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JICHHE 3200/€BAHMA U CBOCBPEMEHHO HAYATOE JIEYEHHUE, BKIIOYAIONEE IPUMEHEHUE (DEPMEHTHBIX IPENapa-
TOB, CHEUANM3UPOBAHHOE MUTAHUE M TPAHYJIOLUTAPHBIE KOJIOHUECTUMYIUPYIOIHE (DAKTOPBI, CIOCOOCTBY-
10T Y/YYIIEHUIO KAYECTBA XU3HH U IIPOTHO34 Y MALIEHTOB. B paboTe NPe/CTaBIeH KIMHUYECKUH CIy4ail ce-
MEHOIO IIPOABICHHA JAHHOIO CHHAPOMA. IMarHo3 peOGEHKy ObUT YCTAHOBIECH U IIOATBEPXKACH IE€HETHYE-
CKMM HCCTIEJOBAHAEM TOJIBKO B BO3PACTE OAHOIO rofid. C pOXIEHUA Y IEBOUKU OTMEYAIUCh KIMHUYECKUE
IPOABIECHUA ATOIMNYECKOTO IEPMATUTA, KOTOPBIY UMEJ TOPIUAHOE K TEPANUHU TEYECHNE, XAPAKTEPHBIH CTYII,
u3MeHeHud B 06mmeM ananuse Kposy (OAK) B Bujie JIEMKONEHUY ¥ HEUTPOIECHUHU PA3NIUYHON CTENIEHY TDKE-
CTY, U3MEHEHUS B OMOXUMUUYECKOM aHamm3e Kposr (BXAK) B Bujie MOBBIMIEHUS MEYCHOUHBIX (DEPMEHTOB.
Taxke y manuenTKy NIMEETCA POAHAA CTAPIIAd CECTPA € AHATOTMYHBIMY M3MeHeHuAMH B OAK. [l nckmoude-
HYA HAJIMYMA NATOTE€HHBIX T€HETUYECKUX BAPUAHTOB I'eHa SBDS B LIUC-TIONOKEHUN ObUIM 0OCIEN0BAHbL PO-
JIUTENH JICBOYKH. Y MaTEpPH BBISABICH MATOTCHHBIN BApUAHT reHa SBDS ¢.258+2T > C B reTepo3uroTHoOM Co-
CTOSIHUH, Y OTIA — BApUaHT C.653G > A (p.Arg218Gln) B rerepo3uroTHOM COCTOSHUM. C YIETOM HACTE/CT-
BEHHO IIPUPO/BI 3200/IEBAHNA TEHETUYECKOE UCCIEA0BAHUE ObUIO TIPOBEACHO U POJHOU CTapiier cecrpe
JEBOYKU B BO3PACTE CEMU JIET. [Ipn MCCIEAOBAHUH TAKKE ObUIO BBIABICHO /1BA NTATOTEHHBIX BAPUAHTA I€HA
SBDS ¢.653G > A (p.Arg218Gln) u ¢.258+2T > C B KOMIAYH/-TETEPO3UTOTHOM COCTOSHUU. TaKUM 06Pa3oM,
cunppom IlIBaxmana — JafiMoHa y peOeHKa ObUI IOATBEPAKAEH IEHETUUECKMU METOAMY UCCIEOBAHNUA.
ONuUCaHHBIA CIy4all IMEET LEIBIO IPUBICYCHNE BHUMAHNA BPAYEH-TIEAUATPOB K MPABUIbHON OLICHKE TTOKA-
sarenein OAK (3HAaHME BO3PACTHBIX HOPM KONTMYECTBA KIETOK KPOBU M BO3PACTHBIX OCOOEHHOCTEN JIEHKO-
(bOpMyJIBL), YMEHUE CYUTATD AOCOMOTHOE KOIMYECTBO IPAHYJIOLUTOB. /I YTOYHEHMA XapaKTepa HeHTpone-
HuM (BPOKIECHHAA, IPHOOPETEHHAA) HEOOX0AUMO OLeHnBATh OAK B JHAMUKE.

Kirouesnie c1oBa. llIBaxmana — JaiiMOHa CUHAPOM, HEHTPOIEHUS, TIO/PKEIYI0YHAS JKEE3A.

Shwachman — Diamond syndrome is a hereditary ribosomopathy which is manifested by exocrine pancreatic
insufficiency, hematological disorders, stunted growth and bone deformities. The pathology is caused by mu-
tations in the SBDS gene. Early detection of the disease and timely treatment, including the use of enzyme
preparations, specialized nutrition and granulocytic colony-stimulating factors, contribute to improving the
patients' quality of life and prognosis.

A clinical case of a family manifestation of this syndrome is presented in the article. The diagnosis was made and
confirmed by a genetic study only at the age of 1. From birth, the girl had clinical manifestations of atopic dermati-
tis, with a torpid course to therapy, characteristic stools, changes in the general blood test (GBT) in the form of leu-
kopenia and neutropenia of varying severity, changes in the biochemical blood test (BCBT) in the form of increased
liver enzymes. Also, the patient has an 8-year-old elder sister with similar changes in the GBT. To exclude the pres-
ence of pathogenic genetic variants of the SBDS gene in the cis-position, the gitl's parents were examined.

A pathogenic variant of the SBDS gene C.258+2T>C in a heterozygous state was revealed in the girl's mother,
while the father had the variant C653G>A (p.Arg218Gln) in a heterozygous state. Taking into account the he-
reditary nature of the disease, the gitl's elder sister underwent a genetic examination as well at the age of seven.
The study also revealed two pathogenic variants of the SBDS gene C.653G>A (p.Arg218Gln) and C258+2T>C in
a compound heterozygous state. Thus, SDS in the child was confirmed by genetic methods of examination.

The case described in the article is aimed at attraction the pediatricians' attention to the correct assessment of
GBT indicators (knowledge of age-related norms of the blood cells count and age-specific features of the leu-
koformula), the ability to count the absolute number of granulocytes. To clarify the nature of neutropenia
(congenital, acquired), it is necessary to evaluate the GBT results in dynamics.

Keywords. Shwachman — Diamond syndrome, neutropenia, pancreas.

BBEJIJEHUE AUCHYHKINA KOCTHOI'O MO3I'd U TIOBBIICHHBIN

PHUCK DPA3BUTHS MUEIOWHBIX 3/I0KAYECTBEH-

Cunzipom [lIBaxmana — Maiimonna (CII)  Heix omyxosnei [1; 2] TTo wactoTe TsaKeI01 K-
SBJSIETCSl HACTEICTBEHHON PUOOCOMOMATHEH,  30KPUHHOM HEJOCTATOYHOCTH IIOJLKEIYI0Y-
JUIL KOTOPO¥ XapaKTEPHbl HAPYIIEHUS K30K-  HOM kenesbl CIIJ[ ycrymaer TONMbKO MYKOBHC-
PUHHONM (DYHKIIMK TO/KETYIOYHOM skeie3sl,  1uaosy. [Ipu CIIJ] HaOmoAa0TCs HapyIeHus

131



CNYYAW N3 NMPAKTUKA

CO CTOPOHBI MMMYHHOH CHCTEMBI, B IIEPBYIO
O4epeab TUKEIbE HEUTPOIEHNH, MOPAKEHNE
IIEUCHY, TIOBPEKACHUE 3MAIM 3y0OB, HEUPO-
KOTHUTHBHBIE PACCTPOMCTBA U JAPYTHE CHUM-
ITOMBI, YTO TOBOPUT O MYIbTHUCUCTEMHOM 34-
OoneBaHuH (4] ¢ BAPUATUBHBIM TUIIOM TE€YEHUA
[0]. B pemkux ciyuasx (3,23 %) Habmomam
pasBuTHE CAaXapHOIO Auadbera 1-ro Tuia, yTo
CYNTAETC HEXAPAKTEPHBIM U PEAKUM OCIOXK-
HEHMEM [IAHHOU MATOJOIMH, OJHAKO 3TO B
30 pa3 yvame, 0 CPABHEHUIO C YACTOTOU BO3-
HMKHOBEHUA CAXAPHOro Auabera 1-ro Tuma B
obmier nonyanuH [5).

COIMacHO JUTEPATYPHBIM JAHHBIM, Pac-
IPOCTPAHEHHOCTh cuHApoMa I[lIBaxmana -
JlaiMOH/IA B MHMpE OLCHUBAETCA B IIPEAENaX
1:50 000-1:76 000 wyenoBek. OQHAKO TOYHOE
YUCIO MAIUEHTOB C JAHHBIM 3200/1€BAHNEM B
Poccurickon denepanyu Hen3BeCTHO [7]. benok
SBDS (Shwachman - Bodian - Diamond
Syndrome), CBA3AHHBIN C CO3PEBAHUEM PUOO-
COM, IIPUCYTCTBYET BO BCEX KIETKAX OPTraHU3MA,
C HauOOJbIIEN KOHLEHTPAMEN B KIETOYHOM
A7pe, OCOOEHHO B OOJMIACTU CHUHTE3A PUOOCOM.
OTOT OENOK UIPAET BAKHYIO POJb B MUTO3E,
obecreynBas  CTaOWIBHOCTL TreHoma [8; 9]
[Ipumepno y 90 % nanuentos ¢ CIIJI BbiABIA-
I0TC OMQJUIETbHBIE TTATOTEHHBIE BAPUAHTHI B
rere SBDS, KOTOPBII PACIONOXKEH HA JUIMHHOM
wiede 7-1 xpomocomsl (7q11) [10; 11]. Tomo-
noruyHbil Ha 97 % ncesgoren SBDSP (SBDS
Pseudogene), Taxke HAXOAAIMICA B ITOU 06-
JIACTH, MOXET COAEPKATH JENEIUU U MYTalN,
NPENATCTBYIOIME CUHTE3Y (DYHKIIMOHAIBHOIO
6enka [12]. CIIJL otHOCUTCA K Op(AHHBIM 32-
oonesanuAM. IIpuBOAUM CIydadl COOCTBEHHBIX
Ha6mozaenurt CIIJT y AByX cecrep ¢ reHeTuye-

CKuM BapuaHtoM TeHa SBDS 053G > A
(p.Arg218Gln).
KJIIMHIYECKHI CIVIAK

JleBouka M. B BO3pacte OAHOIO roja Io-
CTyIIWIA B OTZAEICHUE AIEPrONOrMU-UMMYHO-
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noruu I'BY3 TIK KIIKb r. [lepmu ¢ xanobamu Ha
000CTPEHUE ATOINYECKOTO JEPMATHTA.

CormacHO aHAMHE3Y, pEOGEHOK POJAMIICA OT
BTOPO¥T 6EPEMEHHOCTH, KOTOPAS IPOTEKANa 6e3
OCJIOXKHEHUM, W BTOPBIX CPOYHBIX POJIOB.
[Ipu poxpeHnn macca tena cocrasunad 2970,
apoct — 50 c¢cm. C BO3pacra OJHOIO MeCALa
IOABUIACH AJUIEPIUYECKAA ChIIb HA KOXKE JIULA
Y TYJIOBUINA, U B CTALMOHAPE 110 MECTY KUTEIb-
CTBa OBUI JIMATHOCTMPOBAH ATONHYECKUN JIEp-
marut. B obmem anamse kposu (OAK) orme-
yayIach Jieitkonenus 2,9-10°/m u TsKenas Heit-
TpOneHusA (a6COMOTHOE KOMUYECTBO IPAHYIIO-
UTOB 493 KIL/MKI), 4TO OBUIO PACLEHEHO KAK
NPOABIECHUE TIEPEHECEHHON BUPYCHOW HH-
(exuun. Jlanee UIEPrUYeCKUE BHICHITAHUA
COXPAaHAMNCh. C 4YETBIPEX MECALEB KU3HU
IPUCOEAVMHIINCD TIPU3HAKA CUHAPOMA Majlb-
a6cop61my, 9To OBLIO PACIIEHEHO KK IIPOAB-
JIEHUs TACTPOMHTECTUHAIBHOM MUIIEBOM AJI-
JIEPTUH, B CBA3HU C YEM B SKCTPEHHOM MOPSJIKE
JIEBOUKA ObUTA TOCTIUTAIM3UPOBAHA B OT/IE/IEHUE
awiepronorur-ummyHonornn  I'bY3 IIK TIKB
Ne 13. [Tpu o6cnenosanny B OAK BHOBb 3a(puK-
CHPOBAHA JIEMIKO- W HEUTPONEeHusA 2-3-i CTe-
NEHW, B OMOXMUMHYECKOM aHAJINU3E KPOBU
(BAK) - noseimenne ACT o 189,9 E/n, AJIT
10 2704 E/m; ummyHOI00yMHEL A, M, G Obl-
JM B TIPEAENax BO3PACTHON HOPMBL Ilanu-
€HTK2 OBLIA BBIIMCAHA C JJMATHO30M: ATOIIH-
YECKUI JIEPMATUT, MJIA/ICHIECKad (HopMa, T-
Kejnoe  TedeHue.  [aCTpOMHTECTHHAIbHAS
NUIIEBAs  AIEPrus. PEakTUBHBINA TEMATHT.
CUHZPOM LMTONMN3A. YYUTHIBAA COXPAHAIO-
IIMECA BBICBIIAHUA HA KOXE, JE€BOYKA OblIa
IIEPEBEICHA HA BCKAPM/IMBAHUE JIEUEOHON
CMECBI0 HA OCHOBE AMHUHOKHUCIOT, TOIyYaId
HAPYKHYIO TEPANUIO TOMMYECKUMU ITIOKO-
KOPTUKOCTEPOU/IAMH, MPENAPAT YPCOAE30K-
cuxonueort kucaotel (YIXK). Ha done Te-
panuy OTMEYANACh HOPMATU3ALMA CTyld, HO
COXPAHSAIUCD BBICBITAHUS HA KOXE.

B Bo3pacre 5 MmecAues B CBA3U C HEIpe-
PBIBHO-PELM/IUBUPYIOUM TEUYEHUEM ATOINYE-
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CKOI'O IEPMATUTA TALMEHTKA ObUIA TOCIUATAIIN-
3UPOBAHA B OTZIEIEHNE PaHHETO Bo3pacTa [BY3
[1K KIIKb. I1pu obcnegosanuu B OAK coxpans-
JIUCh JICUKONEHUA U TAKENAd HEUTPOINEHUs
(nevikonutel 34 - 10°, HeiTpoduns  abe.
374 xn/mrn), B BXAK ACT - 76 E/n, AT -
92 E/n, yposens IgM, IgA u IgE — B HOpME, IgG -
1,44 r/n (nopma 2,32-14,11). Yuurbisag -
TEIBHO COXPAHAIOIUICA CUHAPOM LIUTONN3A, Y
pebeHKa ObUIM UCKIIOUEHB! BUPYCHBIE TENATH-
THl, U Jajee OHA ObUId TOCIUTAIM3UPOBAHA B
orgenenue racrposureponoruu I'bY3 I1K I'7IKb
Ne 13, rae ObUIM MCKIIOYEHBI MYKOBUCLIMZIO3
(motoBasg npoba B HOPME), AeULIUT anb(a-1-
AHTUTPUIICKHA, 601€3Hb BrbcoHa — KOHOBa-
JIOBA U HACJEACTBEHHBIE OOJE3HN OOMEHA.
Briepsble ObUIO 3aMOA03PEHO MEPBUYHOE UM-
myHogepunurHoe cocroguue (MAC) Ha ocHO-
BaHuy pe3ynbTatop OAK M MMMyHOIpAMMBbI
(cumxenye Ig G). [TanpeHTKe GbUIO BBIIOTHEHO
nccnenosanne HA TREC-KREC: TREC — cHipkeH
HesHauurenbHo, KREC — Hipke Ha nopsaiox pe-
(bepEHCHOIO MHTEPBAIA.

B Bospacre 11 mecsnes /ieBouka ObLIa
BHOBb I'OCIIUTAIM3UPOBAHA B OT/E/ICHUE AJlIep-
ronoruu-ummyHonorun I'6V3 IIK TZIKB Ne 13.
B OAK 1O-TIpeXHEMY COXPAHSAIUCD JICHKOIIE-
Hus, TsoKesas Heidrponennd, B BXAK cungpom
uuronusa. [Iposegeno CD-TUNMPOBAHUE JIMM-
(hOLIUTOB — IATOJIOTMU HE BBIABJIECHO. YUUTBIBAS
KIMHAYECKYIO KAPTHHY 3400/I€BAHUA B BUJE
CTOMKOW HEUTPOIEHWH, CHHIPOMA Mabad-
COPOLIMM ¥ CHUHZPOMA LIUTONN3, PEOEHOK B
BO3PACTE OJHOI'O TOAd OBUT FOCIUTAIU3UPOBAH
B OTJENCHUE  AJUIEPIONIOIUU-UMMYHOIOTUN
IBY3 TIK KIKb i1 uckmodeHus CuHApoMa
[IIBaxmana — JaiiMmouaa. OOBEKTUBHO TIPU TI0-
crymienun B I'BY3 IIK KIKB cocrosnue 1o 3a-
OONEBAHUIO CPEJHEN CTENEHU TOKECTH, CAMO-
YyBCTBUE XOpoliee, akTuBHAA. Pocr =84 ¢,
SDS pocra=-142; wmacca Tema=131 K,
VMT = 18,6 kr/m’, SDS UMT = +1, 9. BugumbIx
fepopManyil OIOPHO-ABUTATENBLHOIO AIIIAPa-
T4 HE OTMeYeHO. OTMEYAIach OOmad CyXOCTb

KOXU, B JIOKTEBBIX CTMOAX 1 HA KOXE /162 OblLId
HESAPKAs TUIEPEMUS, KODOUYKH. AYCKY/ILTATUBHO
B JIETKUX BBICIYIIMBAIOCH IMY3PUIBHOE [IbIXA-
HUE, CEPJEYHBIE TOHBI 3BYYHBIE, PUTMHUYHBIE.
[ledenp BbICTYNANIA Ha 1cM U3-TI07 Kpas pebep-
Hon gyru. Cryn y pebeHKa O(OPMIICHHBIL
[TanenTKe NPOBEAEHO UCCIEAOBAHUE YPOBHA
[IAHKPEATUYECKOM 3/1aCTa3bl-1 Kama (YpOBEHb
10,7 mxr/r npu Hopme > 200 MKI/K.), 4TO CO-
OTBETCTBOBANIO THKENON 3K30KPUHHOH IIaH-
KPEATUYECKON  HEJOCTATOYHOCTU.  YPOBEHb
25(OH)D, o6bu1 13,1 Hr/mn mpu  HOpME
30-100 Hr/mi, B KOIpOrpaMMe Mbuia ++, CO-
XPAHAICA CUHAPOM LUTOMM3A. [Ipu renerunye-
CKOM HCCIENOBaHNM  (TIaHenb  «[lepBUuHbIE
VUMMYHOZIE(PUIIUTEL U HACIEACTBEHHBIE AHE-
MUW») BBIABICHO /iBA IATOTCHHBIX BAPUAHTA
rena SBDS c0653G>A  (p.Arg218Gln) wu
€.258+2T>C B KOMIAYHA-TETEPO3UTOTHOM
COCTOAHUU. YTOOBI UCKIIOUUTD HATMYKE N1ATO-
I€HHBIX I€HETUYECKUX BApUAHTOB reHa SBDS B
[UC-TIONOXEHNH, ObUIO MPOBEAEHO OOCIEN0-
BAHME popuTeneil pebeHka. Y Marepu 06HAPY-
KeH BapuaHT reHa SBDS ¢.258+2T > C B rere-
pO3UTOTHOM (popMe, y OTLA — BAPUAHT
c.053G > A (p.Arg218Gln) B rerepo3UroTHOM
cocroguuu. Takum o6pasom, CIIJ y pebenka
ObUI TIOATBEPAKACH I'€HETUUECKUMU METOAAMU
UCCTIEJ0OBAHUA.

[Tpn anamse OAK peGeHKa B IUHAMUKE
(Tabnuna) obpamana Ha ceOs BHUMAHKE TIPAK-
TUYECKU TIOCTOAHHAA JIEMKO- U HEUTPOICHUS,
BIUIOTb /IO arPaHy/IOLUTO33, 34 UCKIIOUCHUEM
cIy4yaeB pecrnuparopHon uHgpexuuu. Ilocre
ycTaHosneHua auarnosa CHIJI pe6eHok pery-
JFPHO HAOMIOAAICA Y TIEAUATPA, AJLIEPrOIOra-
VIMMYHOJIOT'd, TACTPOIHTEPOIOTA. JEBOYKA I10-
nygana npenaparsl VXK, suramutisl D, A u E,
Tepanuio pepmentamu IDK v HYTpUTUBHYIO
noazepxky. Kourpons OAK nposopnics exe-
MECAYHO. B BO3pacTe ABYX JIET OZHOKPATHO
IOTPEOOBANOCh BBEACHUE CTUMYIATOPA IPA-
HYJIOLUTONO0332 «PUIrpacTuM» IPU  CHIDKE-
HHUU TPAHYIOLUTOB O 323 KI/MKI Ha (DOHE
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MnHamuka nokasareneit OAK peGenka M. Ha mepBOM rofy KHM3HH

Boapacr, ap, Hs, Tp, Jlex, o 0 o o | AKH, 0 o | COY,
MIG)C‘ m-lg“/n | I m-l%‘)/n T Il Rl Rl el P L L
I 40 | 120 200 | 29 [T [ 16 [ 43 | 54 | 20 | 2
I 37 | 114 301 | 41 1 | 1880 6 | 20 | 12
3 48 | 133 | 277 ] 308 | 55 2 29 [105] 9 | 10| 3
4 360 | 127 | 231 | 415 | 43 T [ 1 |3 | 1B36] % | 9 2
5 42 | 126 [ 290 | 271 | 457 166 [ 52] 19 [ 9 I
5 41 | 117 [ 280 | 253 | 34 - 11| 48 | 8 | 9 2
8 49 | 142 [290 | 195 | 24 1 19 [ 504 | 6 | 10 | 1
B 48 | 138 | 287 | 216 | 32 [ 7 |28 [0 % | 10| 3
85 38 | 111 96 | 64 O | 10 | 26 | 2880 | 38 | 17 | 11
9 38 | 100 78 | 77 4 |55 |44 31 | 10| 3
9 445 | 128 | 288 | 183 | 27 7 [0 2 | 1 2

[Tpumeuanue: * — OAK B3ATHI HA (POHE PECTIMPATOPHBIX MH(PEKIHIL

pecnupaTopHoi MH(MEKINU. B 3TOM XK€ BO3-
pacre ObUT IPOBEAEH KOHTPOJIb MAHKpPeATHYe-
CKOI1 371aCTa3bl-1 Ka/a, pesynprar — 376 MKI/T,
YTO COOTBETCTBOBANIO HOPMAJIBHBIM ITOKA34Te-
naaM. TIo JaHHBIM KONIpOrpaMMbl Ha (HOHE
IpUEMA MAHKPEATUHA COXPAHANACH YMEPEH-
Has crearopped (Mbuia +), amunoppes (Kpax-
Man +). Ha ¢one tepanuu y pe6eHKa K BYM
rofaM 0TMevanoch ysenndenue UMT o 18,6
(SDS UMT = +1,97), 4T0 nOTPE6OBAIO OTME-
HbI [IAHKPEATUHA U HYTPUTUBHON O PKKU.
C y4eToM HACJIE/ICTBEHHON NPUPO/B 3200€e-
BAHUA TIEHETHUYECKOE HCCIEAOBAHUE OBUIO
IPOBE/ICHO ¥ POAHOM CTApLIEU CecTpe je-
BOUKH B BO3pacTe ceMu JeT. [Ipu nccnenosa-
HHUHN Y CECTPBI TAKXKE ObUIO BBIABIECHO [IBA I1a-
TOTCHHBIX BapuaHTa rena SBDS ¢.653G > A
(p-Arg218GIn) n ¢.258+2T > C B KOMIayHJ-
I€TEPO3UTOTHOM COCTOAHUM, auarHo3 CIIJT
ObUI YCTAHOBJIEH U CTAPUIEN CECTPE HAUIEN
nanyeHTKy. [Ipn cbope aHaMHE3a 3206071€BAHUA
CTapumiell CeCTpPhl MATh YIOMSHYIA HAIMYNE
YACTOIO, KUPHOT'O CTyJId B PAHHEM BO3PACTE.
B OAK faHHOTO peGEHKA ¢ PaHHETO BO3PACTA
TAKKe OOpAlAIU Ha €O BHUMAHUE JIEUKO- U
HeiTponeHus. [IaHHas MayueHTKa ObUIa BIED-

134

BbIE OOCJIE/IOBAHA B HAMIEN KIUHUKE B BO3PAC-
1€ 7 net. IIpu OGBEKTUBHOM OCMOTPE [J€BOY-
ku: poct = 122 cm, SDS pocra = -1,62. Macca
tena =252 xr, UMT = 17,2, SDS UIMT = +0,56.
KoXHble MOKPOBBI ObUIA  (PU3HOIOIUYECKON
OKpaCKH, 4ucThie. [Ipy ayCKy/IbTAlluK JIETKUX
OTMEYAIOCh BE3UKY/IAPHOE AbIXaHUE O€3 XPU-
TIOB, YACTOTA /IbIXATEIbHBIX IBUKEHUIT COCTAB-
mma 20 B MuHyty. CepAeuHble TOHBI OBUIN
YETKUMU U PUTMUYHBIMY, C 4acToTou 80 yia-
POB B MUHYTY. JKUBOT [IPY IAJIbIAIIUA MATKUI,
0e300/me3HeHHBIN. [ledyeHb He BBIXOAWIA 32
TIpeEnbl Kpasg peOGEpHOi IyTH, CENE3EHKA HE
IPOLYIBIBAIACD. CTY/I OBLT O()OPMIECHHBIM, JJO
JIBYX P43 B JIEHb, MOUECUCITYCKAHUE POXOAHUIO
6e360ne3HeHHO. B OAK y manueHTtku B BO3-
pacre 77er OTMEYANaCh JICUKONEHUA -
5,8:10°/n, Heitrporerys — 696 Ki1/MKIL B Kompo-
rpaMMe — amuioppesa U crearoped (Mbuia ++),
MAHKPEATUYECKAA 3/1acTa3a-1  Kama  Obuia
40 MKI'/T; MMMYHOITIOOYJIMHBL — B IIPEJENax
Hopmbi; 1,25(0OH)D, — 14 ur/mn (gedunmr);
IPU3HAKOB cuHApoMa nuronusa B BXAK ne
Ob110. JIeBOUKA HAOMIONAETCA Y TEANATPA, AJl-
JIEPrOJIOra-UMMYHOJIOT,  TACTPOIHTEPOIOTA.
[Iposopunace Tepanus ¢pepmentamu DK xu-
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POPACTBOPUMBIMU ~ BUTAMUHAMY, HYTPUTUBHAS
NO//ICPKKA. BBEICHUI CTUMY/IATOPOB I'PAHY-
7010332 HE TPebOBAIOCh. B BO3pacre 9 et
YPOBEHb MAHKPEATUYECKON 3/1aCTa3bl-1 Kama y
JIAHHOW MAIMEHTKU Obl1 6osee 500 MKT 3/T,
YTO COOTBETCTBOBAIO HOPMAJIBHBIM IIOKA34Te-
JAM, 4 KIMHUYECKH OTMEYAINCH 3ATIOPBI, YTO
NOTPEOOBANIO OTMEHBI JJ03bl (pepMeHTOB [DK.
B cBa3u ¢ Tem, 4To B Poccum BCEM HOBOPOX-
JIEHHBIM TIPOBOJUTCA OIIPEAEIEHUE NMMYHO-
peaKTUBHOIO TpuncuHoreHa B kposu (MPT) u
BCTPEYATUCh COOOMEHNA O HU3KUX NOKA3ATENH
WPT y peteit ¢ CLIJ [13], Mbl cenam 3ampoc
B JIAOOPATOPUIO HEOHATAIBHOIO CKPUHUHIA O
npenocTasnennn  pesyasratos UPT y cecrep.
Y crapment JeBoyku mokazatenmd VIPT Obuim
115 ur/mn, vy mmagmedt — 13,1 ar/mn Kpome
Toro, Mbl 3anpocwmn OAK popurenedt HAmmMx
nanyeHToB. B OAK matepu zieouek (33 roza),
B3ATOM Ha (POHE IIOJIHOTO 3/J0POBb, BBIABICHO
npeobnaganre mMponutos 10 52,20 % 1mpu
Hamyny HenTpouinos 30,87 %. Bo3moxHO,
3TO OBUIO OOYCIOBIEHO HOCUTENBCTBOM ITATO-
TE€HHOIO BapuaHTa reHa SBDS ¢.258+2T > C.
B OAK otna manueHToxk (34 roga), HoCUTENA
Bapuanta ¢.653G > A (p.Arg218Gln), B3srom Ha
(bOHE TOJHOTO 3[I0POBbS, MATOIOTMYECKUX H3-
MEHEHU BBIABJIEHO HE OBLIO.

PE3YJIBTATBI U UX OBCYKIEHNE

Ha cerogusmuuy gens auarno3 CIIJ on-
penenseTcs Ha OCHOBE KIMHUYECKON KAPTUHBL
BKJIIOYAIOMIEN IK30KPUHHYIO HEIOCTATOUHOCTD
TOJLKENTY/IOUHON JKENE3bl U TEMATONOTMIECKUE
Hapymenud [15]. OfHUM U3 KIOYEBBIX (DAKTO-
POB /U1 IMATHOCTUKU MOXET CIYKUTb HEUTPO-
nenus [14], koropas scrpevaerca y 88-100 %
nanpenTo ¢ CHIJ [15]. «30710THIM CTaHZAp-
TOM» JUIA TIOATBEPKACHUA JruarHo3a CIU/L ciy-
XKUT TeHeTnYecKoe uccuenosanue [4]. Hecmor-
pA HA pAaHHUE IPOABIECHUA HEUTPOICHUY,
IEPBUYHBIN MMMYHOAEC(PUIUT Y OOOMX JeTen

OBUT 3A110/J03PEH C OIO3AHUEM, UTO, BEPOATHO,
OBUIO OOYCIOBNIEHO HOPMAIU3ALUEN IEMATONO-
TMYECKUX TIOKA3aTenell Ha (POHE PECIUpaTop-
HBIX HHObeKmA. Bapuant SBDS ¢.653G > A
(p-Arg218Gln) ABIAETCA MUCCEHC-BAPUAHTOM,
npeacrasneH B 6aze ClinVarMiner (https://
clinvarminer.genetics.utah.edu/) Kax peaxkuit u
KIACCU(ULMPYETCA KAK BEPOATHO MATOICHHBIN
ana CHIJL B sureparype ONMCaHUA JAHHOIO
BAPUAHTA BCTPEYAINCH JIMANb B €JVMHUYHBIX
cnygaax. Donadieu ¢ coast. (2012) npentudu-
[IAPOBA/IY JJAHHBIN BAPUAHT Y OJHOIO MAIAEH-
Ta ¢ reHoTUnoM p.Arg218Gln/p.Cys84fs, ogHako
KIMHAYECKUX IPOABIECHUN HE IIPEACTABUIN
[16). MI. WmatoBa c coasr. (2019) omucamm
ABYX HEPOJACTBEHHBIX MAJIbYUKOB 1,5 JIE€T C Ba-
puanTom p.Arg218GIn B KOMIAyH[-T€TEPO3U-
TOTHOM COCTOSHUM C BAPUAHTOM C€.258+2T > C
C KIMHUKOM TSKEJIOM IMAHKPEATUYECKOM He-
JIOCTATOYHOCTH, BBIPAKEHHBIM CUHJPOMOM I[H-
TOJIU34, HEUTPOIIEHUEN, aHEMUEN U ieopma-
nuein rpysHont kietkn [2]. Furutani et al
(2022) omnmcam MOAPOCTKA C T'E€HETUYECKUM
BapuaHToM SBDS ¢.653G > A (p.Arg218Gln) B
KOMITAYH/I-TETEPO3UTOTHOM COCTOSSHUM C BaPHU-
anToM .258 + 2T > C. [TauueHT umen HeUTpo-
nenuio (400-700 KIEeTOK HA MKI) ¥ IaHKpEa-
TUYECKYI0 HEJOCTATOUHOCTBIO, 4 B BO3PACTE
169 roma 6bUIa IMATHOCTUPOBAHA ME/IUACTH-
HabHAA B-xierounad mumdoma [17]. V nabmo-
JAEMBIX HAMM IAIUEHTOK He HAOMIOAANIOCh
BBIDAKEHHBIX TPHU3HAKOB CHUHJAPOMA MAIbad-
copbuuy, HECMOTPS HA HU3KUE YPOBHU IIaH-
KpeaTU4eCcKor amacraspl-1 B Kame. OfHAKO y
000MX JIeTel ObUIO 3A(PUKCUPOBAHO YIY4IIEHUE
[IOKA3aTeNeN  MAHKPEATUYECKOM  3/1aCTa3bl-1
C BO3DPACTOM, YTO IPUBENO K CHIKEHWIO II0-
TPEOHOCTU B NOCTOAHHOM IPUMEHEHUU (ep-
MEHTOB TOJUKENYI0YHOM keniesbl [6]. TTo man-
HeM Hashmi et al, 2011, y 15 % mauueHTOB
¢ CIIJ orcyrcrBOBaIM NPU3HAKU TIOPAKCHUA
[DK. Kpome Toro, crearopes, Tpedyromad ede-
Hus, ObUTa 32DMKCUPOBAHA TOMBKO y 67 % Tia-
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1ueHTOB [12]. [ToyTH y NOMOBUHBI ALUEHTOB,
32PETUCTPUPOBAHHBIX B CEBEPOAMEPUKAHCKOM
peecrpe CIIJl, He HAOMOAAIACH TUIAYHASA
HEUTPOIIEHUA U CTeaToppes. YIyullleHUue 3K-
30KPUHHON (DYHKLUM IIO[PKETYLOYHON Keje-
3bl ObUIO OTMEYEHO y 50 % MAIMEHTOB, YTO
MO3BOJIJIO UM HPEKPATUTh UCIIONb30BAHUE
3AMECTUTENBHON (hepPMEHTHOI Teparuu [6).
[IpUuMHBl 3TOTO YAYYIIEHUS OCTAIOTCA HESC-
HBIMH, XOTA CYUTAETCS, 9TO 3TO CBA3AHO C Pu-
3UOJIOTMYECKUM CO3PEBAHUEM IIPOLIECCA CEK-
penmu pepmentos IDK ¢ Bo3pacrom [3].

[Tokazaremn MPT y HaGmogaeMblx HAMU
JIETEN TPU POXCHUM ObUIM OMIKE K HU3KUM
3HAYEHUAM, YTO, BO3MOXKHO, OTPAKAIO CHHU-
KEHUE IK30KpUHHON (pyHKImM DK yxe ¢ po-
KneHud. [Ipyu 3ToM popuTenu OTMEYAIN HAIN-
9pe JKAPHOIO CTyld y JeTed. VHTepecHs!
JAJIbHEVIINE UCCIEN0BAHNA B OTHOMEHUHY T10-
kazarenert UPT y pereir npu CUIJ, B 0co6€eH-
HOCTH IPU JOCTYIIHOCTH B CTPAHE IIPOBEJE-
HMS HEOHATAJIPHOIO CKPMHMHIA HA MYKOBUC-
o3, C yaerom Ttoro, yro CHIJI sBngerca
KPAVHE PEKUM 3200JIEBAHUEM C KIMHUYECKU-
TeTEPOreHHON KAPTUHON U 4ACTBHIM (POPMUPO-
BAHUEM 3JI0KAYECTBEHHBIX OCJIOKHEHUI, Be-
Jienue peructpa nanueHTos ¢ CIUIJT 6pu10 6Bl
THOJIE3HO [ U3Y4EHUs TEHETUKU U (PEHOTHU-
MUYECKUX TIPOSBICHUI 60JIE3HU, B TOM YUCIE
B BO3PACTHOM ACIIEKTE.

BBIBOJbBI

Y Ha6MIOAEMBIX HAMU CECTEDP C TE€HOTH-
namu C258+2T > C / c.653G > A, p.Arg218Gln,
HECMOTPA HA HAINYME KIMHUYECKUX IPOAB-
JIEHUN C PAHHETO BO3PACTA B BUJE HEUTPOIIE-
HUM, CKIOHHOCTU K 3a/IEPKKE (PU3MYECKOTO
pa3BUTHA, 3K30KPUHHON HEAOCTATOYHOCTH
[DK, CTOMKOro CMHApPOMA IUTOJNN34, AUATHO3
ObUI YCTAHOBJIEH CO 3HAYUTENBHBIM 3AT037[d-
HHEeM. B Xxoje IUHAMHUYECKOrO HAOMIOACHUI
ObUId OTMEYEHA HOPMAIM3AINA YPOBHA I1AH-

136

KPEATUYECKON /1ACTa3bl-1 Kala U CHIKEHUE
IOTPEOHOCTH B 3AMECTUTENLHON (PEPMEHTHON
Tepanuy. [103HAS UArHOCTUKA Obuid OOY-
CJIOBJIEHA HOPMAIU3ALMEN IOKA3ATENEN aHa-
7132 KPOBU HA (POHE PECIUPATOPHBIX UH(EK-
nuil. [l1g CBOEBPEMEHHON JMATHOCTUKU HEW-
TPONEHUN HEOOXOAUMO OOpAIATh BHUMAHUE
BpAUE-IIEAUATPOB AMOYIATOPHOIO 3BEHA HA
npasuibHylo uHTEpnperanuio OAK (3Hanue
BO3PACTHBIX HOPM KOJIMYECTBA KIETOK KPOBU
U BO3PACTHBIX OCOOEHHOCTEN JIEUKO(DOPMY-
JIBL), YMEHHUE CUUTATD A6COMOTHOE KOJIMYECTBO
IPAHYIOLMTOB. JIIA  yTOUHEHHMA Xapakrepa
HENTPONEHNN (BPOXKAEHHAA, TPUOOPETEHHAS)
HeoOx0oAnMO oneHuBaTh OAK B IMHAMUKE.
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®unancuposanue. lcoiegosanue He
UMEJIO CTIOHCOPCKON MOAJIEPHKKHY.

KoH(HKT HHTEpEecoB. ABTODHI 3a5B-
JFIOT 06 OTCYTCTBAU KOH(JIMKTA UHTEPECOB.

Bxian aBTOpOB:

I'pervosa HH. — ocMotp 1 BefeHue maru-
€HT4, HATIMCAHUE CTATBY, YTBEPKACHUE OKOH-
YATEIBHOIO BAPUAHTA TEKCTA CTATBU.

[Tagpuna B.B. — ocMOTp 1 BeaeHue nanu-
€HT4, HATIMCAHUE CTATBY, YTBEPKACHUE OKOH-
YATEIBHOIO BAPUAHTA TEKCTA CTATBU.

Oypman EI. — njed, OKOHYaTeNbHAA [IPO-
BEPKA CTATbU, YTBEPKACHUE OKOHYATEIbHOIO
BAPUAHTA TEKCTA CTATHU.

[IpoBeeHHOE UCCIEAOBAHNAE COOTBETCT-
ByeT CTAHAAPTaM XeNbCUHKCKON JEKIApalyy,
OI0OPEHO 3TUYECKUMH KOMUTETAMU BCEX Op-
ranusanui. [lepes HagaIoM UCCIEA0BAHNA BCE
IAIMEHTHl WX UX TIPEACTABUTENN OATBEP/U-
JIA CBOE YYACTHE MMCbMEHHBIM MH(OPMUPO-
BAHHBIM JI0OPOBOJIBHBIM COTTIACHEM.
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