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Pesiome

Beenenue. mmyHnokoctHas auciiasust lumke (MK mpeacrasiser coGoil ayTOCOMHO-PENECCUBHOE, KpaiiHe penkoe
3a00JIeBaHNE, XaPAKTEPHUBYIOIIEECs MYJIBTUCHCTEMHBIM TOPaKEeHNEM, COIIPOBOKAAIOIINMCS CIIOHANIOAN(MU3APHOI AKCIIIasueit
CKeJIeTa, CTePOUIPEe3NCTEHTHON MPOTEeNnHYPUUECKoil HedponaTHei, PUBOISIIEN K Tporpeccupyoiieil morepe (hyHKIUHU TTOYEK,
HapyllleHneM UMMYHUTETa, a TAKKe TIOPAKEHIEM COCY/IOB, BbI3BaHHBIM aTepockieposoM. MK/IIII BeisbiBaeTcs GUasieIbHbIMIE
rmatoreHHBIMU BapuanusiMu B reie SMARCALI.

Kiunwnueckue nposiienust UK/ oueHb pasHOOOpasHbL: OT OBICTPO IIPOrPECCUPYIONIETo 3a00IeBaHNUS, IPU KOTOPOM JI€TH YMU-
PaIoOT B IIePBbIe TOJIbI KU3HU, 0 OoJiee Jerkux (hopM, IIPH KOTOPHIX OHU J0KUBAIOT 10 3PEJOro Bospacta. Koppemsims Mexmy
TeHOTUIIOM U (DEHOTHUIIOM KpaiiHe cirabast, T09TOMY HEBO3MOKHO ITPeJICKa3aTh HU KJIMHUUECKOE TeUeHue, Hu nexo/ 3a00JIeBaHusl.
[To aT0i1 IpUYMHE MAIUEHTHI C IAHHON MATOJOTHEN MOTYT MOTIACTD HA TIPUEM K PA3JIUYHBIM Y3KUM CIIEIIHATUCTAM.

Onucanye KIMHUYECKOTro cayyasi. B imybiukanuy npeacTaBiieH KIMHUYEeCKUi crydaii 4-JIeTHEro MaJIbuiKa ¢ IMMYHOJIOTHYECKIM
neUIUTOM, HapyIIeHUeM Pa3BUTHS, & TAKIKE CKEJIETHBIMU aHOMAJIUSIMU, CBUJIETEbCTBYIOIMMHU B 110163y TK/ITIL.

[Ipu mosHO9K30MHOM cekBeHupoBanuu B rene SMARCAL1 oGHapyskenbl BapuadTbl MyTaiuil ¢.2542G>T (p.Glu848Ter);
¢.1682G>T (p.Arg561Leu) B reTepO3UTOTHOM COCTOSTHHTL.

[To pesyJbraTaM MOJYYEHHOTO TEHETUUECKOTO MCCAE0BAHMS, a TAKKE YUUTHIBasA, YTO 3a00J€BaHNEe HOCUT MYJIBTUCHCTEMHBII
xapakTep, pe0eHOK ObLI 0CMOTPEH He(POJIOTOM, OPTOIIEOM, SHIOKPHUHOJIOTOM 1 TEHETHKOM.

3akJouenre Bpava-uedposiora: raomepyonarust npu cungapome IlnmMke: nzonupoBanHas nporennypus. Kaankoakraszus
cnesa. Xponunueckas 6osesnb nouek (XBIT), cragus 2. Ckopocts kiny6oukoBoii huasrpaiuu (npoda Isapia) — 69,01 M/
mum/1,73 M2

3akJnoveHne Bpada-aHI0KPUHOJIOTA: CHHIPOMAJIbHASI HUI3KOPOCJIOCTh. BesIkoBo-aHepreTnyeckasi HeIoCTaTOUHOCTh 2-11 CTETeH .
[Iposenena resemenuinackas Koneyasraus ¢ OTBY HMUWIL ITOM um. /1. Porauyesa, o pe3yJibraTy KOTOPOI GbLIO PEKOMEH-
JIOBAHO TIPOBEIEHNE 3aMEeCTUTEIbHOI Teparuy BHYTPUBEHHBIMU UJIU TTOJAKOKHBIMU MMMYHOIJIOOYJIMHAMY, @ TAKKe TOCTIUTAJIN-
3a1us B OT/IeJIeHne UMMYHOJIOTHH JIAHHOTO (hejlepasibHOTO 1EHTPa.

3akmovenue. [laHHoe omuUcaHue SBJSETCS TMEPBBIM CJIyYyaeM JIMATHOCTUKU KPAEBbIMU CIIEIUATIUCTAMU KpailHe pelKoro
sabosesanust (1:1-3000000 skuBoposxaeHHbIX) B KpacHomapckom Kpae. Y JaHHOTO MaldeHTa TedeHure 3a00JeBaHusl XapaKTe-
puU3yeTcs He TsLKeJIbIM, He TIPOTPECCUPYIOIMM HapyIIeHueM TT0YeuHO (DYHKIMM, YTO [aeT IIOBOJ MPEIION0KUTh Goee Jer-
Kyto dopmy 3abosesanust. [[poBeieHIe 3aMeCTUTEIBHON Tepalii UMMYHOIJIOOYIMHAMHE JaeT BO3MOKHOCTD YJIYUIIUTh IPOTHO3
y JIaHHOTO TAI[MEeHTA.
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Abstract

Introduction. Schimke immuno-osseous dysplasia (SIOD) is an autosomal recessive, ultrarare disorder characterized by mul-
tisystem involvement accompanied by spondyloepiphyseal dysplasia of the skeleton, steroid-resistant proteinuric nephropathy
leading to progressive loss of renal function, impaired immunity, and vascular damage caused by atherosclerosis. SIOD is caused
by biallelic pathogenic variations in the SMARCALI1 gene.

The clinical manifestations of SIOD are very diverse: from a rapidly progressive disease in which children die in the first years of
life, to milder forms in which they survive to adulthood. The correlation between genotype and phenotype is extremely weak, so
it is impossible to predict either the clinical course or the outcome of the disease. For this reason, patients with this pathology can
be seen by various specialists.

Case report. The publication presents a clinical case of a 4-year-old boy with immunological deficiency, developmental disorders,
and skeletal anomalies, indicating in favor of SIOD.

Whole exome sequencing in the SMARCAL1 gene revealed mutation variants ¢.2542G>T (p.Glu848Ter); ¢.1682G>T (p.Ar-
g561Leu) in a heterozygous state.

Based on the results of the genetic study, and also taking into account that the disease is multisystemic, the child was examined
by a nephrologist, orthopedist, endocrinologist and geneticist.

Conclusions of the nephrologist: glomerulopathy in Schimke syndrome: isolated proteinuria. Left calicectasis. Chronic kidney
disease (CKD), stage 2. Glomerular filtration rate (Schwartz test) — 69.01 ml/min/1.73 m?.

Endocrinologist’s conclusion: syndromic short stature. Protein-energy malnutrition grade 2.

A telemedicine consultation was conducted with the Federal State Budgetary Institution National Medical Research Center for
Pediatric Hematology and Oncology named after D. Rogacheyv, based on the results of which replacement therapy with intravenous
or subcutaneous immunoglobulins was recommended, as well as hospitalization in the immunology department of this federal center.
Conclusion. This description is the first case of diagnostics of an ultrarare disease (1:1-3,000,000 live births) in Krasnodar region
by regional specialists. In this patient, the course of the disease is characterized by a non-severe, non-progressive renal dysfunc-
tion, which gives reason to assume a milder form of the disease. Conducting replacement therapy with immunoglobulins makes it
possible to improve the prognosis in this patient.

Keywords: Schimke’s immune-osseous dysplasia, immunodeficiency, nephropathy, skeletal dysplasia, SMARCALI1 gene
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BBEAEHUE HOe KpaliHe peikoe MYJIBTUCHCTEMHOE 3200 IeBaHIe

Nmmynoxkocthasg auctinazug [Humke (MK/1T), ¢ pacipocrpanennoctbio 1:1-3000000 sxuBoposk/ieH-
BriepBbie onucannast Schimke u coaropamu B 1971 mpix [ 1, 2]. Ona xapakTepusyercst MyJIbTUCUCTEMHBIM
rofy, TpejicTaBasgeT coO0H ayTOCOMHO-PEIECCUB-  TTOPaKEHUEM, COTIPOBOKIAAOIIUMCS CIIOH/IUIIOTIN-

o1




AJINTEPTONOTNA M MUMMYHONOT A B NEAVATPUIA, N2 1, mapt 202

5

ALLERGOLOGY and IMMUNOLOGY in PEDIATRICS, N2 1, march 2025

KnuHnyeckne cnyvam / Medical cases

(puzapHOil UCTIIa3nelt cKejieTa, CTEPOUAPE3UCTEHT-
HOU NPOTEMHYPUYeCKOH HedporaTrelt, mpuBoIiei
K IIPOTpeccupyIolieil morepe GYHKITNU OYEK U HAPY-
nenuto ummynurera |1, 3, 4], a Takxe nopaxenuem
COCY/IOB, BBI3BaHHBIM aTepockiepo3om [5]. MK/
BBI3bIBAETCS GUAJLIETIBHBIMY [TATOTEHHBIMU BapHaI[ii-
ssmu B reie SMARCALT1, koTopsriit Kogupyer GeJok,
BXoasmmii B cemeiictBo 6enikoB SWI1/SNF, yuacty-
IOINX B PEMO/IEJTMPOBAHUYT XPOMATHUHA U PETYJISIINN
TPAHCKPUIIIINY OIIpeIeJIeHHbIX TeHOB [6].

Juarno3 MK/II o6b19HO BIiepBbIE 1MOA03pEBa-
ercst y pebeHKa ¢ HePOTUUECKON IIPOTEHHYpHeit
U HEIMPOIIOPIIMOHAIBHON 3a/1ePsKKOiT pocTa. Y 60J1b-
IIUHCTBA JIeTell TEPMUHAIbHAS CTaus1 3a00JIeBaHIS
noyek passuBaercs B Bozpacte a0 10 ser. Haubo-
Jlee 4YaCTBIMU T'MCTOJIOTUYECKUMM HaXO/KaMH IpU
GUOTICHUH TIOYEK SABJISIOTCS (DOKAIbHO-CErMEHTAPHBIT
TJIOMEPYJIOCKJIEPO3 W O0JIe3Hb MUHUMAJTbHBIX 13-
Menenwuit [7]. DddekTnBHOIT Tepanuu aToro 3aboJe-
BaHUS T0YEK HE CYIIECTBYET, MO3TOMY MalleHTaM
C TEPMUHAIBHON TTOYEYHOW HEJJOCTATOUHOCTHIO Ha-
3HaYaeTcsd 3aMecTUTesbHas rnodyeyHas Tepanus. He-
KOTOPbIE aBTOPBI IIPEJIaraioT TPAHCIIJIAHTAITNAIO TT0Y-
KW C COKPAIeHHBIM TTPOTOKOJIOM IMMYHOCYTIPECCHHT
13-3a PUCKa MHMUIIMPOBAHUS B [TOCTTPAHCILIAHTAIN-
OHHBIN TIepuoz [8].

JlarHoe 3a00JieBaHIe OTHOCUTCST K BPOJKIEHHBIM
ommubKaM UMMYHUTETA, TPYTITie KOMOWHUPOBAHHBIX
UMMYHO/Ie(OUITUTOB C PA3JIMYHBIMU CUHIPOMATHHBI-
MU TTPOsIBJIEHNSIMU. BMecTe ¢ HapyeHnsaMu KIeTou-
HOTO UMMYHHTETA y Psijia GOIbHBIX UMEIOTCST M Hapy-
MIeHNS TYMOPAJbHOTO NMMYHUTETA C HapyIIeHneM
KOJIMYECTBA PA3IMYHBIX KJIaCCOB UMMYHOTJTIO0Y M-
HOB U ypoBH: B-kierok mamsaru. Mudexunu, cBsi-
3aHHbBIE KaK ¢ fedururom T-kiaeTok (HU3KOE KOJTnde-
ctBo CD4* (xmmactep nuddepennupoBin) T-KaeTok
1/WJW ¢ UBMEHEHHON (DYHKIINEH ), TaK U C TyMOpPaJib-
HBIM JIe(UITUTOM, KaK [IPABUIIO, SIBJSIOTCST HauboJiee
JACTHIM OCJIOKHEHHEM 3a00JIeBaHMST U OCHOBHOI
MPUYUHON cMepTHOCTH [9].

Hucnmasus ckenmera TMPOSABIIETCS 3a7€PKKOU
BHYTPUYTPOOHOTO Pa3BUTHSI, HU3KUM POCTOM, aHO-
MaJIUSIMK TOJIOBOK O€IPEHHBIX KOCTEH, MIOCKUMU
SAUTIEBUHBIMI TTO3BOHKAMHU, TUIOMIACTHIECKUM
tazom [10]. /Ipyrue yacTbie KIMHUYECKHUE TTPOSIBIIE-
HUSI BKJIIOYAIOT TMIEPIUTMEHTUPOBAHHbBIE ISATHA,
TJIABHBIM 00Pa30M Ha TYJIOBUIIE, HU3KYIO TEPEHOCH-
Iy, BBIITYKJIBII KOHYMK HOCA, KOPOTKOE TYJIOBUIIE U
11eto, MOSICHUYHBIN JIOP/I03, BBICTYMAIONINHI JKUBOT,
HEOObIYHBIE BOJIOCHI, HETTPABUJILHBIN MTPUKYC 3YOOB,
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TUTIOTUPEO3, aHEMUTO, TUTIEPTOHUIO, PEIUINBUPY-
one WHQEKINN, apTepruonaTuio, TU30INIECKYI0
UIIEMUIO TOJIOBHOTO MO3Ta, HEJIOCTATOUYHOCTh KOCT-
HOTO MO3Ta U IIOMYTHEHUE POTOBUILLI [5].

Takum 006pasoM, KJIMHUYECKUE IPOSBJICHUS
MK/ ouerb pasHOOOPa3HbL: OT OBICTPO MPOrpec-
cupyfomero 3aboieBatus, MPU KOTOPOM JIETH YMHU-
PaloT B IE€PBbIE TO/IBI JKU3HU, 10 GoJiee JTerKux hopmM,
MPU KOTOPBIX OHU JTOKUBAIOT /10 3PEJIOTO BO3pacTa.
Koppessius mexay TeHOTUIOM 1 (DeHOTUTIOM Kpaii-
He csabasi, T09TOMY HEBO3MOJKHO INpeACKa3aTh HU
KJIMHUYECKOe TedeHune, Hu ncxo 3abosesanus [10].
[To aTOt MpUUYMHE MAIUEHTHI C JAHHOU MMaTOJOTUEN
MOTYT ITOTIACTb Ha ITPUEM K PA3JTUIHBIM Y3KHM CITEIH-
aJTNCTaM.

[lenbo maHHOW PabOTHI SIBJISIETCST ONMCAHUE
KJIMHUYECKOTO CJIydasi IMarHOCTUKHN KpaiiHe Pe/IKO-
ro 3abonesanusg MK/ cnenuanucraMu 1eTCKOM
KkpaeBoii kanHndeckoit 6ospauIb (JIKKB) r. Kpac-
HoOfapa.

KJIMHUYECKUN CJTYYAN

Poaurenu masbumka gaiu coriacue Ha UCIIOIb30-
BaHue MHMOPMAIUK O PeOeHKe JIJIsT HayYHbBIX UCCIIe-
JIOBAHWIT U IyOIMKAIni.

[Manuent K. (4 roga 1 mecsir) ObLT HanpaBjieH
YYaCTKOBBIM TIe/IMATPOM HA TIPHEM K Bpady — aJijiep-
rOJIOTY-UMMYHOJIOTY JIETCKOTO TUarHOCTUYECKOTO
nenTpa r. KpacHomapa c jkamobamMu Ha MajIyto Mmpu-
6aBKy Beca W poCTa, JEHKOMEHWUI0, JUMMOTEHUIO
B 0o6mieM ananuse kposu (OAK), yacteie ocTpbie pe-
cnupatopubie nudeknu (OPI) B xosnonnoe Bpemst
roza.

[lantbie anamue3a. Pe6eHOK OT HEPOACTBEHHOTO
6paka, ot 2-ii 6epemenHoctu (1-s1 6epemenrocTs 2014
r. 3amepiiag). Pogbr 1-e npeskieBpeMeHHbie HA 28-11
Hezene 6 aueit recranun. Bec mpu poskaenun 650 T,
pocr 33 cm, orenka 1o mikaue Anrap 6—7 6auios. Boi-
MMCaH B 2 MeCsIT1a )KU3HU C IMarHo3oM: « Bposkaennas
MTHEeBMOHUSA HA (hoHE PeCTTUIPATOPHOTO IUCTPECC-CUH-
npoma (PIC), Tsrenoe tedenne. bponxosnerounas
nucIiasus, HoBas hopma, Cpe/lHeil CTeneHn TsKe-
ctu. [lepeGpanbHast uieMust 2-ii CTerneHu, CUHIPOM
yraetenusi. Heponomennocts 28 Hemenb 6 mHeid.
Mautbrit pa3mep 110712 /1711 TeCTAIMOHHOTO BO3PACTa
(BHyTpHyTpOOHas runorpodus 3-ii crenenn). Tu-
JnpoHedpoTHUYecKas TpaHcHOPMaIIHST TPaBO MTOYKH.
CuHIpOM X0sTecTasar.

Hab6urogancst 1o 3 JieT B I€TCKOM [THArHOCTUYE-
ckom niearpe [IKKD y nenunarpa, nHedposnora, HeBpo-
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Tabnuua 1. Mokasarenu nMMyHornobynuHoB y naumenTa ¢ UKL (Tabnuua aBTopa)
Table 1. Immunoglobulin levels in the patient with SIOD (author’s table)

[TokagzaTtenb Manbuuk K.
ViMmyHOrno6ynuH A, r/n 1,18
VimmyHorno6ynuH M, r/n 1,08
MimmyHorno6bynuH G, r/n 14,26
AnbdadetonporenH, ME/mMn 2,29

JIoTa, OKYJINCTA, 9HAOKpUHOJIOTa, opToriena. C 2 et
6eCITOKOMIIN JKaT00bI HA TTEPUOANIECKOE TTOSIBIICHITE
XaJIsI3M0HA Ha TJ1a3aX, MOJIydaa CAMITOMATHIECKYIO
Tepanuio U ornepaTuBHOe JedeHune. B 3 roma kown-
CyJBTUPOBAH UMMYHOJIOTOM 1 TeMatosiorom /[KKD,
[POBEIEHO UMMYHOJIOTHYECKOe 00C/Ie[0BaHuE, BbI-
sIBJIeHa yMepeHHast abcomoTHast TUMMOTIEH S, yMe-
peHHOe CHUKeHHe abCOTOTHOM KOHIIEHTPAIIH BCEX
cyomonymsaiuii T-1uMOIUTOB, yCTAaHOBJIEH IHa-
rHo3: «PenuauBupyoimuii Xauass3noH. Bropuunas
nuchyHKIUS UMMYHHOUN cuctembl. Jlelikonenus,
JmmMdorieHnst BropudHasi»>. B 3 roya ieperec octpyio
BHEOOILHIYHYIO TIPABOCTOPOHHION THEBMOHUIO, H€3
OCJIOKHEHU.

B 3 roma 6 mecsitieB Math peberka 00paTuiIach Ha
IPUEM K 9HIOKPUHOJIOTY € jKalio0aMu Ha HU3KHE TEM-
bl POCTa U MJIOXYI0 MPUOABKY B Bece. YCTAaHOBJIEH
MATHO3: «XpOHWYeCcKasd HelOCTaTOYHOCTh MTUTAHWS
2-i1 crenienn. 3azepskka pocra. CyOKTMHUYECKHIA T'H-
notupeos. Kpunropxuszms». Hagnauena samectutesib-
Has Tepanus L-THPOKCUHOM.

B 4 roga koHCY/IBTUPOBAH UMMYHOJIOTOM [TOBTOP-
HO. Pomurenu nipebsaBIisiym skano0bl Ha yacTbie OPU
B XOJIOJTHOE BPEMSI TO/Ia, AHTHOMOTHKOTEPATTUTO TTOJTY-
Jaj 2 pasa B roJl JTUTEIbHOCTBIO 5—7 JiHel, n3MeHe-
HUS B aHAJIN3aX KPOBU (JIeKOTIeHs, TUMQOTIEHMST ),
IJIOXY10 MTPUOAaBKY B BECe U POCTE.

HopmanbHoe 3Ha4eHne

0,48-3,45
0,4-1,8
5-13
0-5,8

IIpu ocmoTpe Bec 10 k1, pocT 90 cm. [IpodpurakTu-
YecKue MPUBUBKH B ITOJTHOM 00'bEME, COTJTACHO HaI[H-
OHAJILHOMY KaJIeH/apIo.

B OAK 06buin moJsiy4eHbl CJAEAYIONINE Pe3yJib-
tarbl: Jeiikonenust (4,78x10°/n), nmumdbonenus
(1,38x10° /1), TpomborTonenust (88x10°/1).

Pe3ybraThl IMMYHOJIOTHYECKOTO 00C/Ie[0BAHS
pebeHKa npejcraB/ienbl B Tabauie 1 u 2.

[TpoBenena pentreHorpadus Kucteir B MpsaMoi
IIPOEKIMN: KOCTHBII BO3PaCT COOTBETCTBYET 2 To/laM
(ucnionbazoBana kiaaccudukaimsa CanodbeBoii).

[TarmeHTy OBLIT BHICTABJIEH IMArHO3: «[TEPBUYHBII
UMMYHOJIe(DUITUT HEYyTOUHEHHBIH».

[TpoBenena TeneMeAMIIMHCKAS KOHCYJIbTAINS
(TMK) ¢ HanmoHasibHBIM MEIUITMHCKUM UCCJIE/0-
BaTeJIbCKUM I[eHTPOM JIeTCKOI reMaToIoTnu, OHKO-
Joruu u UMMyHosorun umenu /Imutpus Porauesa
(OTBY HMUIL ITON um. /1. PoraueBa). Peko-
MEH/IOBaHO: IIPOBe/IeHIE TOJHOIK30MHOIO CeKBe-
HUPOBAHUS [€30KCUPUOOHYKIEMHOBONU KHCJIOTBI
(AHK).

PeGeHOK KOHCYJIBTHPOBAH TeHETHKOM ME/TKO-Te-
HETUYECKOU KOHCYJIBTAIMH, TIPOBEAEHO T000CTIEN0-
Banue: kapuotun 46 XY, HOpMaJIbHBIN, MYKCKOMH;
110J10BoI XpoMaTu — 0%, HOPMaJIbHBIHN, MY>KCKOI;
dbenunananun kposu 1,35 mr/mn (Hopma); Tupe-
OTPOTIHBII TOpMOH KpoBHU 2,5 MKME /M (HOpMa);

Tabnnua 2. OCHOBHbIE UMMYHOJIOFMYeckue nokasarenu naumeHta c UKALL (tabnvua aBTopa)
Table 2. Main immunological parameters of the patient with SIOD (author’s table)

[TokasaTtenb Manbuuk K.
CDS3*, % 33,2
CD3, x10%/n 0,46
CD4", % 18,1
CD8", % 10,3
CD3*/CD4*,x10%n 0,25
CD3*/CD8",x10%/n 0,14
CD19", % 43,3
CD19%, x10%/n 0,6
TREC, x10%/neiikountbl TREC, 127
KREC, x10%/nenkoumntsl KREC, 3174

HopmanbHoe 3HaveHne
62-69
1,8-3
30-40
25-35
1-1,8
0,8-1,5
21-28
0,7-13
470-4100
780-7700

CD — knactep anddepeHumposkn; TREC — T-peLentopHoe akcumanoHHoe konblio; KREC — kanna-geneumoHHoe

peKOM6I/IHaLLI/IOHHOG 3KCUMN3MOHHOE KOJIbLO.
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TOHKOCJIOMHAg XpoMaTorpadust aMUHOKUCIOT KPOBU
(HOpM™Ma).

PesysbraT MOJIEKYISIPHO-TEHETUYECKOTO HCCIe-
NOBaHU: TTOJTHO9K30MHOE CEKBEHUPOBAHME: B TeHe
SMARCAL1 ob6uapy:enbl Bapuanthbl ¢.2542G>T
(p.Glu848Ter); ¢.1682G>T (p.Arg561Leu) B rere-
PO3UTOTHOM COCTOSHUM. BvIosHEeHA Baaupanus
BbISIBJIEHHBIX BAPUAHTOB METOJIOM IIPSIMOTO aBTOMa-
THYecKkoro ceksennposanus 1o Cenrepy (tpuo). Oba
BapuaHTa SIBJSIOTCS POAUTETBCKOTO IIPOUCXOKICHIS
Y HaXO/SATCS B TPAHC-TIOJIOKEHWH.

Takum 06pa3oM, Ha OCHOBAHUY HAJIMYUS Y MAIH-
€HTOB MMMYHHOU aucGyHKINH, (hopMupyoleiics
HedpoIaTny, 33/IeP’KKU U HAPYIIEeHUs POCTa KOCTEN,
a Tak’Ke JTAHHBIX MOJIEKYJISIPHO-TEHETMYECKIX METO-
JIOB HCCIe0BaHus pebeHKy Obl YCTaHOBJIEH [Ha-
THO3: <IePBUYHBII MMMYHOAeGUIIUT (MMMYHOKOCT-
Hag pucrrasus [nvke) D84.8».

[To pesynbpraTamM NOJYy4E€HHOTO T€HETUYECKOTO
HCCJIeIOBAHUS, YUYUTHIBAs, 4TO 3ab60/I€BaHIe HOCHT
MYJIBTUCHCTEMHBII XapakTep, peGeHOK GbLI 0CMO-
TpeH HedPoJoTOM, OPTOIE0M, dHIOKPUHOJIOTOM
Y TEHETUKOM.

3axsouenne Bpada-HepoJiora: IIIoMepyJIoTmaTs
npu curgpome [lnmke: n3ompoBaHHas IPOTENHY-
pusi. Kanukoakrasus cieBa. XpoHudeckast 00Je3Hb
nouek (XBII), ctagus 2.

Pe3sysibrathl GHOXUMUYECKOTO AaHATI3a KPOBH: MO-
yeBUHA 7,7 MMOJIb/JT; KPEATUHWH 73 MKMOJIb /JI.

PesyabraThl 00611ero aHaansa MOYM: O€JIOK
B Moue — 0,68 r/u1.

PesysbraThl OMEHKU CKOPOCTH KJIYOOUYKOBOM
dunaprpanuun (CK®): mpoba IlIsapua 69,01 mi/
mun/1,73 Mm% npoba Illsapua — Jlnona 46,08 mui/
muH,/1,73 m>.

3akJoueHne Bpavya-aHIOKPUHOJIOTA: CUHIPO-
MaJbHasl HU3KOPOCJIOCTh. bekoBo-aHepreTrueckast
HEeIOCTATOYHOCTD 2-11 CT.

ITposenena nosropuass TMK ¢ @I'BY HMMUIL
JITON wum. JI. Porauesa, 1o pe3ysbraTy KOTOPOU
OBLITO PEKOMEH/IOBAHO: TTPOBEIEHIE 3AMECTUTETLHON
tepanuu BHyTpuBeHHbIMU (BBUT) nim nogkoxubI-
mu ummyHorao0yamHamu (ITKIUT), a takske rocim-
TaJIU3aINs B OT/IeJIeHue MMMYHOJIOTUH JIAHHOTO (he-
JepaTbHOTO IIEHTPA.

OBCYX/IEHUNE

Hamu mpencraBieH KJIWHUYECKUU ciydai
4-71eTHETO MaJIbuiKa ¢ KMMYHOJIOTHYECKUM Jiedu-
IUTOM, HapyIIIeHeM Pa3BUTHS, a TAKKe CKeJIeTHBI-
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MU aHOMAJIMSIMU, CBUIETEIbCTBYIONIUMHI B TTOJIH3Y
NKAI. Tounaga stuosnorusa UK/ nescHa, ox-
HaKO M3BecTHO, uTo MmyTanuu B reie SMARCAL1
ObLT 0OHapysKeHbl puMepHo y 50—60% narmen-
toB ¢ MK/III [11], 4TO 06bsICHSIET TEHETUYECKYIO
HEOJHOPOAHOCTD 3aboJieBanust. TeM He MeHee pas-
auuns B ctpyktype SMARCAL1 6Bt omucaHb
Kak 00bsICHEHME Pa3JUYHON BBIPAKEHHOCTH 3200-
JIeBaHUS y MAllMEHTOB € OJTHON U TOU Ke MyTallu-
eit [12].

MK/ nemoucTpupyeT (heHOTUIMHIECKYIO Te-
TeporeHHOCTH [13], a TsKecTh 3a60J1€BaHKS Bapbli-
pyet ot Jerkoit 1o Tsakemnout. [Tammentsr ¢ MK/
C TSKEJTBIM (DEHOTHIIOM OOBITHO YMUPAIOT B BO3PAC-
Te J10 TISATH JIeT U XapaKTepU3yoTcss KOCTHOW IuC-
1asyeit, 0co6bIM JUCMOPPU3MOM JIUIa 1 JedUIim-
TOM T-KJIeTOK, BEI3BAHHBIM TTOBTOPHOI WH(pEKITNEH
U XPYHKOCTBIO XpoMocoM [14]. C apyroii cTopoHbl,
110 CpaBHEHUIO C TAI[MEHTaMU C TSKeJol hopMoit
MK/, y nariueHToB ¢ Jerkoil (hopMol CUMIITO-
MBI TPOTpeccupyioT MeieHHee. Hekoropeie n3 Hux
MOTYT poTeKaTh 6e3 MHbeKInil, a UHOT/IA U KJTH-
HUYeCKH OECCUMIITOMHO, IIPH 3TOM HPOTEHHYPUS
He BBISBJISETCS B paHHEM JIeTCKOM Bo3pacte. [larum-
entol ¢ MK/IIII nerkoii crenenu oObIYHO 1OKUBa-
10T 10 15 JieT, B TO BpeMsi KaK HEKOTOPbIE TAIlMeHThI
MOTyT 105kuBath u 10 36 et [15]. Boerkoel [6] co-
OOTIUIT O MYTAIUSAX B T€TEPO3UTOTHOM COCTOSIHUH,
COOTBETCTBYONIMX JIETKOMY T€YEHUIO 3200 I€BAHISI.
Kimanyeckuii peHoTnr, 0OHapysKEeHHbII y HaIIero
nalKeHTa, B TOUHOCTH COOTBETCTBYET OIMCAHHOMY
Boerkoel [6]: manmenT HeBbICOKOTO pocTa, ¢ 3ab601€-
BaHUEM TOYeK U JUMMOIUTONEHEH 6e3 PeruginBu-
py1onux nHGEKII.

Y manpunka B Harieil paboTe, 10 TaHHBIM UMMY-
HOTPaMMBbI, UMEIOTCSI UBMEHEHUS Oy Iaun T-Kire-
TOK, a B TyMOpaJibHOM uMMyHuTete (yposenb CD19*
B-KJ1€TOK, CBIBOPOTOYHBIX UMMYHOTJIOOYITHOB, KOH-
nenrpaiusi KREC) nsmenennii He BoisiBaeHO. Mex-
1y TeM, 1o ganubiM aBTopoB, MK/ conpoBoskna-
eTcs Kak M30IMpoBaHHbIM fepuriutom T-keTok [ 16,
17], Tak u koMOMHUPOBaHHBIM B- 1 T-KeTOUHBIM
neburutom [18].

OTPAHMYEHUN A

OrpaHUYEHUSIMU HAIIIETO OTYETA O KIMHUIECKOM
carydae ObIIM OTPaHUYEHHBIN JOCTYI K UCTOPHH (O-
JIE3HU JIO TIOCTYIJIEHUs AllUEHTA B HaIlle YUPesK/ie-
HI€, YTO HE MO3BOJIMJIO HAM Y3HATh TTOAPOOHYO HCTO-
puio 3a00JI€BAHNS Y TTAIIMEHTA.
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SAKJIIOYEHUNE

JlanHoe onucanue SIBJISIETCS TEPBBIM CJy4aeM
JIMAaTHOCTUKU KPAaeBbIMU CIIEIMAJUCTAMU KpaliHe
peakoro 3abosnesanus (1:1-3000000 ;kuBOpOKI€H-
HbiX) B Kpacnogapckom kpae. Y 1aHHOTO TTalieHTa
TedeHue 3a00I€BaHNS XapaKTEPU3YETCsT He TsIKe-

JIBIM, HEe TIPOrPeCCUPYIONUM HapyLIIEHHEM T10Yey-
HOI (DYHKIMM, Y4TO JA€T IMOBOJ TPEAIIOJOKUTD
6osiee Jerkyio Gopmy 3aboseBanus. [Iposenenue
3aMeCTUTENbHONW Tepanuu UMMYHOTJIOOyInHAMU
JlaeT BO3MOKHOCTD YJIYUIIUTh IPOTHO3 Y JAHHOTO
HarenTa.
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