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CAYYAU CHUHAPOMA IIIBAXMAHA-AAVIMOHAA
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Cungpom IlIsaxmana—/laiimonna (CIII/]) — penkoe HacjiencTBeHHOe 3a00JieBaHHNE, XapaKTePHU3YIO-
meecss DK30KPHUHHON HETOCTATOYHOCTBHIO IOMIKEIYyJOYHON sKee3bl, TeéMaTOJOTHYeCKUMHU Hapylie-
HUSIMH, 3aJ€PKKOI POCTA M KOCTHBIMHM aHOMAJHAMH. 3a001eBaHue 00yCIOBIE€HO MyTAllUsIMU B TeHe
SBDS. B cratbe npuBoautca kanHudeckoe onmcanue 6oasHoil ¢ CII/. Ilpeacrasiens: guddepeH-
I[MAJBHBII THATHO3, MOJIUKOMIIOHEHTHAS Tepanus, BKIIOUAIOUIad JiedueOHOe MUTaHHe, Ha3HAUYeHHe
tepMeHTHBIX MpenapaToB, yPCOAE30KCHUXO0JIEBOIl KUCIOTHI, BATAMUHOB, IIPENapaToB ’kKejie3a U rpa-
HYJIOIMTaAapPHOTO KOJOHMeCTUMYyaupymomero dakxropa. KatamuecTuueckoe HaOJII0eHNEe B TeueHHe
1,5 1eT BHIABUJIIO MOJIOKUTEIbHYIO JUHAMUKY OOIIer0 COCTOSHUA PeGeHKa ¢ yIyJdlnieHneM JadopaTop-
HBIX IIOKa3aTeJeil.

Knrouesvte cnosa: cundpom Illsaxmana—/laitmonda, 3Kk30KpUHHAS HeOOCMAMOYHOCMb No0NCelydou-
HOlL Jicenie3vl, ANAACMUYECKAA AHeMUS, Oemu.

Shwachman—Diamond syndrome (SDS) is rare hereditary disease characterized by exocrine insuf-
ficiency of pancreas, hematological disorders, growth inhibition and bone malformations. The
disease is dute to mutations in SBDS gene. Authors present clinical case of SDS syndrome, discuss
differential diagnosis, multicomponent treatment, included dietary cure, enzyme preparations,
ursodeoxycholic acid, vitamins, iron preparations, granulocytic colony-stimulating factor. Follow
up during 1,5 years showed positive dynamics in general health state of the patient and improve-
ment of laboratory parameters.
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Cungpom IllBaxmana—Haiimonga (Shwachman—
Bodian—Diamond syndrome — SBDS) — 3saGo.sieBanwue,
XapaKTepusyolneecs SK30KPUHHON HEIOCTATOUHOCTHIO
nomskenynounon sxesneswl (IIHK), remarosornyecKuMu
HapylmeHuAMHU (HEeUTPOIeHUs, aHeMusa, TPOMOOIIHUTOIIe-
HUSA), 38JEP’KKOM pOCTa M KOCTHBIMY aHOMAJIUAMU.

Brepsbie onucanue curapoma gaau Bodian u Sheldon
B Mae 1964 r., msyuusiime MopdoJoruyecKre ocoOeH-
HOCTH ¥ BBIABUBIIIVE BPOKJeHHYIO rumnomasuio [IJK y
MaIeHTOB ¢ MTaHI[UTOIIeHNe U 3aIePyKKOoH pocTa. B Hos-
6pe Toro ke roga Shwachman u Diamond omwucanu sTot
JKe CHUHAPOM, OIIPEee/INB 9K30KPUHHYIO HeJIOCTaTOUHOCTh
II3K m guchysHKmuio KoctHOro Mosra [1]. 3aboneBaHue
OTHOCHUTCS K pPEIKHUM HACJIeICTBEHHBIM ayTOCOMHO-
perteccuBHBIM cuHAPOMaM. 110 JaHHBIM PA3IUYHBIX aBTO-
POB, ero pacupocTpaHeHHOCTh coctaBiigeT oT 1:50 000 mo
1:76 000 macesneHusa, HECKOJIBKO UaIllle 60JICIOT MAJIbUYNKHI
[2].

B 2003 r. 6611 upnerTuduiupona red — SBDS, koro-
PBIN JIOKAJIW30BaH HaA JIMHHOM ILIede XpoMmocoMbl 7 (7
ql11)[3]. 'er SBDS rogupyet 6e1ox SBDS, cocrosaruii us

Konmaxmnas ungopmayusn:

250 aMIHOKHUCJIOTHBIX OcTaTKOB. He Bce pyHKIIIU Oesika
U3yYeHbI; BBISIBJIEHO, UTO Aedunut 6enxka SBDS B ki1eTke
00ycJIOBIMBAIOT ycuyeHue anonTosa [4, 5]. Bemok SBDS
HAXOAUTCS MPAKTUYECKM BO BCEX OpraHaxXx M TKaHIX
yeJ0BeKa: B HEOOJBIIIOM KOJMUYECTBE B [IeUEHU, JIETKUX,
MOYKaxX, 'OJIOBHOM MO3Tre, TKAaHSIX IJa3a; B 3HAUUTEJb-
HO 0OJIbIIIeM KoJinuecTBe 3ToT OesioKk Haxoxutcsa B IIMK,
KOCTHOM MO3re 1 KocTHOMI TkaHu. IToutu 90% mnamueHTOB
umeror mytanuu B reie SBDS [3], ogaakoy 11-18% 6ouib-
HBIX MyTalli{ B 9TOM T'eHe He oOHapy:KuBaiorcs [3, 6].
HawubGousee uactoiMu myranuamu B reie SBDS saBiasamoTcsa
183-184TA—>CT u 258+2T—C[7]. 9T MyTauu BbI3bIBa-
IOT CHUKeHUe KOJIMYeCTBa allmHapHbIX KieToK ITHK u kak
ciaenctere — (ePMEHTATHUBHYIO HEJOCTATOYHOCTH (Ipeu-
MYIIIeCTBEHHO JIUIIa3HYI0). B MeHbIIIel cTelleHu cTpajaeT
AKTUBHOCTb IPOTEOJUTHUYECKUX (PepPMEHTOB (TPUICUHA,
XUMOTPHUIICUHA, dJjlacTasdbl) u amuiiassl [8]. IIporoxu ITHK
u ocTpoBKu JlaHreprauca ocramTcsa 6e3 U3MEeHeHUH.
Kaunnnueckue nposasiaenus nupu SBDS ormeuarores ¢
poxkaenus [9]. XapaKTepHbI u3MeHEeHUe CTYJa, ero KUP-
HBII 6JIeCK, 3JIOBOHHBIN 3amax. Ilosike 13-3a HAPYIIIEHUA
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