosomal recessive mode of inheritance, classic neonatal (maple syrup disease). At the age of 4 the child

KonTaktHas nnpopmarus:

*CupaeBa T.A. 648414, Poccus, 1. CypryT, yi. Anekcanapa Ycosblesa,
1. 19, xB. 13. BY «CypryTckuii OKpy>KHOH KIMHUYECKHIA LHEHTP OXPaHbl
MAaTepHUHCTBA U JICTCTBAY, OT/CICHHE YIbTPa3ByKOBO! JHArHOCTHKH, Bpay
YJABTpa3ByKoBo auarnocTuku. Ten.: (8)9822084580; E-mail: Sirayeva t@
mail.ru, ORCID: 0000-0002-3134-4274

Corresponding author:

*Siraeva T.A. 648414, Russia, KhMAO-Ugra, Surgut, A. Usoltcev st.,
19, fl. 13. Surgut District Clinical Center for Maternity and Childhood
Protection, Department Ultrasound Diagnostics, ultrasound doctor. Phone:
+79822084580; E-mail: Sirayeva_t@mail.ru, ORCID: 0000-0002-3134-
4274

91



ISSN 1561-6274. Hedpponorus. 2021. Tom 25. Ne3 ISSN 1561-6274. Nephrology. 2021. Vol. 25. Ne3

developed a clinical and laboratory complex of nephrotic syndrome. RESULTS. The onset of nephrotic syndrome was char-
acterized by a hormone-sensitive course. After completion of the course of glucocorticosteroid therapy, there was a relapse
because of acute respiratory infection which also turned out to be hormone-sensitive. Kidney function was not impaired. There
were no crises of leucinosis due to nephrotic syndrome. CONCLUSION. Taking into account the development of nephrotic
syndrome in a child with a genetically determined disease, a molecular genetic examination should be done to exclude the
hereditary nature of the developed nephrotic syndrome. The examination is of great clinical importance for determining treat-
ment tactics, cytostatic therapy, doing a kidney biopsy in order to determine the morphological form of glomerulonephritis,
prognosis of progression to the end-stage renal failure.
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BBEAEHUE

Jleiinuuo3 (00Jie3HB KIIGHOBOTO CHpOIA) — Ha-
cinencTBenHoe opdanHoe 3aboneBanue (ORPHA:
268145) [1], cBsa3aHHOE ¢ IeUIUTOM JCTUAPOTeHA-
3Bl KETOKUCIIOT C Pa3BETBICHHOM LIEMbI0, 00ecTeyn-
BaloIllell BTOpOIi dTan Katabonu3ma (OKHCIUTEIbHOE
JNeKapOOKCHIMPOBaHKE) JIeHIIMHA, W30JCHIMHA |
BasnHa [2, 3]. [laroreHe3 00ycIOBIeH HAKOIUICHUEM
Pa3BETBICHHO-IICTIOYEUHBIX AMIUHOKHUCIIOT, X TIPOU3-
BOJIHBIX U JISUITUTOM JIPYTHX HEUTPaIbHBIX aMUHO-
KHUCJIOT. B KpOBH M MOYE TMOBBIMIACTCS COACPKAHUE
JeHIHA, BaJIMHA U U30yeknuna [2—7].

3aboneBaHre XapaKTEPU3YETCS TSDKEIBIM Tede-
HUEM, COIPOBOXKIAIOIIMMCS 3aCPKKONH pPa3BUTHS,
yraetenuem [[HC, crenuduyeckum ciaaakoBaThiM
3allaxXoM MOYM, THUIMONIMKEMHUEH, MBIIICUHOU TIH-
MOTOHUEH, KeToalmuao30M. THII HaclIedOBaHUSI —
ayTOCOMHO-peLleCCUBHBIN. BcTpeuaercs ¢ yactoToit
1o pasHeM AanHbM oT 1:120 000 mo 1: 225 000 [5,
6]. I'eneTrueckast TeTepOreHHOCTh (POPM JIEHIIMHO3a
00yCIIOBJICHA HACJICACTBEHHBIMU JIe(hEKTaMU SH3UM-
HBIX KOMITOHEHTOB KOMIUJIEKCA JETHAPOTeHa3 KEeTO-
kucinoT. TakuM o6pa3om, 3a00JeBaHUE MOKET UMETh
OJUMOPGHYI0 KapTUHY KIMHUYECKHUX MPOSBICHHIA.
Brigensior  crnegyoomue  KIMHUKO-TCHETHUECKHUE
(dbopmbl OoNe3HH KICHOBOTO CHPOIA: KJIaCCHUYECKas,
WM HeOHaTallbHas (Hanbomee yacTas), IpOMEeKyTOou-
Hasi, THTCPMHUTTUPYIOIIAs, THAMHUH-3aBUCUMasi, 00Y-
cioBneHHas aedunutom E3-mporemHa W compoBo-
JKIAIOIIASACS JIAKTaT-allu030M (MUTOXOHIPHUAIBLHOE
3a0oneBanue). KnuHuueckue NposBICHUS U CPOKU
Manudecramuu 3aBucAT OT (opmbl Oosesnu. [Ipu
KJIACCHUYECKOM (opMme JiellinHO3a MaHudecTanus
3a00JIeBaHMs TIPOUCXOTUT B TIEPBBIC HEACIU KU3HU.
3a0oneBaHMe TMPOTEKAET TSAXKENO, NMPU OTCYTCTBUU
aJICKBATHOTO JICUCHUSI BO3ZMOXKEH JICTAIbHBIN HCXOJ B
panueM Bo3pacte [5, 7]. B manpHeiiem netu pe3ko
OTCTAIOT B TICHXOMOTOPHOM DPa3BUTUHU, OTMEUAIOTCSI
BBIPQ)KCHHBIC HEBPOJIOTMYCCKHE HApYIICHUS (MbI-
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IIeYHasl TUCTOHUS, MUPaMUIHbIe HapyIIEHUs, CyJ10-
poxHbIl cuHApoM) [8, 9]. B Hacrosmee Bpems He-
JOCTAaTOYHO HM3Y4YEHBl OCOOCHHOCTH KIMHHYECKOTO
TEYEHUs JIEHIIMHO3a, CTENIEHb BOBJIEUEHHOCTH MOYEK
B [IATOJIOTMYECKUII MpoLiecc, B YaCTHOCTH COYETAHNE
¢ Heppotrueckum curpomom (HC).

[Ipeacrasisiem cinyyail HePOTHUIECKOTO CHHIIPO-
Ma y pebeHka ¢ 00Ne3HBIO KIEHOBOTO CHpOIIa C Lie-
JIbIO U3YYHUTh OCOOCHHOCTH TEUECHHUS] HEPPOTHUECKO-
T'O CHHAPOMA MPY JaHHOM 3200JIeBaHHH.

Kannnyeckoe HaOmI01eHMe.

[lpoGann, ™amsauk 4 JieT, Jgara  POXKICHUS
19.03.2014 . Bpak poauTeneil poaCTBEHHbIN (JaIbHIS
CTerneHb poscTBa). M3 anaMHe3a U3BECTHO, UTO B CEMBE
HACJICICTBEHHBIX 3a00JIeBaHUI HE OTMEYasioch, rHoe-
JIM JIeTeil B paHHeM Bo3pacTe He Obuto. Pebenok ot 3-if
OepeMeHHOCTH Ha (POHE pe3yc-OTPULIATEILHOM TPYIIIIBI
KpoBH (0e3 TUTpa aHTHTEN), yTPO3bI pepbIBaHMs1. Posb
Ha 39-i1 Hezene, 110 cyeTy TpeTbu. J[Boe cTapumx aerei
310poBbl. Macca Tena peOeHka IpH poXKICHUN COCTa-
Buia 3430 1, otieHka o mkaie Anrap — 7—8 6asioB.

Ilocne BeIUCKN U3 poAJioMa HA 8-i €Hb KU3HU
peOCHOK CTasl BSUIBIM, OTKa3bIBajcs OT €Abl, MOSBU-
JIOCh LIYMHOE AbIXaHHWE. YKa3aHHBIE >KanoObl ObLIH
paclieHEeHBl KaK MPOSABIEHHS OCTPOH pecrinpaTopHOn
MH(EKINHU MOCIIe KOHTAKTa ¢ OONbHBIMHU YWICHAMHU Ce-
MbH. PeOeHOK OB TOCHHUTAIM3UPOBAH C THArHO30M
«OcTphlii TapuHTUT» B cTallMoHap. Yepes HeCKOIbKO
JHEH y MaleHTa NosABUIach KETOHYPHs, €lle Yepes3
JICHb MOSBUINCH CYAOPOTH, TUIOIIUKEMHUS, ObLI 3a-
MEUYeH HEOOBIYHBIH 3amax MOYH. YUYUTHIBas mepe-
YHUCJICHHBIE KIMHUYECKUE TMPOSBICHUS y peOeHKa,
OBUIO 3al0J03PEHO HApyIICHHE MeTadoin3Ma aMu-
HOKHUCIIOT. C IENbl0 YCTAHOBJIEHMs JWArHo3a Ipo-
BEJICHbl TaHJEMHas Macc-crekrpoMerpus B MI'K
PAMH 1. MOCKBBI, MOJIEKYJIIPHO T'€HETUYECKOE HC-
CJIeJOBaHUE, KOTOPOE€ BBISIBIWJIO MYTall0 B TEHE
BCKDHB (IVSds+1G>T/IVSds+1G>T). Ha ocHo-
BaHHUH TMOJYYCHHBIX PE3YJbTaTOB, PeOCHKY YCTaHOB-
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JIeH AMarHo3 JISWIIMHO3 C ayTOCOMHO-PEECCUBHBIM
THIIOM HACJIEA0BAHUS, KIIACCUYECKUI HEOHATAJIbHBII
(6ome3Hp KJIEHOBOTO CHUpOIMa) (COIIacHO OHJIAiiH-
KaTaJory reHOB YeJIOBEeKa U TeHeTUYeCKUX 3a0oeBa-
uuit [Online Mendelian Inheritance in Man (OMIM)
MIM:248600, ORPHA: 268145] [10, 1].

PexomennoBano  coOmiofieHne  Majo0elKOBOM
MUeThl (Ha3HAueHO CIeNHajbHOe IMHTAaHHUE CMeCh
«MSUD Makcameiiny). Yka3aHHYHO CMeCh peOCHOK
roJryyas J1o Bo3pacta 11 Mec, 3atem MaTh caMOCTOsI-
TeNbHO IepeBesia peOeHka Ha OOBIYHBIN cTon. [o-
JI0Basi TMHAMUKA OTHOIICHHS JIeUI[MHA/M30JeHIINHA
[0 pe3yibTaTaM TaHAEMHOH Macc-CIIeKTPOMETPUU
cnenyromas: 30.04.2014 — 1838,808, 18.02.2015 —
165,012, 05.02.2016 — 652,401.

B nocnenytomem pebeHOK EpHOINIECKHU MTPOXKHU-
BaJI B AzepOaiipkane, N3BeCTHO CO CJIOB MaTepH, 4TO
KpHU3bl OTMEYaJIHCh JIMIIb Ha TIEPBOM IOy KU3HU. B
HacTosIIee BpeMs HaOmoaeTcs ¢ JUarHo30M JIeHITH-
HO3, ayTOCOMHO-PEIIECCUBHBIN THI HACJeIOBaHMA,
KJlaccH4eckuid BapuaHT. KiuHuyeckuit QeHorun
XapakTepu3yeTcs CHacTUYeCKUM TeTparape3oM Cco
3HAYUTEIHHO BBIPRXKEHHBIMU HapyIIEHUSMH JIBUTA-
TeNbHOMN (PYHKIIMHM BEPXHUX U HIKHUX KOHEUHOCTEH;
3aJIep’KKO MOTOPHOTO U TICHXOPEYEBOT0 PA3BUTHSI.

B Bospacte 4 net y pebenka manudecTarus ote-
KOB Ha JIMIIE, KUCTEH pyK, HA CTOMAaX M ToJIeHsX, BbI-
CBINTAaHUI Ha TOJEHSIX, BOZHUKIIUMH (MU JIUIIb 3a-
MEUEeHHBIMH) Tociie mporynku. [oxg Ha3am B 3TO ke
BpeMs roma (B Mae) OTMEUAIHNCh MACTO3HOCTH BEK,
KpanuBHUIIA, KYITUPOBABIINECS aHTUTUCTAMUHHBIMU
IperaparaMmu, B CBA3H C YeM BHOBb BO3HHUKIIIHE OTe-
KH ¥ BBICHIIIAHUS CBA3AJIN C aJUIEPTUYECKON peaKiiy-
eil Ha 1iBeTeHne Oepesbl.

[Ipu mocTyruienuu coctosiHue pebeHka cpenHei
CTeTeHNU TshkecTH. PU3ndYecKoe pa3BUTHE TAPMOHUY-
Hoe, HopMocoMaToTuil. [Ipu nocryminennn Temmepa-
Typa Tella HOpMaJlbHas, 4YacToTa CEepACYHbIX COKpa-
meHuit 98 ymapos B 1 MuH, yactoTta aeixanus 24 B 1
muH, AJ] 90/60 MM pT. cT., carypanus 99 %. Ormeua-
Juch nepudepruueckue OTeKH JIHIa, KUCTeH pyK, TO-
JICHEH U CTYIIHEH, Ha KOXE JIaTepajibHbIX IOBEPXHO-
CTEH roJIeHEe! OIPENEesIOCh HECKOIBKO YPTUKAPHBIX
3JIeMEHTOB. J[MarHOCTHPOBAHBI: ajulepruyecKkas Kpa-
MMBHUIA. AHTHOHEBPOTHYECKHiA oTek. Hauara anTH-
TUCTAaMUHHAS U ITIIOKOKOPTHUKOCTEPOHIHAS TePAITHsL.

[Ipu nmoctymnennn B OAK: ypoBeHb JeHKOIU-
ToB coctaBmi 10,35x10°%n, netikopopmyna: ma-
JOYKOsIIepHBIE HEUTPOhMITBI 7 %, CEerMEHTOsIZICPHBIE
50%, mumdorutsl 40 %, MoHOLUTHI 1 %, 303uHODU-
761 2 %. COD 28 mm/4, TpombonuTs! 517x10%/71.

B OunoxuMuyeckom aHanM3e KpPOBH TMIPHU TIO-
CTYIUICHHW BBISBJICHBI TUIONPOTCHHEMUS, OOIIHi

oenok 39,6 r/n, anpOymunbl 45 T/71 (B HOpME, HO B
nuHamuke yepes 10 qHeit cHkenue 10 24 1/1), auc-
nporeuHemust (anbgal-rmoOynunsl 3,3 1/1, anbda-
2-rnoOynunbl 29,7 1/1, Oera-rioOynuuel 15,5 1/,
raMma-rio0ynuabl 6,0 T/1), THIIEPXOJIeCTePHHEMHUS
7,09 mmonb/n. Kpeatunus kposu 33,0 MKMOJIB/J1, MO-
yepuHa 2,90 MMoib/in. CK® no dopmyne Schwartz
105 m/mun. [Ipotennypust He gocturana 1 r/M*/cyT.

AJIT-14 en/n, ACT-24 en/n, obumii OmmpyouH
6,7 MKMOIB/II, TIOK03a 3,99 MMOIB/I, THMOJIOBas
npoba 0,7 EJ. JIIIBIT — 1,66 MMoIb/1, TpUDIHALEPH-
nel 0,68 mmos/in, JITTHIT 5,09 mmons/n. CyTouHas
nporeunypust coctasmia 0,010 r/i.

YpoBeHnb ummyHoro0ynnHoB kiacca IgE He mo-
BoieH (92,8 EJI/n). B xoarymorpamMme: mpoTpoMOu-
HOBBIN mHIEKC 86,0%, MHO 1,1, nporpomOuHOBOE
Bpemst 14,3 ¢, ¢ubpunoren 4,0 r/n, AUYTB 31,2 c.
IIpu npoBenennu Y3U mouek ¢ IBETHBIM JOTIILIC-
POBCKUM KapTHPOBaHUEM, OPraHOB OPIOIIHOMN ITOJIO-
ctu, OxoKT, OKI" maTojoruu He BBISBIICHO.

3a BpeMsi HAXOXKJCHHUSI B OTIEJIICHUH COCTOSIHUC
peOeHKa OIEHUBAIOCH KaK CpeHEl CTENEeHU TsKe-
cti. OTeuHbI CHMHAPOM ObUT YMEPEHHO BBIPaXKEH-
HBIM, COXPaHSJIICh TACTO3HOCTB JIUIA, OTEKH Ha CTO-
nax. K 10-my qHIO MaTh cTana oTMe4arh yMEHBIIe-
HHUE KOJIMYECTBA MOYH.

C nenpio gampHEHero jJedeHus U HaOIIONeHUs
peOCHOK OBLT TMepeBelicH B CIEIUATU3UPOBAHHBIN
CTalMOHAP, TJIe TONYYUII TEPAIHIO MPETHH30JI0OHOM
B no3e 2 mr/kr (32,5 mr). Ha 11-i1 gens ot Havyana te-
paruy noxydeH OTpHLATeNbHbIN Oenok. Jlanee mocie
©XKE/IHEBHOTO MpHeMa MPETHU30JI0HA B TCUCHUE Ye-
TBIPEX HeJIeITb MAIIMEeHT ObLI ITepeBe/ICH Ha AJIbTePHU-
PYIOIINH PHEM C MOCIEIYIONUM CHIDKCHUEM JI03bI.

[Iporennypun He oTMeuanoch B TeueHue 12 Hex
(B ToM ymcie 4 Hem TOCIE 3aBEpIICHUS IMpUEMa
npenuu3osona). [Ipu obOcienoBaHnn B CBSI3U C IIO-
BBIIIEHUEM TeMIIepaTyphl Teia 10 GeOpUIbHBIX 3HA-
YEHUI, TMIIEPEMHUH 3€Ba, JBYKPAaTHOM PBOTHI, OTKa-
3a OT e/Ibl BBISBJICHA NPOTEHUHYpHUS. YPOBEHb Oenka
B MO4Ye COCTaBisu1 7,8 T/, oTMedallach KETOHYPHS
(+), baktepuypus (+), TP MUKPOCKOIIMU O€3 Iaro-
norun. Cytounas notepsi 6enka cocrasisia 1,0 /i
Otmeuancst ymepeHHblit jeiikonutos3 (13,82x10%m),
TpombormTo3 563x10%/11, ocranbHBIC TMOKa3aTeIn
ObUIM B Tpeziesiax HOpMBL. B OmoxmmmueckoM aHa-
JIM3€ KPOBH BBISBIICHBI THITONIpOTeHHEMUSI (42,5 1/1),
runoanbOymudemust (18 /1), THIIEpXONIECTEpUHE-
MUsl, AUCAUNHICMUS (XonecTepud 7,61 MMOJb/I,
JIITHIT — 205,2 mmons/a, JITIBIT — 87,7 Mmomns/m,
Tpuruuepuasl — 1,58 mmone/n). Kpearnnun kposu
(27,0 MKMOIIB/JT) 1 MOYEBHHA KPOBH (2,92 MMOITB/IT) —
B mipenenax pedepeHcHbIx 3HadeHui. [Ipu uccnemo-
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BaHUM KOAryJlIorpamMMBbl OIpesessiiach HOPMOKOAry-
nsmus. [lo pesyapraTaM MHCTpYMEHTAIBHBIX HCCIIe-
noBanuii (Y3U mouek, MOYEBOrO My3BIPs, OPraHOB
OpIOILITHOMN TOJIOCTH) MAaTOJIOTUN HE BBISBJICHO.

Ha OCHOBaHHMHU BBISIBIIEHHBIX KITMHHUKO-
71ab0paTOPHBIX U3MEHEHUI NTHarHOCTUPOBAH pPEIUNB
HEe()POTUUECKOTO CHHAPOMA, Ha3HA4YCHa IIPeJHU30JI0-
HoTeparust B o3e 2 Mr/kr (32,5 mr/cyt). Ha 10-it neHp
Teparuy MPOTEMHYpHs KylupoBaiach, Ha (poHe jede-
HUSI HOPMAJIM30BAJINCH TOKa3aTend OMOXUMHUYECKOTO
aHajM3a KpoBU. TakuM 00pazoM, peluiuB HepoTHYe-
CKOTO CHHJIpOMa SIBIISUICS] TOPMOHOYYBCTBUTEIHEHBIM.

OBCY>XXAEHUE

B nacrosmiee Bpems BoaensioT nepsudnbiii HC,
Pa3BHUBAIOIIMICS BCIIEICTBUE TIOBPEXKICHUS COOCTBEH-
HO KITyOOYKOB ITOY€K, W BTOPHYHBIH, 00yCIOBICHHBIN
MHOTOYHCJICHHON TPYIITION 3a00JIeBaHMA 1 TIaTOJIOTH-
yeckux coctosawmii [11]. Hacnencreennsiit HC y nereit
MIPOSIBIISIETCS] M30JIMPOBAHHBIM CHUMIITOMOKOMIIEKCOM
MIPU TIEPBUYHOM 3a00J1€BaHUM COOCTBEHHO TOYECK WITH
cuaapomansHbiM HC B cTpykType penkoro Hacien-
CTBEHHOTO 3a00JIeBaHMA C MOPAKEHUEM JIPYTHUX Opra-
HoB ¥ cucteM [11-13]. B nmuteparype onuvcansl ciiydan
Pa3BUTHSI CHHIPOMATEHOTO HE(YPOTHIECKOTO CHHIPO-
Ma MpU HEKOTOPBIX HACIE/ICTBEHHBIX 3a00JICBAHHSIX
C OKCTPapeHAIBHBIMU TPOSIBICHUSIMA (IIPH  CHHPO-
Mme Nail-Patella, conamnosnupuzapHoil Tucruia3uy,
cunapome bapakar, cunapome Cockayne, Wiscott—Al-
drich, mpu cunnpome Mapdana, cunapome Pierson u
ap.) [11]. B atom ciyyae HedpoTHUECKUIT CHHIPOM
00yCJIOBJIEH TeMH MOP(OJIOrHISCKUMHU U3MEHEHHSIMHU
[IOYEeYHON TKaHHU, KOTOpPBIE, BEPOSITHO, CBA3aHBI C 3THM
3aboneBanreM. CHHApPOMaNbHBIA — He(pOTHUYECKUIt
CHHJIDOM XapaKTepU3yeTCs MOIUMOPPH3MOM KITHHH-
yeckux nposiienuii [ 14]. Kpome Toro, u3BecTHO, 9TO y
JIETel ¥ B3POCIBIX MAIMEHTOB ¢ HacaeacTBeHusM HC,
Kak [TPaBUJIO, yCTAHABINBAIOT CTEPOUTHYIO PE3UCTEHT-
HOCTB, PEXe CTEPOUIHYIO YyBCTBUTENBLHOCTS [12, 14].

Y4uuTbiBas BBISBICHHYIO y peOeHKa acCOLMAIII0
HC 1 6one3u1 KII€HOBOTO CHPOIIa BO3ZHUKAET BOIIPOC,
apisetcst 11 HC nposiBieHreM 0CHOBHOTO 3a00J1eBa-
HUS — JeMIIMHO3a WM Y TaHHOTO peOeHKa TOPMOHO-
qyBCTBUTENbHBIN HC, acconmupoBaHHBIN ¢ aTOMUEH,
iy HacaencteeHunii HC.

CormacHo JTUTEepaTypHBIM JaHHBIM, B pe3yJbTaTe
npexau3ogonotepanun nebora HC y mereil xoH-
CTaTUPYIOT TOPMOHOYYBCTBUTECIBHOCTE B 95-99 %,
TOPMOHOPE3UCTEHTHOCTh — B 1-5 %, peruanBupyo-
ee U 9acTo pernuanBupytomiee reaeHue — B 70—-80 %
ciaydaeB [15]. [opMOHOTYBCTBUTEIBHOCTE J1e0I0Ta U
perunvea HC y manHoro manyeHTa HE MCKIIIOYAeT y
Hero HC ¢ MUHMMaNbHBIMU H3MEHEHUSIMHU.
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Kpome Toro, He UCKITIOYaeTCs, YTO MEXaHU3M pa3-
Butus HC nipu neiiimHo3e MoxeT ObITh 00yCIIOBIEH
TeHETHYCCKUM JIe(DEeKTOM, KOTOpBI TpeOyeT aalb-
Helmero m3ydeHus. Mcxoms u3 pabot psga ucche-
nosaresiell [16], yanTeiBas Bo3pacT pebeHKa Ha MO-
MeHT pa3BuTus HC, HeoOXoquMO MpOBECTH aHAIU3
cienytomux renoB: NPHS2, NPHSI, WTI, PLCEI,
TRPC6, ACTN 4, ADCK4, COQ2, COQ6, a Takxe
HCCJICAOBAHUC MYyTallMUM TI'CHOB, OTBCTCTBCHHBLIX 3a
pasBUTHE TOpMOHOTYBCcTBHTENHEHOTO HC.

SAKJIKOMEHUE

PeSy.HBTaTI)I MOJICKYJIIAPHO-TCHETUYCCKOI'O  MC-
CJIEZIOBAHUS I103BOJIIT OIPEAEIUTh I1aTOIeHE3 Ha-
cnencreenHoro HC y nannoro pebenka ¢ ophaHHBIM
3a0osieBaHUEM — JICHLIMHO30M, YTO MMEET Ba)KHOE
KIIMHUYECKOE 3HAYCHHE ]IS OIpeesIeHUs] TaKTUKU
JICUCHUA, IMOAKIIFOYCHUA HI/ITOCT3TI/I‘-I€CKOI71 TEparuu,
MIPOBEACHNSI OMOIICUY TOYEK C LEIBI0 OIpe/eIeHus
Mopdornornueckoro Bapuanta HC u mporuosa mpo-
rpeCCUpOBaHMS HAPYIICHUH (YyHKIINHU TTOUYEK.
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