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BeepeHune

Cungpowm IIBaxmana — Jarimonga (CIIM) mpencrasnseT
co6011 pefikoe My/IbTUCUCTEMHOE TeHeTUIecKoe 3aborte-
BaHIe, HaclIefyeMoe 110 ay TOCOMHO-PeLieCCUBHOMY THILY,
XapaKTepusylolleecs M3MEeHEHMAMI KOCTHOTO CKeJleTa,
AMCcYHKIME KOCTHOTO MO3Ta, IMIIOMATO30M ITOIKeNy-
mounoit xenessl (IDK) u, kak cnencTBue, ee BHELIHECe-
KpPEeTOPHOI! HEeOCTaTOYHOCTBIO [1, 2].

Kax npaButo, CMHIPOM KIMHIYECKY HPOSIBIISETCS C ca-
MOTO pOXXJeHus nin B paHHeM fetctBe [3]. IIpoBenen-
Hble MCCTIefOBaHMA NI0Ka3aM, YTO IPUIMHOI 3ab0seBa-
HSL CTY)XXUT MyTauust reda Shwachman-Bodian-Diamond
syndrome (SBDS), pacrosioXeHHOTO Ha [/IHHOM IIede
XPOMOCOMBI 7, B IUTOreHeTH4ecKol nosumnum 7q11 [4].
Ten SBDS xonupyeT 6elIoK, KOTOPBIII y4acTBYeT B CO3pe-
BaHMU prOOCOM, CTaOMIN3ALUY MUKPOTPYOOUEK ¥ ITONN-
Mepu3alMy aKTIHA, a TAK)XXe UTPaeT ponb B npoudepa-
LU KJIETOK, MUTO3€ VI CTPOMA/IbHOM MUKPOOKPYXEeHUN
KOCTHOrO Mo3ra [5, 6].

B 1961 r. ¢ppannysckumu Bpadyamu K. Hesemodom
u M. YoTuu BrepBble OblIa ONMMCaHA BPOXK/ICHHAS JIN-
nomarosHas runomnasus IDK y gBoux gereit [1, 4].
B 1964 r. M. Boguan u coaBt. (1964) omybnnkosain
cTaThio «BpoXK/ieHHas1 TMIoIIasust 9K30KPUHHOM YacTh
HOIPKETyOYHON >Kenessl» [7]. B oM ke ropy I. [lIBaxman

1 COABT. ONMCANY CUHApOM HeflocTarouHocTy IDK n uc-
(YHKLIMY KOCTHOTO MO3Ta y TPOUX eTell M3 OHOV CeMbI,
HaO/MIOaBIINXCS B K/IMHUKe MYKOBHUCIMI03a B BocToHe
[8, 9]. OToT CcMHApPOM TO3XKe GBI HA3BAH CUHAPOMOM
[[IBaxmana — JlaiiMmoHpa.

B 2001 r. kaHaACKMMM UCCTIEROBATENAMY IIPY MOTHOTe-
HOMHOM CKaHMpOBaHMM ceMeit ¢ cuHppomoM IlIBax-
MmaHa — [laitMmoHza 66T ugeHTUGULKPOBaH reH SBDS,
PacIioNIOXKEeHHBIT B XpOMOCOMe 7 ¥ MOKa3aBIIMIl CBS3b
¢ 3aboneBanyeM [7]. Ten SBDS xopupyeT 6e/10K, KOTOPBII
y4acTBYeT B CO3peBaHUM puOOCOM, CTAOMIM3ALM MU-
KPOTPyOOUeK U IOMMMEPU3ALNM aKTIHA, @ TAKXKE UTPaeT
po7b B Ipomudeparyn KIeToK, MUTO3€ M CTPOMAIbHOM
MUKPOOKPY>KEHUI KOCTHOTO Mo3ra [5, 6]. Y 6onpmus-
ctBa (90%) maumeHToB ¢ KauHM4eckoi Kaprunoit CIIJT
Habmogatorcs MyTaryu B rede SBDS [10]. Y 10-20% ma-
LIMEHTOB ¢ KnuHudeckuM auaraosoM CIIIJI usBecTHbIe
MyTaluyu MOTYT OBITb He BbISB/IEHBI, OBHAKO OBUIO OOHA-
py>xeHo, uto myTanuu renos DNAJ21 n EFL1 BbI3bIBa-
ot CIIJI-riofo6HbI cCMHAPOM. DTI ABa IeHa KOJVPYIOT
6enKy, ydacTByIOLIMe B IyTH OMoreHesa pubocom [9-11].
Benox SBDS B He6ONMbIIOM KOIMYECTBE COREPIKUTCS
MPAaKTUIECKN BO BCEX OPraHaX M TKAHSX YeTIOBEYeCKO-
ro opraHusma (me4eHb, jerK1e, IIOYKM, TOIOBHOI MOST,
TKaHM I71a3a), a B HaNOOJbIIIeM KOMMYeCTBe OOHAPYKM-
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BaeTcs B KieTkax DK, kocTHOro Mo3ra, KOCTHOJ TKaHI.
ITUM 00YCIOBIE€HA MYIbTUCUCTEMHOCTD MOPAXKEHUS
[4, 12]. Haubonee xapakTepHbIMYU IpU3HAKAMY CUHIPO-
Ma fABJIAIOTCA HapyllleHHas sK30KpuHHasA ¢yHkims TDK
U TeMaToJIor1yecKyie aHoManuu. DK30KpMHHAsI HeJoCTa-
To4HOCTb IIDK 06BI4HO IIpOsIB/IAETCA B MIIaIeHYeCTBe, Ofi-
HaKO C BO3PaCTOM MO>XKeT Hab/MIoaTbCs HEKOTOPOe YIyd-
meHue. [eMaTonorndeckye aHOMaIny PacCMaTPUBAIOTCA
KaK TeHeTNYeCKMil CUH/IPOM HeJOCTaTOYHOCTY KOCTHOTO
MO3Tra. ITO MPOAB/AETCA MOCTOSHHON MM Mepropnde-
CKOJI HEMTPOIIEHMEN U IOBBILIEHHON BOCIPUMMYNBO-
CTBIO K MHexuuam [7].

Beicokoe conepsxanne 6enka SBDS B IDK o6ycmosnyBaet
OJfHO 113 OCHOBHBIX ITPOSIB/ICHNIT 3a00/IeBaHNs — 9K30KPUH-
HyI0 HeocratoyHocTh IDK BemencTme sxupoBoi nHGWIb-
tpaumu [5]. Tem He MeHee K/teTKM OCTPOBKOB JlaHrepranca
Y CTPYKTYpa IPOTOKOB OCTAIOTCA COXpaHeHHbIMH [13, 14].
Bcnencraue sxsokpunHoI HefocTatouHocTu IDK passu-
BAIOTCSI CMHAPOM Ma/TbabCopOImu 1 gepuImT X1popact-
BOpUMBIX BUTaMIHOB (A, D, E, K), 4To BefieT K CHIKEHMIO
HYTPUTVUBHOTIO CTAaTyca M 3afiepxKe (pU3n4ecKoro paspu-
s [12]. Ilpu knaccudeckom Bapyuante CIIM aTu cummro-
MBI IOSIBJIAIOTCS € IEPBOTO Tofa >kusHu [17].

JpyruM K/IacCMYECKUM M CAMBIM 4acThIM IIPOsIBJIEHNEM
CHI]] ABIAIOTCA reMaTo/IOrMYecKye HapyIeH s, CBsA3aH-
Hble ¢ MUcYHKIMe I KOCTHOTO MO3Ta U IpOsB/LAIOIye-
Csl IpeX/[le BCEro HelTpOIeHNell, KOTOpas BCTPEYaeTCA
npakTiyecku y 100% manyeHToB U [UarHOCTUPYETCA ellle
B HeOHaTa/JIbHOM Iieproge [4, 13]. HeliTponennsa Moxer
OBITh KaK IIepPCUCTUPYIOLIEN, TaK VM pelVAVBUAPYIOLIeIL,
KOIZa cofiepKaHye HeTpoduioB KomebneTcs oT Kpait-
He HM3KOTO 1O HOpMajibHOro ypoBHs [12, 13, 15]. ITo-
stomy nanyeHTsl ¢ CHIJI Jare ocTalbHBIX OABEP>KEeHBI
Pas/IMYHBIM PeUMAVBUPYIOINM GaKTepuaabHbIM, BU-
PYCHBIM U TPMOKOBBIM MH(EKLMAM, BK/IIOYas CPeTHMI
OTUT, CUHYCUT, OPOHXOITHEBMOHUIO, OCTEOMMUETNT, CETICUC
" KoxxHble MHeKIym. OOUMPHBIIT CENCUC ABTIAETC XO-
POLIO M3BECTHBIM (paTaTbHBIM OCIOKHEHIEM 3TOTO 3a-
6oneBaHuss, 0CO6eHHO B paHHeM Bospacte [15]. [Ipyrue
reMaTOIOTMYeCKIe ITPOSIB/ICHNI BKIIOYAIOT aIllacTude-
CKYI0 aHEMMIO, TPOMOOIIMTOIIEHMIO ¥ OBBIIIEHE YPOBHS
¢eranpHOro remormo6uHa. OTMedaeTcss BBICOKUIT PUCK
PasBUTYA MUETOAMCIIZIACTUYECKOTO CMHAPOMA ¥ OCTPOTO
MMETOUIHOIO JIeliKo3a [4].

ITopakeHnsa ckenera BCTpedaroTca y 45% NaljieHTOB
¢ CHIJI n cBA3aHBI CO CHIDKEHMEM MIUHEpPaabHOI MJIOT-
HOCTM KOCTHOII TKaHU. Haubonee qacto HabmofaoTcs
OCTeOoIeHNs, OCTEONOPO3, MeTadusapHas AUCIIA3NSL,
AuCcTpOodUA M aHOMANUM Pa3BUTKA TPYAHON KIETKU
¥ TIO3BOHOYHYIKA, Ba/IbTYCHAs M BapycHas fiepopMarius
CTOII, HUSKOPOCTIOCTD [6].

Ilo kmuaNYecknM faHHbIM, Y 50-75% mauyeHToB BCTpe-
YaeTcs IATOJIOTNA MeYeH N, IPOABIAIIIAsACA B relaToMe-
Ta/IMy ¥ IOBBIIIEHNN YPOBHA MeYeHOYHBIX aMIHOTPaHC-
¢depas B 6MoxMMuYeckoM aHanuse kposu. Yaige Bcero
BBIAB/IAETCA Y JieTell U, KaK IIPaBIUIIO, IPOXOIMT C BO3pac-
ToM [4, 15].

IIposBnennaA nuieBoli ajueprum Berpedanrca y 30-35%
OOJIbHBIX, YTO CEPbE3HO 3aTPYAHACT KOPPEKINIO HYTpU-
TMBHOTO CTaTyca NanyeHTa [4, 12].

[acTpo3HTeponorus

KNMHNYeCKaa npakT

Omnmncanbpl TAXeNble KapAMONIOTMdYecKye HapyLIeHNA
npu CIIJI, nposaBnAmomMecs r’MIOTOHMEN!, HEKPO30OM
uny Gpubpo3oM MUOKapya, pa3BUTIEM CepHeYHOIl He-
HOCTaTOYHOCTU. TsKemble GOPMBI KapAUOTOTNIECKUX
IpOABIICHNIT IPUBOAAT K JIeTA/IbBHOMY MCXOLY B MJIa-
meHuecTse [5, 16].

IManuenTsr ¢ CIIJ] MOTYT MCHIBITBIBAaTh 3HAYUTENHHYIO
3afIep>KKy B (pu3MIeCcKOM, IICUXOMOTOPHOM ¥ MHTEJIeK-
TyaJIbHOM pasButuu [14].

Huarnos CIHI]J] craBuTCS Ha OCHOBAaHUU KIMHUYECKUX
JaHHBIX U Pe3y/IbTAaTOB 1a00paTOPHO-MHCTPYMEHTA/Ib-
HOTO 06C/IeN0BaHMsA, O3BOAIIINX BbIABUTH BHEIIHE-
CeKpeTOpHYI0 HefloctatoyHocTh IDK, remaronornyeckne
OTK/IOHEHN, KOCTHbIe aHOMA/IMI U JpyTue HapyLIeHNus,
XapaKTepHbIe /I 9TOro cuHgpoma [13]. 3aboneBanue
00BIYHO IYIaTHOCTUPYETCA B TeYeHNe NIePBbIX JIeT KU3HI,
OIHAKO M3BECTHBI CIy4Yal, KOITa JMarHo3 MOXKeT OBITh
YCTaHOBJIEH B IIOPOCTKOBOM BO3pacTe MJIN JjaXke Y B3poc-
nbix [13].

Ha ceropusauiunii nens renetndeckoe nccinegoBanue JTHK
c onpepiennenneM MyTtanuii B rene SBDS saBnserca npu-
3HAHHBIM 30/I0TBIM CTAH/IAPTOM Ji/IA IIOATBEPXK/IEHNA TN~
arnosa CIIJI [1].

ITo npepBapuTeNbHBIM HaHHBIM, PACIPOCTPAHEHHOCTD
3abonesanusa cocrasyger 1:50 000 — 1:76 000 HaceneHus.
Pacnpoctpanennocts CIIJI B Poccuiickoit epepanyn
Ha JaHHOe BpeMs HeM3BeCTHA B CBA3M C er0 (eHOTUIIIYe-
CKOJT Bapnabe/IbHOCTBIO U pelKocThio [4, 12]. Paguxans-
HOI'O JIeYeHMsI TaKUX ITAl[IEHTOB Ha JaHHBII MOMEHT He
CYIIECTBYeT, OfTHAKO Ba>KHO IPOBOAUTDH COOTBETCTBYIO-
IIYI0 CUMITOMATHYECKYI0 MeMKaMeHTO3HYIO TePAINIo
IS YIy4LIeHns 1 06/IerdeHns ux cocTosiHysA [1].
OCHOBHBIM MeTOZIOM ITPOGUIAKTHUKI 1 JIeI€HNSI TeMaTO-
JIOTMYeCKMX HapyIIeHNI B HaCTOsAIee BpeMs SABIAETCA
IIpYMeHeHVe TPaHyTONUTAPHOIO KOTOHMECTUMYINPY-
omero ¢akropa (G-CSF/T-KC®), uro crocobcTByeT
YIY4IIeHNIO KaueCTBa XXWM3HMU U IIPOTHO3a 3a00/IeBaHIIsL.
B penxux cnydasx nauyenram ¢ CIIJI npoBogAT TpaHc-
IJIAHTALMI0 KOCTHOro Mo3ra [17].

Koppexins 9K30KpMHHOM HEFOCTATOYHOCTM ABJIAET-
CsA BaXKHBIM 3TAIlOM B JIEYEHUM TaHHOTO 3a00/IeBaHMs.
OHa 0CyIIeCcTB/IAETCA C UCIONb30BaHMEeM (PepPMEHTHBIX
[IpEeIapaToB, KOTOPbIe MOJOMPAIOTCS B 3aBUCUMOCTI OT
CTeNeHN TsDHKeCTU 3a00/ieBaHMs; JIedYeHre IPOBOJUTCS
MMOXKM3HEHHO. [I711 BOCCTaHOB/IEHMsI TPOPOIOrMIeCKOro
CTaTyca NPUMEHSIOTCA HyTPUTUBHAA MO Jep>KKa, BUTa-
MuHOTepanus [12].

Bapumaruy KIMHNYECKOro TedeHust 3a60/1eBaHmsl BeCh-
Ma MHOTOOOpa3HBI, @ €ro MPU3HAKM YaCTO MOSIBISIOTCA
ACMHXPOHHO, YTO 3HAYNTENbHO 3aTPYyAHAET IIPOLeCC -
arHocTuky [17] u, COOTBETCTBEHHO, CBOEBPEMEHHOE Ha-
3HaAYEHIE JIEYEH NS,

Jlarnee puBeneHbI ABa KIMHNYECKUX HAOMIONEHNS Taly-
enToBs ¢ CIIJ] ¢ HaymrumeM Kak CXOZCTB, TaK M pas3auit
TIPOABJIEHUIA.

Knunnueckoe Habniogenne 1

[Manment C., 28 7neT, IPOXOAWI CTaljOHAPHOE JIeue-
HIUE B OTOCICHUN ITAaTOJIOTUN HO[[)K&JIYIIO‘IHOﬂ JXeme3bl
IJeHTpanbHOrO HayYHO-UCCIEAOBATENbCKOTO MHCTU-
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TyTa racrposnTeponornu (LIHMUT) (B HacToAmee
BpeMsA — MOCKOBCKMII KIMHNYECKUIT HayIHBIN LIEHTP
umM. A.C. Jlornnosa) B 2012 r. Bein rocnutanusupoBaH
€ Ka/mobaMy Ha MeTeOpy3M, YpUaHUe B XIBOTE, BO3HU-
Kaloljye IOC/Ie IpyeMa MUIY, KallniieoO6pasHblil CTYI
1-2 pasa B CyTKH U OBICTPYIO yTOM/IAeMOCTb. Takke
nmanyeHTa 6ecrokouna 601b B KOJIEHHBIX, TOKTEBBIX
CycTaBax M B IIE/THOM OT/e/ie I03BOHOYHMKA. [Tpn BbI-
XOfle Ha Y/IUILY, T0e3IKax B 0011[eCTBEHHOM TPAHCIIOPTE
MalMEeHT OTMeYaJl TPEBOTY U CTPaXx, CHVDKEHIE HaCTPo-
€HUA U alaTUIo.

V3 anamMHe3a 13BeCTHO, 4TO POAVIICA B CPOK, Macca Ipn
poxpenun — 3300 1, pocT — 54 cM, OIHAKO C POXIEHUSA
OTMeYasiCa XUPHBI cTyn. B Macce Tena u pocre npu-
6aBIIsI 7I0X0, HAOMIONAINCH 9AaCTO PELUAUBYPYIOLIVE
TSDKeJIble OaKTepMaIbHble M BUPYCHbIE MHMEKIUN C He-
06XOIIMOCTDIO CTAIIVIOHAPHOTO JIeYeHN s, HECKOTIBKO OT-
CTaBa/l B ICUXOMOTOpPHOM pasBuTuu. B BospacTe nByX
JIeT Ha OCHOBAHMM TIOBBIIIEHN YPOBH: HaTpPMs B Kaje
Y HOTTSIX OBLI YCTAaHOBJIEH JMATHO3 «MYKOBUCIIMO3>.
B BospacTe Tpex JleT malMeHT 6bUI 00CIeNOBaH B Hay4-
HO-JCC/Ie0BATENbCKOM MHCTUTYTE MeAaTPUMA, IUATHO3
MYKOBMCLI/I03a OB OTBEPTHYT B CBS3YU C OTPUIATEIb-
HOJI IIOTOBOI MPOOOIT U OTCYTCTBMEM M3MEHEHMIT CO
CTOPOHBI OPraHoB [bixaHuA. COCTOsHIE TPAaKTOBAIOCh
KaK IepBMYHAA HEJOCTATOYHOCTb MaHKpeaTU4eCKOi
nunasel. Torza ke Mpy peHTreHONTOTMYECKOM MCCIle-
IOBaHMM KMCTeil ObLI [UATHOCTUPOBAH OCTEONOPO3.
B Bo3pacTe IsTH JIeT BIIepBbIe ObIIN BBISBICHBI HEMTPO-
nenns (16%), tpombonuronenus (Menee 180 x 10°/7)
U CHIDKEHMe YPOBH:A reMornobusa o 112 r/n. B nmocrne-
LyiollleM Habmofanach NepCUCTEHIN XITaMUAUITHOI,
[[MTOMETaIOBUPYCHOI, TeprIeTndecKoint nHPpeKumnu,
Bupyca JmmreiiHa — bapp. IlaunenTy nposogumm Te-
panuio Makponupamu, IlonmoxkcumonnueM, TpoTUBO-
BUPYCHBIMU IIperapaTaMy ¢ HOMOXKUTENbHBIM 3¢ dex-
TOM. YpOBeHb JIeIKOIIUTOB cocTaBman 2-3,1 x 10°/1m.
B Bospacre 17 net B leTCKOI rOpOACKON KIMHNYECKON
6onpuuie nm. H.®. OuraroBa 651 AMATHOCTHPOBAH
CII[. Knuanyeckuit fuarHo3 ObUI MOATBEPXKEH MO-
JIEKYIAPHO-T€HETUYECKUM MCCIeJOBAaHMEM: BhIABIEHA
myTtanus B rede SBDS c.183-184 TA-CT, ¢.258+2T-C.
YpoBeHb (ekanbHOI 9/MIacTa3bl HA MOMEHT JUATHOCTH-
KU COCTABJIA/ 27 MKT/T, 4TO CBUJETENbCTBYET O TAXKENOM
cTelneHU 5K30KpUHHOM HemocTatouHocTu IDK. brima
HasHayeHa (epMEeHTO3aMeCTUTeNbHAsA Tepalus: MaH-
KkpeaTus fio 100 Thic. ef. B cyTku. K 19 rogam manueHt
uMen poct 156 cm, Becun 44 xr. B ssuBape 2011 . (26 net)
OTMETU/I YXYyAIIEH)E COCTOSAHNA B BMJIe HapacTaHUA
c1aboCTH, TOIOBOKPYXKEHN A, CHIDKEHIS apTepyaIbHO-
ro pasnenuA. Ilo JaHHBIM MarHUTHO-PE30HAHCHOI TO-
Morpa¢uy roI0BHOTO MO3Ta MATONOIUYU He BBISABIICHO.
ITo pesynbraraM sxXoKapanorpaduy ObUIN BbISBIEHbI
Majible aHOMaNIuy PasBUTUA CepAilla: MPOJAIC TPUKY-
CHUZANbHOTO K/IallaHa MepBOJ CTeleH!, MPOoJIanc Mu-
TPaZbHOTO K/IallaHa C PerypruTauuell IepBoii CTEeNeHN,
[OMONMHUTENbHAS TpabeKkyna. PeHTreHOrpadus meitHoro
OTJeNa MO3BOHOYHMKA: MEXIIO3BOHKOBBIN XOH/IPO3, He-
CTaOUIBHOCTD CeTMeHTOB. B mione 2011 1. HaxommiIcsa Ha
neyeHyy B KMHMKe HEBPO3OB C AMarHO30M «OpraHuye-

CKO€ TPEBOYXHOE PacCTPONICTBO B CBA3MU CO CMEIIaHHBIM
3aboneBaHuem». B Bospacte 27 net manmeHT o6cenoBan
B lemaronornueckoM HayuyHoM 1eHTpe. [To JaHHBIM MU-
€JIOTPaMMBbl KapTiHa COOTBETCTBYET TsKe/ol IUITOIIa-
3uu KocTHOro Mo3ra. Hasnavena repanms I-KC® (¢urn-
rpactum) 150 MKL.

Hna yrounennsa cocrosanusa IDK u koppexkuunm go3bt
(bepMeHTO3aMeCTUTENbHOI Tepanyuy MaleHT ObUT roc-
nutanmmsuposad B LIHVNI.

O6BeKTUBHO: pOCcT — 162 cM, Bec — 49 KI, MHIEKC MaCChI
tema (VIMT) - 18,7 kr/m?. TenmocnoskeHne acTEHNYECKOE,
y3Kas rpyfiHast K/IeTKa. [IepKyTOpHBIiT 3ByK SICHBIII JIeTr04-
HBIIL. B 7IeTknx Be3MKyIApHOe AblXaHMe, XpUIoB HeT. Ya-
crota gpixannA (4]1) — 17/muH. ToHsl ceppia sicHble, pUT™M
IIPaBM/IbHBI, YacTOTa cepaedHbIx cokpaienuit (HCC) -
76/MuH. Aptepuanpaoe gasnenre (All) - 90/60 MM pT. CT.
JKuBot 06bp19HOI KOHGUTYpaLuy, B aKTe [BIXaHN yYacT-
ByeT BceMu oTaenamu. [Ipu nanpnanmm MATKuii, yMepeH-
HO 0O0JIe3HeHHBIIT B SIIUTACTPAIBHON U OKOJIOMYIIOYHOI!
obmactax. ITedeHp n ceneseHka He yBemrdeHbl. CTyrm Ka-
mmieo6pasublit, 3-4 pasa B [ieHb.

B xnmMHMYecKOM aHanM3e KpOBY BbIAB/IEHA JIEMIKOTIEHNS —
2,2 x 10°/n, pombonmTonenns — 125 x 10°/1, apurporre-
Hust — 3,87 x 10'%/11, ypoBeHb remorio6uxa — 119 /.

B 6moxuMm4eckoM aHam3e KpOBY OTMEYEHO CHIDKEHIE
ypoBH1 anbda-amunasel 1o 14 Ex/n. Hapymenne yrie-
BOJHOTO 0OMeHa He BbISIBJIEHO.

ITpu ompepeneHuy ypoBHA IaHKpeaTUUeCKON 3/macTa-
3Bl B Kajle TIOATBepK/leHa TsDKenmas 9K30KpUHHAA Helo-
cratouHoCcTb IDK: ypoBeHb 25 MKI/T IIpu HOpMe Oosee
200 MKTI/T.

ITo faHHBIM YIBTPA3BYKOBOTO MCCTIEHOBaHNMS OPIOIIHO
[IO/TOCTI: OMIMAPHBIN CTA/PK B KTYHOM IIy3BIpe, And-
¢dysuble nusmenenus DK, yTomnenne cTeHOK I7TaBHOTO
npoToka IDK. KoHKpeMeHThI Touek.

ITpu 930daroracTponyoneHOCKOIMM — IPU3HAKYM FaCTPU-
Ta, JYOfleHNUTA.

KommnbiotepHas Tomorpadust opraHoB OpIOIIHOI 1107I0-
cTy: IpusHaKy xuposoit nHuisTpanym IDK (puc. 1),
numdaneHonaTus OpbDKENKM TOHKOM KUK (puc. 2).
CkonuoTnyeckas fedopmanus IO3BOHOYHOTO CTON6A
(puc. 3) u TOKANBHBI OCTEONOPO3 OTHETIBHBIX ITO3BOH-
kOB (puc. 4).

JleHcuTOMETpMA — IPU3HAKY OCTEOIIEHUI: Macca KOCTHOI
TKaHU HOSICHUYHOTO OTHena no3BoHouHrKa (L1-14) Ha
11% Hmxe HopMmbl (T-kputepmit — 1,1). Puck nepemoma
II03BOHOYHMKA B 2,3 pasa BbIlIe. Macca KOCTHOM TKaHU
6enpennoit kocTu Ha 11% Hioke Hopwmbl (T-kpurepnit —
1,1). Puck nepenoma 6enpeHHOIT KOCTH B 2,6 pa3a BBIIIE.
IMTanmenT 6511 Boinycal ¢ guarHozom: «CIHIJT (myTamms
B reHe SBDS ¢.183-184 TA-CT, c.258+2 T-C). JIuno-
maros IIDK. BHemHecekpeTOpHas HeJOCTaTOYHOCTD
ITJK tsxenmoit crenennu. Bropuynaa octeonenus. Ha-
CIeICTBEHHAs HENTPONEHNA C TUIOIUIa3MeNl KOCTHOTO
Mo3ra. Masible aHOMa/IMM PasBUTHA CepALia — MIPOIAIIC
MUTpaNbHOTO KJIallaHa IepBOIl CTeleH!, IPoaIc Tpu-
KYCNIMAa/IbHOTO K/IallaHa IIepBOIl CTeleH!».

ITpy BeINIICKe OBIIN JAHBI pEKOMEHAIIN IT0 YBETNYEeHNIO
o6beMa 3aMeCTUTEIBHON T0/V(epMEHTHOI Tepaln 10
200 TBIC. €fi. B CYTKM, YBETUMYEHNIO CYTOYHOTO Kajiopa-

JddexTuBHaA hapmakorepanua. 18/2024



Puc. 1. ITayuenm C., 28 nem. Komnvromepuas momozpadus
0p2an06 GPIOUHOIL NOIOCMU: 00X ETYOOUHAS HeTe3a
yeenuuena, COCoum u3 JHupoeoii mKanu, y4acmxu
MAZKOMKAHOU NIIOMHOCMU, COOMEemcmeyouue mKanu
Hcene3vl, He ONPeOenAIOmCs

Puc. 3. Ilayuenm C., 28 nem. Komnviomepnas momozpadus
N0360HOYHUKA: CKONUOMUYecKas dedopmanus
Nn0360HOUH020 conba

XKa U BKJIIOYEHVIO B IIMTaHME XIPOPACTBOPUMBIX BUTA-
MMHOB ¥ MUKPO- ¥ MaKPO3/IEMEHTOB, CBOEBPEMEHHOMY
aHTUOAKTepUATbHOMY JIedeHNI0 NH(EKIMIL, a TakKe I
npumeHennio pekombunantaoro I-KC®D, cornacHo peko-
MEHJALMY T€MATOJIOTa, A/l CTUMY/IALIVY JIENKOII093a.

Knununueckoe HabniogeHme 2

[Marment M., 20 net, mpoxopun o6cnegoanue B MKHIT
um. A.C. JlormroBa B 2023 1. Bbi1 rocnurannsnpoBan
¢ >)kamob6aMy Ha YMepeHHYI0 ClMaboCTh, B3yTHE B SKIU-

[aCTpo3HTepONOrAA

KNMHNYeCKaa npakT

Puc. 2. ITayuenm C., 28 nem. MHoxcecmeenHvie
yeenuuenHvle TUMPOY3vL 8 KOpHe Opvirceliku MOHKO
Kumxu

Puc. 4. llayuenm C., 28 nem. /lokanvHvlii ocmeonopos mesn
NOACHUYHBIX NO360HK06

BoTe. VI3 aHaMHe3a M3BECTHO, YTO Ha IIEPBOM TOAY
JKM3HM OTMeYa/nnch YacTble BUPYCHBIE 3a00/IeBaHNUsA,
10 IOBOZY KOTOPBIX HEOHOKPATHO MPOXOAM/ CTaLy-
OHapHOe JledeHne, OblTa BRIAB/IEHA XPOHMIECKAs JIeit-
KoHeliTponeHus. Torxa >xe ObIT BBIABIEH aTOIMYECKUI
mepMatut. B Bo3pacte cemu MecsueB 6bU1 06cmeoBaH
QJJIEproJIOrOM, BBbISIBIEHA MUIeBas HENEePeHOCHMOCTb
6e/IKa KOPOBBETO MOJIOKA, TII0TEHA, MsICA KYPULIBL, SULI.
ITo pexoMeHAanM ajIepronora ManyeHT HaXOIVIICH
Ha 9JIMMUHALIMOHHO I1eTe B TeYeHME HECKOTbKIUX JIET.
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HUYECKAA MPAKTIKA

Puc. 5. ayuenm M., 20 nem. Komnvromepnas momozpadus opzanoe 6proutroi
nonocmu. AKCUATLHAS NI0CKOCMY, 6eHO3HAA PA3a: KAPMUHA KOTUHEC 6eHHOT
numpadenonamuy 6 6pOUIHOL NOIOCMU U 6 MATIOM MA3Y; NPUSHAKY HUPOBOil
OezeHepauuu nooxeny004Holi cene3vl

Puc. 6. Ilayuenm M., 20 nem. Komnvromepnas momozpadus opzarnoe 6prowHoi
nonocmu: UCKPUBTIEHHAS CAZUMMANIVHAS NAOCKOCMb, 6eH03HAA Ppasa. Cnocob
pexoncmpyxuuu average, 4 mm

104

B manbHeiieM sB/IEHNs aTOMMYECKOTO JepMaTUTa per-
peccuposanu. Kpome Toro, oT™Me4anuch >XMpHBINA CTYN
CO CM3bI0, IEPUOANIECKY «OBEUMII», Y HEJOCTATOYHAS
npubaska Maccel Tena. [Tpu 06cmenoBaHNM B BO3pacTe
YeTbIpex JIeT B KIVMHIYECKOM aHa/lIM3e KPOBYM OTMedarl-
Cs1 arpaHy/IOLUTO3, YPOBEHb IeMOITIOOMHA COCTABIAN
128 r/n, nejtkouutsl — 4,7 x 10°/1, Heitrpoduner — 3%,
muMbountet — 71%, MmoHOLUTH — 14%. B 6noxummye-
CKOM aHa/nM3e KPOBM BBIAB/ICHBI OTK/IIOHEHNA YPOBHEN
emouHoi pocdarassl — 620 Exn/n, anaHMHaMUHOTpPaHC-
¢depassr - 108 Ep/n, acmapraraMmHoTpaHcdepassl —
52 En/n, naktataerngporeHassl — 377 En/n. B ananuse
KPOBIU Ha OIIIOPTYHUCTHYECKIE NH(PEKIUN — HOBbILIe-
Hue IgG x Bupycy Snurerina — bapp. [TanuenTy 6b01 Ha-
3HaueH Kypc Kundepona u Jurucrona. B ganpHerimem
MalVeHT IepruoANYecKy MPOXOAU CTallIOHapHOE Jleye-
Hiule 1 00C/IefoBaHue B CBSISY C HEITPOIIeHuelt, TpoMO0-
LIUTOMHEHMel! ¥ IePCUCTUPYIOLIUMY NHPEKLIUAMIL.

B 14 net (2017 1.) B MUenorpaMMe BIlepBble ObITIO BbI-
SABJICHO MVHMMaJbHOE CyXXeHUe HelTpOo]UIbHOTO
POCTKA, SPUTPONUIHBII POCTOK pasfpakeH, TPOMOOLIN-
TapHBIIT — B Ipefenax HOpMbL. B 16 net (2019 r.) 65110
MIPOBEMIEHO IUTOTeHeTUYeCcKoe MCCIefoBaHNe KOCTHO-
ro Mo3ra, o6Hapy»eHa fienenusa xpomocomsl 20 (20q).
YCTaHOB/IEH [[MAaTHO3 MUENOAUCIIACTUIECKOTO CUHT-
poMa. B mMmenorpamme - cy>xeHue HelTpPOPUILHOTO
pocTKa. B KIMHMYECKOM aHa/IN3e KPOBY COXPaHANUCH
HeNTpOIeHnst, TpPOMOOIUTOEeH NS, TefikoneHns. B Ha-
I[MIOHAJIbBHOM MeJVIIMHCKOM JMCCIeS0BaTeIbCKOM IIeH-
Tpe DeTCKOJl TeMaTONIOT UM, OHKOJIOTUYU ¥ MUMMYHOJIO-

ruu uM. [Imutpus PoradeBa mauyeHTy ObUIO IIPOBEICHO
reHeTNYeCcKoe UCClefloBaHKe. BhIABIEHbI ABe MyTallun
B reHe SBDS (¢.258+2T>C u c.184A>T, B KoMIayHz-re-
TE€PO3UTOTHOM COCTOAHUU, IOATBEPKEHbl METO/OM
IpAMOTO CeKBeHMpoBaHuA 1o CeHrepy), XapaKTepHbIe
g CIIJ. Ycranosnen guaraos: «Cuapgpom IlIBaxma-
Ha - [JaiiMonpa (Myranumu B reHe SBDS ¢.258+2T>C
u c.184A>T), mpoTeKaouuil C IEPBUIHBIM UMMYHO-
KeUINTOM, XPOHNIECKOI HEITPOIeHMell, 9K30KPUH-
Hoit HemocTaTouHOCThIO [IDK. MuenognucimacTuaeckmii
cuHzpoMm (menenus 20q)». B mabopatopHbIxX uccreno-
BaHMAX OTMedasnach HeilTponeHu:a — 38%, amumiasa
CBIBOPOTKM KpoBM cocTapnsana 20 Ex/m, menodnas
¢docdarasa — 190 Ex/n. YposeHnnb ¢exanpHoI 9/macTa-
3Bl — 376 MKI/T. B manbHeiimeM Ipy HUTOTeHETUIeCKOM
MCCNIelOBAaHNM KOCTHOTO MO3Ta BBIABIE€HA MMEBIIAACA
panee penenusa 20q (20/100 x1eToOK), Hanuyye MuesO-
JMCIIZIACTMYECKOTO CMHAPOMa Ha MOMEHT MCCIefl0Ba-
HIA He TOATBepawnoch. K 17 rogaM manyeHT uMen pocT
166 cm m Bec 83 Kr.

O6pbexkTuBHO: pocT — 168 cM, Bec - 91 kr, IMT -
32,2 xr/M% Ko>kHble TOKPOBBI ¥ BUIUMbIE CIU3UCTDIE
00BIYHOI OKpacKu. TerocnoxeHne ruepcTeHndecKoe.
KocTHO-MbIIIeYHasA cUCTeMa pasBUTa IpaBuIbHO. [1He-
KoMacTuA. IIepKyTOpHBIL 3BYK ACHBIN I€TOYHbI. B er-
KIX BE3UKY/APHOE JbIXaHMe, XpUIoB HeT. ]I — 16/MuH.
Tonsl cepaa sicHble, puT™ npaBmIbHbIL, YCC - 76/MuH.
AJl - 130/85 MM pr. cT. )KuBot 06bI14HOI KOHPUTYpa-
LMY, B aKTe JbIXaHUA YYaCTBYeT BCEMU OTHENaMMU, IIPU
[a/fbIanyuy MTKNiL, 6e360/1e3HEHHBIN, YBeINYeH 32
cYeT >KMPOBOII KneT4yaTku. I[ledeHp manbpnupyercs mo
Kpawo pebepHoil fyru. CeneseHKa He IaabIIMPYETCH.
Cryn 2-3 pasa B cyTKU, 0QOpMIEHHBII, 6€3 aTOMOorN-
YEeCKMX IpUMecelL.

B x1IMHMYeCKOM aHaIM3e KpOBU: TPOMOOIVITOIIEHNS —
179 x 10°/m, neitkorenus — 3,73 x 10° /1 u HeliTponeHNs:
abcomoTHOe KomnuecTBO — 1,06 x 10°/11, OTHOCUTENIbHOE
KOnn4ecTBo — 28,3%.

B 6moxmuMu4ecKkoM aHanu3e KpOBU: CHIDKEHUE ypOB-
HA anbda-ammnassl — 20,2 ME/n, xonecrepuna -
2,70 MMONb/M, HMOBBINIEHME ILieTOo4YHON ¢ocdara-
3b1 — 131,4 ME/n, ocranbHble ITOKas3aTenyu B Npefenax
pedepencHpix 3uaveHuit. [lankpeaTnyeckas smacrasa
B Kaje — 200 MKI/T, 4YTO CBUJIETEIbCTBYET O COXPAHHON
BHellIHeceKpeTopHOU ¢pyHKym IDK.

ITo maHHBIM YIBTPa3BYKOBOTO MCCIENOBaHMs OPIOLIHON
HOJIOCTM: TIpU3HAKM AMGY3HBIX U3MEHEHMIT apeHXMN-
Mol edern un IDK.

930daroracTpogyoeHOCKOIA: HeTOCTaTOYHOCTD Kap-
muu. JlyomeHoracTpanbHblil pedIokc.

[To faHHBIM KOMIIBIOTEPHON TOMOTpaduy MpU3HAKY
xunposoit fereHepanun [IDK. Tlomxenynounas sxenesa
0OBIYHO PACIIONIOKEHA, He YBeINYeHa, pa3MepaMIL: To-
noBKa — 29 MM, Temo — 19 MM, xBocT — 17 MmM. KoHTYpbHI
TDK getkue u poBHble. [ITOTHOCTD IapeHXMMBI COCTAB-
nsaer 28 en.H. CrpykTypa fonbyaTas, KOHTpacTUPYyeTCA
PaBHOMEPHO, MMEIOTCS XKMPOBbIE IPOCIONKM B TOTIOBKE
1 XBOCTe. I71aBHbBIN MAaHKpeaTMIeCKNII IPOTOK He pac-
mypeH. [lapamankpeaTndeckas KaeT4yaTKa He M3MEHEHa
(puc. 5, 6).

JddekTuBHaA hapmakorepanua. 18/2024



Cpueuumeﬂbuaﬂ xapakmepucmuxa noxkasamerneii navyueHmos

IManmenr C., 28 et ITanmenT M., 20 neT

3anep)KKa pasBUTHA

MT

JIunomaros IDK

Cryn

ITankpeaTnyeckas a71acTasa B Kaje
Hetirponennsa

TpombouuToneHus
KocrHbre anoMammn

Ha

18,7 xr/m*

Ha

JKupHbBIi SXMAKMIL C pOXKIeHUA
25 MKr/T

BriaBrieHa B Bo3pacre IATH 7IET

BrisAB/IeHa B BO3pacTe IATY JIET
Y3Kkas rpyjiHas K/eTKa, HUSKOPOC/IOCTb

Puck nepenoma 1o3BOHOYHMKA B 2,3 pasa BbIIIe.
Puck meperoMa GeIpeHHOl KOCTH B 2,6 pasa BbIlle

KNMHNYeCKaa npakT

Ha

32,2 xr/m?

Ja

IIBa-Tpu pasa B CyTK OOPM/ICHHBIIT
200 MKr/T

C poxpeHns

C poxpeHns

OTcyTCTBYIOT

bes maromorvm

HencuromeTpus

CycraBHas 607b =~ c 8 et
Bospact ycTaHOB/IeHNs fuarHosa 17 net (2001)
I[TepcucTupyromuiye MHpeKINNL Ia
(BupycHbIe, 6aKTepUaIbHbIE)

Aronm4ecKuit fepMaTUT Her

[Tpossnenns nuimesoit anneprun  Her

ITo maHHBIM JEHCUTOMETPUY, 3HAYEHNUA MUHEPANIbHON
IJIOTHOCTY KOCTHOM TKaHM B TIOACHMYHOM OTJeIe 103~
BOHOYHMKA I B II€lKe 71eBOI OeIpeHHOIT KOCTM Haxo-
IATCA B IpefieiaX OKMJAEMBIX IO BO3PacTy 3HAUYEHUI
(puc. 7).

Iuarnos: «Cuagpom lllBaxmana - Jlaiimonpa (MyTa-
nuu B rede SBDS ¢.258+2T>C u c.184A>T). IlepBuu-
HBIII UMMYHOfebunuT. XpoHNYecKass HEMTPOIEHU».
ConyTCTBYIOLMI IUATHO3: «DK30T€HHO-KOHCTUTYLINO-
HaypHOe oXupenne nepsoii crenesu (VIMT 32,2 kr/m?).
IMonuBaneHTHas! CEeHCUOMMM3ALNS: IINIeBast, IbUIbIIe-
Bas 11 GBITOBAsI».

C yuerom Hanu4uA nunomarosa IDK, nogTeepxnen-
HOTO pe3y/IbTaTaMy KOMIIbIOTEPHOI ToMorpaduu, mpu
YIOBIETBOPUTENIbHOI BHELIHECEKPETOPHOIT PyHKIUU
IDK naumeHTy peKOMeH[OBaH mpueM HonupepMeHT-
HBIX IIPeIapaToB B KAICy/lIaX ¢ MUHNUCYOCTaHLMI-
MU B MMHUMainbHOM fose: mo 10 000 Ex gBa pasa Bo
BpeMsA 3aBTpakKa M y>xuHa u no 25 000 Exg Bo Bpems
obena. KoHTporb ypoBHs (peKanbHOIL 9/1acTa3bl OLUH
pas B rofi C eNIbI0 CBOEBPEMEHHOTO BBIABIEHNA U KOP-
PpeKIM BO3MOXXHOTO HapylLIeH) A BHEITHECEKPETOPHOI
¢dyukuum IDK.

06cyxpeHne

B mpepcTaBieHHBIX KIMHUYECKNUX HAOTIONEHUSIX OTMe-
YeHa pasHUIA B PEHOTUIUIECKIX IPOSABIEHUAX CUH]-
poma [lIBaxmaHa — [lajiMOHJa y HMAaIlMeHTOB C MJEH-
TUYHBIM reHoTUNOM (Tabnuua). OCHOBHOe pasianyne
HabmogaeTcss B PYHKUMOHATBHBIX BO3MOXKHOCTAX
IDK: ecru B IepBOM KJIMHMYECKOM C/Iydae y MalyieHTa
(C., 28 nmet) nMeeTcs sIBHasA BHELIHeCEKPeTOPHas He-
BOCTATOYHOCTh, TO BO BTOpoM (M., 20 jeT) — ABHBIX
[IPU3HAKOB BHEIIHECEKPETOPHOI HEeJOCTATOYHOCTH
HeT. [Ipu sTom munomaros IDK kak xapakTepHoe mpo-
sBnenne CIIJ [18] BeissBIEeH y 060MX MAL[M€HTOB.
Henp3st MCKI0OYNTD, YTO UMEHHO 3TOT (PaKT SBYUIICS

[acTpo3HTeponorus

Her
16 net (2019)
Ia

C Tpex MecsA1eB

C Tpex Mecs1IeB

Puc. 7. auuenm M., 20 nem. [Jencumomempus. 3HaueHus
MmunepanvHoil niomuocmu kocmuoti mxanu (MIIKT)
HAX00AMCs 6 npedenax: A — oiudaemMvIx no 603pacmy
3HAYueHUll 6 NOSICHUYHOM Omlesie 10360HOUHUKA; B —

6 npedenax 0xudaemMvix no 803pacmy 3HaveHuli 6 weiike
71e601i 6edpennoti Kocmu

OIIpefe/SIIOUM U B APYTUX IPOSIBICHNUSX, TAKUX KaK
0CTEOnopo3, CKeJleTHbIe AHOMAJINI Y TIEPBOTO I UX OT-
CYTCTBMeE y BTOPOTO MalueHTa. VI3 aHaMHe3a BUIHO,
4TO CMHIPOM MaababCcopOII MMeNT MECTO Y MAljeHTa
C. ¢ paHHero fieTCTBa U OTCYTCTBOBAN y manyenra M.
STVM MOXXHO 06BsCHUTD U 60NIblIIee OTCTaBaHue B pu-
3MYECKOM Pa3BUTHUM IEPBOTO MALMEHTA, ¥ BbIPAKeH-
Hble pazmuuusa B VIMT (cm. Tabnuiy) Ha MOMEHT 06-
cremoBaHusl. B CBsA3M ¢ Ha/mMuMeM BHEIIHECEKPETOPHOI
HepgoctaToyHocTy IDK TsKemnoi cTenenn mauneHty C.
IOIIOTHUTEIBHO IPOBOANIN BBICOKO030BYI0 (epMeH-
TO3aMeCTUTENbHYIO TEPAIINIO.

Y o6oux manueHTOB ¢ MOMEHTa POX/eHNs HabIooza-
JINCh YacCTble BUPYCHbIE MHDEKIMU BCTIECTBIUE HENTPO-
HEeHNY ¥ HapyLUIeHWUIT MMMYHHOTO CTAaTyca, YTO TaKXe
SIBJISIETCSI TATOTHOMOHMYHBIM npusHakom CIIIT [6].
OCHOBHBIM METOJOM JIeYEHUs [eMATOJIOIMYeCKIX Ha-
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KIMHNYeCkan npakTuka
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pyleHnit y 060MX MaLMeHTOB SIBU/IOCH IIPUMEHEHMEe CTUKI U JTeYeHIs ALMEeHTOB ¢ KIIMHNYECKUM [AVarHo30M
[-KCo. CII[I o6ycnoBieHa MPOKOJ BapuabeIbHOCTDIO (peHo-
Crienyer 3aMeTUTh, YTO 000MM IALYIEHTaM AMArHo3 ObUI  TUIIA 9TOrO 3a60/IeBaHMsI, KOTOPAst MOXKET I3MEHSThCS He

yc

TaHOBJIEH B IIOJPOCTKOBOM BO3paCTE, XOTA 3a60/meBa-  TONMBKO Y Pa3HBIX NIALIMEHTOB, HO Ja’Xe y OHOTI'O M1 TOI'O K€

HIIe TIPOSIBIIANOCH C MIafeHdecTBa. [[pobema [uarHo- denoBeKa C TedeHreM Bpemern [10].
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Schwachman - Diamond syndrome is a rare genetic disease manifested mainly by extrinsic pancreatic
insufficiency and neutropenia, as well as changes in the bone skeleton. The disease is characterized by phenotypic
variability. The presented observations consider similar and different manifestations of the Schwachman -
Diamond syndrome.
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