BbIBO/IbI

1. Yactora cinyuaes OP3, mpeBblalOMMX BO3PACTHYI0 HOPMY, JOCTOBEPHO
HIKE y JeTed, koTopble Haxomawnuch Ha ['B Oomee 3-x mecsueB (36,1%), yem y
nerei, kotopsie Haxoauauch Ha ['B menee 3-x mecsues (57,4%); OR = 2,385.

2. HauMeHbIliee KOJIMYECTBO COMATHUYECKHX TATOJIOTUHA BBISBICHO y JETEH,
MOJyYaBIIMX TPYJHOE MOJOKO B TE€UEHHME MEPBBIX 7-12 wMec. KU3HMU.
[Tpubau3nTeIbHO paBHBIA TpolieHT 3aboseBanmii (50-50,8%) ycraHoBieH y neTei,
KoTopble Haxoawmuch Ha ['B o0 3-x mec. nim 6ozee 1 roa.

3. OOmasi comaTH4eckas OTSTONIEHHOCTb CpeAu JOHOLIEHHBIX JeTe ¢
HopMasibHBIM DP B 2,9 pa3s Bhllle y AeTel, KOTOPhIE UMENIN HENMPOAOJDKUTEIRHOE ['B
— JI0 3-X MECSIIEB.

4. PacnpocTpaHEHHOCTh Kapueca CTaTUCTUYECKM 3HAauhMa Cpeau JAETEl ¢
nepuojom I'B Gonee 12 mecsiieB, uto TpeOyeT BBECHUE paHHEH NMPOPUTAKTUKH.
CIIMCOK UCTOYHUKOB
1. Cavaletto, M. The Immunological Role of Milk Fat Globule Membrane / M.
Cavaletto, A. Givonetti, Ch. Cattaneo // Nutrients. -2022. -Ne14. -P. 1-14.

2. Risk factors for severe acute lower respiratory infections in children: a systematic
review and meta-analysis / S. Jackson, K. H. Mathews, D. Pulanic [et al.] // Croatian
Medical Journal. -2013. -Ne54. -P. 110-121.

3. Ansounkuii, B.}O. YacTto 6osneronue netu. KnmHuko-connaibabie acnieKTsl. [lyTtu
o3noponienus / B.FO. AnpOunkuii, A.A. bapanos // U3ngarensctBo CapaToBCKOTro
yHuBepcuteTa. -1986. -C. 182.

4. Vitamin D Supplementation, Characteristics of Mastication, and Parent-Supervised
Toothbrushing as Crucial Factors in the Prevention of Caries in 12- to 36-Month-Old
Children / P. Sobiech, D. Olczak-Kowalczyk, M.T. Hosey [et al.] // Nutrients. -2022.
-Ne14(20). -P. 1-17.
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CHHJIPOM MAUHIIEPA — CAJIBJIMHO YV PEBEHKA 4-x JIET

Anekcangpa Uropesna Bopucosa!, Aracracus IOpsesna 3omorapépal, Hatanes
Cepreesna Xypasnésa 1, Cernana Esrennesna baym 2

Kadenpa rocnuTansHoOM eauaTpyuu
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OI'bOY BO «YpanbCKuil TOCYIApCTBEHHBIM MEAUIMHCKUN  YHUBEPCUTET»
MunucrepcTBa 3apaBooxpanenus PO

2TAY3 CO «Ob6nacTHas qeTcKas KIMHMIECKas 0OIbHULIA»

ExarepunOypr, Poccus

AHHOTALUA

Beenenue. Cuninpom Maiinuepa — CanpIuHO — pEAKOE HACIEACTBEHHOE
3a00JieBaHWE W3 TPYNIbl [WJIKOMATAN, MPH KOTOPOM XapaKTEPHBI CKEJIETHBIC
JUCIUTa3UHU, MMUTMEHTHAsA AUCTPO(US CETYATKHU Ija3 U MOpPaKEHUE MOYEK B paHHEM
Bo3pacte. Llesanb uccaenoBanms. IIpenctaButh KIMHUYECKOE HAOIIOJIEHUE PEIKOTO
TF€HETUYECKOTr0 CHUHJpPOMA C TMPOTPECCUPYIONIEH XPOHUYECKON OO0JIE3HBIO MOYEK
(XBII). Martepuan u ™Metoabl. bbpul mNpoBenéH pPeTPOCHEKTHBHBIN aHAN3
MeTUIMHCKON JokyMeHTanuu ¢ 2019 nmo 2022 roxa; mpoCleKTUBHOE HAOIIOICHUE 3a
naiueHToM B 2023 romy Ha 06aze Hedposoruueckoro otnenenus ['AY3 CO
«O0bnacTHas neTckas KIMHU4Yeckas OonbHUIAy. Pesyabrarel. B nuHamuke, Ha ¢oHe
KOHCEPBAaTUBHOW MOIAECP/KUBAIOIIECH Tepaluu MporpeccupoBaiv nposisiieHus XbII:
aHeMHus,  NPOTEHHYPHUS,  MUHEPAIbHO-KOCTHBIE  HapyleHuss  (BTOPHUYHBIMI
runeprnapaTupeos, runeppocpareMus), TUNepKaTIeMus, YpPEMHUsl, TUIEPYPUKEMHUSI;
CHWKEHuE KiupeHca KpeatuHuHa. 16.01.2023 pebGenky Obul HHUIIMMPOBAH
MEepUTOHEANbHBIN auanu3. [lnanupyercs TpaHCIIaHTAUsl MOYKU OT POJICTBEHHOIO
noHOpa. BbIBoaBI. Y mManuMeHTa MHOTOYMCIEHHBIE MaTOJOTHYECKUE MPHU3HAKH
ABJISIFOTCS  IPOSIBIICHHMEM OJHOIO TI'E€HETUYECKOro cuHApoMa. OKOHYATENbHBIN
JMarHo3 ObUT MOCTABJIEH HA OCHOBAaHUM PE3YJIbTATOB I'€HETUYECKOIO MCCIIEOBAHMS.
OnucaHHBI  cioydaid TPEACTaBIIET MHTEPEC KAK  PEAKO  BCTPEYArOIIAsACs
Ho30JIoTHYeckasi popmMa, a peaduiauTarus TpeOyeT y4acTHsl KOMaHIbl CIIeIUATUCTOB
—OpTOlleNla, TOPAKAIBbHOIO XHpypra, Hedposora, o¢TanbMoiora, MMMYHOJIOTa,
remMaToJIora.

Karwuesbie ciaoBa: Cunapom Maiinnepa-CanpauHO, TE€HETHKA, XPOHHYECKas
00J1e3Hb MOYEK, NEPUTOHEATLHBIN IUaNu3, TPAaHCIIIaHTaLHS.

MAINZER-SALDINO SYNDROME IN A 4-YEAR-OLD CHILD

Alexandra |. Borisova!, Anastasia Y. Zolotareva', Natalya S. Zhuravleval?, Svetlana
E. Baum?

!Department of Hospital Pediatrics

Ural state medical university

2«Regional Children's Clinical Hospital»

Yekaterinburg, Russia

Abstract

Introduction. Mainzer-Saldino syndrome is a rare hereditary disease from the group
of ciliopathies, which is characterized by skeletal dysplasia, retinitis pigmentosa, and
kidney damage at an early age. The purpose of the study is to present a clinical case
of a rare genetic syndrome with progressive chronic kidney disease (CKD). Material
and methods. A retrospective analysis of medical records was carried out from 2019
to 2023 on the basis of the Regional Children's Clinical Hospital. Results. In
dynamics, against the background of conservative maintenance therapy, the
manifestations of CKD progressed: anemia, proteinuria, mineral and bone disorders
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(secondary hyperparathyroidism, hyperphosphatemia), hyperkalemia, uremia,
hyperuricemia; decrease in creatinine clearance. On January 16, 2023, peritoneal
dialysis was initiated for the child. A kidney transplant from a related donor is
planned. Conclusions. In a patient, multiple pathological signs are a manifestation of
one genetic syndrome. The final diagnosis was made on the basis of the results of a
genetic study. The described case is of interest as a rare nosological form, and
rehabilitation requires the participation of a team of specialists - an orthopedist,
thoracic surgeon, nephrologist, ophthalmologist, immunologist, hematologist.
Keywords: Mainzer-Saldino syndrome, genetics, chronic kidney disease, peritoneal
dialysis, transplantation

BBEJEHUE

[{unuonatuu MpeacTaBIIAIOT COOOM HOBBIM KJIACC TE€HETHMUYECKUX HapyUICHUH,
BBI3BAaHHBIX M3MEHEHHBIMU COOpKOM wim (QyHKIuA pecHuuek (mwaumit) [1,2].
Yactuue! [FT npeacTaBisitoT coO0M MyJIbTHOETKOBBIE KOMILIEKCHI, KOTOPHIE MOKHO
OMOXMMHUYECKU CTpyHnupoBaTh B JiBa nojakomiuiekca, IFT A u IFT B, Beimonsstonime
pazimuunble QyHkuuu. IFT A umMmeeT pemiaroiee 3HauC€HHE ISl PETPOTPATHOIO
TpaHcnopta, toraa kak [FT B ummeer pemiaroniee 3HadueHUE sl aHTEPOrPaATHOIO
TpaHCIIOpTa BI0Jb akcoHeM pecHuuek. Mytanuu B IFT A ¢opMupyIOT BBEITYKIOCTH
PECHMYEK M3-3a HAKOIUICHUs Oejika Ha JUCTAIbHOM KOHYHMKE, TOrJa KaK MyTallud B
[FT B wacto mpuBOAAT K HapylIeHUIO OOpa30BaHUS PECHUYEK H3-3a J1e(PEKTOB B
UMIIOPTE KOMIIOHEHTOB IOCTPOEHUS pecHUYeK [3]. YuuTeiBass MIHUPOKOE
npucyrctBue IFT B KJIETOYHBIX PECHUYKAX M KIYTHUKAX OSYKAPHUOTHUUECKUX
OpraHu3MOB, €r0 MyTaIlU MOTYT BbI3bIBAaTh IIUPOKHUI CIIEKTP CUMITOMOB BO MHOTHX
cucTemax.

Cunnpom Maitnniepa — CanbIuHO — peaKoe HACIEICTBEHHOE 3a00IeBaHuE U3
TPYININbl IUJIUONATUH C ayTOCOMHO-PEIICCCMBHBIM THUIIOM HACJEIOBaHUS, MpHU
KOTOPOM XapaKTEPHBI CKEJIETHBIC UCIUIa3UHU, TUTMEHTHAS JUCTPOQUS CETUATKH TJ1a3
U TIOpAXKEHHE MOYEK B paHHeM Bo3pacte. Cunapom MaiiHnepa-CanpauHo daie
Bcero cBsA3bIBaIOT ¢ auchynkiueil 6enka IFT140, koTopblil KoAUPYET CyObEAUHUILY
IFT A [3].

Heab ucciaenoBaHuss — MPEACTaBUTh KIMHUYECKOE HAOIIOJICHUE PEIKOTO
FEHETUYECKOT0 CHUHAPOMA C MPOTPECCUPYIONICH XPOHUUYECKON OO0JE3HBI0 TOYEK
(XBI).

MATEPUAJ N METOJbI

bpul mpoBenEH pETPOCHEKTUBHBIM aHAW3 MEAULUMHCKOW JTOKYMEHTAlUHU C
2019 mo 2022 rox; npocnekTiBHOE HabmoeHne 3a marueHToM B 2023 romy Ha 6aze
Hedpomornueckoro otaenacHus ['AY3 CO «OO6macTHOM JETCKOM KIMHHYECKOMN
OonpHULIB.  M3yueHbl  ceMeWHbIM  aHamMHe3, pe3yJbTaThl  KJIMHHUYECKOTO,
71a00paTOPHO-UHCTPYMEHTAIBLHOTO 00CIIeI0BaHUS TTallMCHTA.

PE3YJIBTATHBI

[Tatment E., 4 roma (2018 r.p.), 08.01.2023 roma rocnuraiu3upoBaH B
He(ponornueckoe otaenenne ['AY3 CO «OO6macTHOM AETCKOW KIMHUYECKOM
OOJBHHUIBDY C JKajlo0aMHM Ha cJIadOCTh, CHIDKECHHE anmeTtuTa. PeOEHOKk oT 2-U
OepeMeHHOCTH, MpoTeKaBiied Ha ¢GoHE MPOTEUHYPHUHU; POJAbI TEPBBIC, CPOYHBIE.
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[locne mnepenecenHoro B 11  MecsieB OCTPOro racTpodHTEpUTa  ObUIH
3aperucTpupoBanbl: mnpoteunypus 0,76 r/cyr, runomporeunemus 55,0 1/
runepiaunuaemMus 6,93 mMmonb/n; nud@ys3Hble W3MEHEHHS B TMAPEHXUME IOYEK.
Ha3naueH craHgapTHBI Kypc CTEPOMIHOM Tepanmuu - 0€3 TepaneBTUYECKOTO
spdekra. OOpamano BHUMAHHE HaTuuue (DPEHOTHUMHUECKUX  MPOSBICHHIA:
TUIMOXOHPOIUIA3Hsl, CHMMETpHYHAs KUJeBUAHAs JedopManus TpPyAHOH KIIETKH,
pebepHBIX IyT; BaJlbrycHas JaedopMaiiusi KOJCHHBIX CYyCTaBOB; IJIOCKO-BaJbI'yCHas
yctaHoBka ctom. [IpoBeneHa KoHCylbTanus o@TalIbMOJOTa — BPOXKICHHBIN
TOPU3OHTAJBHBIM HUcCTarMm, runepMmerpornus | cremeHu oOoux TJa3, YacTUYHAS
aTpodust 3pUTENbHBIX HEPBOB 000UX TJ1a3, CJ1a00BUJICHUE.

C nuarHocTHyeckod Ieibl0 ObLIa BBHINOJIHEHAa HedpoOuorcus: martepuan

ornpaBiieH B OOO «HauuoHanpHBIM NEHTP KIMHUYECKON MOpPGOIOrudecKon
auarHoctTukn»  (r.Cankrt-IleTepOypr)-mojslydeHo  3aKJIIOUEHUE:  XPOHUYECKHIA
BBIPDQKCHHBIA ~ HEMMMYHOKOMIUIEKCHBI  TyOYJOMHTEPCTULMAIBHBIA  HEQPUT;
muddy3HOE OCTpOE MOBPEKACHHE SIUTENHS KaHAIBIEB; BBIPAXKEHHBIM TyOYJIO-
MHTEpCTUIMANBbHBIA puOpo3 (40-50%); nonublil (57%) U BTOPUUYHBIA CErMEHTAPHBIN
(17%) rmomepyJIoCKIIepO3; BBIPAKEHHBIM apTEPUOTOCKIEPO3 C PE3KUM CYKEHHUEM
MPOCBETOB COCYJIOB; INIOMEPYJIAPHON TMIEPKIETOYHOCTH U MTOTYJTYHH.
IIpoBeneno monekynspHo-reHeTndeckoe ucciaenosanne B MI'HIL[ um. H.IT.boukoga.
IIpu anammze JIHK, BbigeneHHON M3 JIEUKOIMTOB KPOBU MpoOaHIa M €ro Marepu
MeToJaMu cekBeHupoBaHus 1o Canrepy u snekrpodopesa JJHK B araposnom rene,
oOHapykeHa  JyIUMKanus  HykiaeotunoB  NM 014714.4(IFT140):  c¢.3454-
488 4182+2588dup B rene IFT140, koropas comepxut 27, 28, 29 u 30 3K30HHI, B
re€TEPO3UTOTHOM COCTOSIHUU.

B nunamuke, Ha ¢oOHE KOHCEPBATHMBHOM TMOJICPKUBAIOIICH TEpanuu Yy
pebenka nporpeccupoBanu mnposisiaeHuss XbII: anemus, mpotenunypusi, MUHEPAIbHO-
KOCTHbIE  HapylleHWs (BTOPUYHBIA  TUNepnapatupeos, runepdocdaremus),
TUNEpKATUEMUs, YPEMHUsl, TUIIEPYPUKEMUS;, CHUKEHUE KIMpPEHCca KpeaTuHUuHa 10 15
mi/mun/1,73m2. 16.01.2023 pebenky ObUT MHULIMUPOBAH IIEPUTOHEATHHBINA JUANIN3.
[Inanupyercs TpaHCIUTAHTALMS TOYKHA OT POACTBEHHOTO JOHOPA.

OBCYXJIEHUE

Cunapom Maitanepa-CanbIMHO MOXET OBITh aCCOIMUPOBAH C HECKOJIBKUMH
Bumamu Mmytanuid B reHe IFT140. B mnpuBeneHHOM KIMHUYECKOM HAOIOICHUU
(eHoTUIIMYECKUE  TPOSIBJICHMSI  CBSI3aHbl € JyIUIMKaUMed  HYKJIEOTUIOB
NM_014714.4(IFT140): ¢.3454-488 4182+2588dup  (9x30mbl  27-30). D10
00yCaBIMBAET KIACCHUECKUI BapUAHT KIMHUYECKOW M TUCTOJIOTHYECKOU KapTHHBI
[MOYEYHOU HEAOCTATOYHOCTH.

Hekoropble nccneaoBaHus MOKa3bIBAKOT, YTO B 3aBUCUMOCTH OT MYTalWU B
rede IFT140 Bo3MoOxHBI paznuuusi B ¢eHotune. Tak, MyIUIMKAUS HYKJICOTHIOB
NM_014714.3(1FT140) HGI19: g.1637216 ¢.992 993dup  cooTBeTCTBYET
IPOrPECCUPYIOLIEMY HAPYIIEHUIO CllyXa, a TPU MyTallMd CABUTa PAMKHU CUMTHIBAHUS
c.2214 2217del (p.Asp738GlufsTerd7) cBa3aHa ¢ paHHUM MOpaKEHUEM TIJ1a3, a HE C
MOYEYHON WJIM MEYEHOYHOM HEJAO0CTATOYHOCTHIO y manueHToB. OJHAKO, y4YHUThIBas
npupoay IFT140, BaxxHO opraHM3oBaTh CUCTEMHOE HaOJtoeHHE 32 OONbHBIMU JJIS
MOHUTOPHUHTA OCHOBHBIX MATOJOTHUM, 0COOCHHO (QYyHKIIMU TTouek [2,3].
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Takum o0Opa3om, nuarHoctuka cuHapoma MaiiHnepa-CanpIuHO 3aTpyaHEHA
BBIPAXXEHHON BaprUaOebHOCTHIO KIMHUYECKUX MPOSBICHUM.

BbIBO/IbI

1. Vv MmanueHTa MHOI'OYMCICHHBIC IIATOJIOTMYCCKHUC IIPU3HAKU SABJIAKOTCA
IMPOABJICHUEM OJHOI'O TCHETUYCCKOroO CHHIApPOMA. OKOH‘-I&TGJIBHBI?I JAUArHo3 6I>IJ'I
IIOCTABJICH Ha OCHOBAaHHU PC3YJIbTATOB I'CHCTUYCCKOTO HCCICOOBAHUS. OrnucadHbBIA
CITy4ai TIpe/ICTaBIIsIeT MHTEPEC KaK PEIKO BCTPEUArOMIAsACs HO30JIoTHIeckas hopma, a
pea6I/IJII/ITaIII/ISI Tpe6yeT yY49aCTuA KOMaHbI CIICOUAJINCTOB —OPTOIICAAd, TOPAKAIIBHOT'O
xupypra, Hedposiora, opTaabMoI0ra, MIMMYHOJIOTa, FeéMaToJIora.

2. HaCTOSIHIGG HCCIICAOBAHUC IMOATBCPIKAACT 000CHOBaHUE TOTrO, 4TO paHHI/Iﬁ
MOHHUTOPHUHI' CHCTCMHBIX 3a6OH€BaHHﬁ, BKJIrO4Yas ®YHKHHm IIOYCK, HMCECT
pelarolee 3Ha4eHue JJIsl MalMeHTOB ¢ CUHAPOMOM MaiiHiepa-CanbIuHo.
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