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B CTaTbe NpeACTaBAeH CAyHall AMBrHOCTUKU PpeAkO BCTpedaiollerocs crHApoma LLUBaxmaHa.
PaccmoTpeHsl OCOBEeHHOCTU KAVMHWHYEeCKOW KapTvHbl 3300AeBaHWS, A3H3 OLEeHKa Pe3yAsTaToB
Ocoboe BHVMaHVEe yAeAeHO BOMPOCaM  ANPPepeHUM3ALHOM
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TNONA@3VIS), HEATPONEHWS), AUBTHOCTVIKA.

The article reveals the case of diagnosis of rare Schwachman syndrome. Peculiarities of clinical picture of the
disease are examined. Evaluation of the study results is given. Special attention is paid to the questions of
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CVIH,EI,pOM LLIBaxMaHa — pefiko BCTpeYaloLLeecs ayTOCOMHO-
peLieccrBHoe 3aboneBaHme, XxapaKTepm3yioLLEeecs BPOX-
OEHHOW 3K30KPUHHOW rMMNoMnasmen NoaXKenyao4HOM XXenesbl,
OMCHYHKLMEN KOCTHOrO MO3ra, HapyLUeHUSMY pa3BUTUs cke-
neTa, NoBbILLEHHOW YyBCTBUTEBHOCTBIO K KOKKOBBLIM MHDEK-
umsiM. 3aboneBaHe noapobHo onmcaHo B 1964 1. Schwachman
1 COTP. M NMO3TOMY HOCUT ero Ums. MNonynauroHHas Yactota no
OAHHbIM Pas3fnnyHbIX aBTopoB coctasnsetr 20-200:100 TbiC.
HaceneHms, COOTHOLLEHME YCa MabyYMKOB U AeBodek 1,8:1
[1]. MepBble NposBneHUs GonesHu B BUOE HacToro, Kallule-
00pPa3HOro U XXMPHOIO CTya C PE3KMM HEMPUSTHBIM 3anaxoMm
NOABNAIOTCH NOCNe BBEAEHWS NPYKOPMa UM nocie npekpa-
LLeHNs rpYyAHOro BCKapMMBaHUA. Y 60nbHbIX ObICTPO pa3Bu-
BaeTCs rvnotpodums 1 oTcTaBaHWe B pocTe. MoxeT ObiTb
3aflep>kKa MCUXOMOTOPHOrO pa3BuUTKS. 3aboneBaHKne npote-
KaeT C pa3fIM4YHOMN CTEMNEHbIO SK30KPUHHOW MaHKPeaTU4eckom
HEeLOCTAaTO4YHOCTN CO CHUMXKEHWEM YPOBHSA TPUMCMHOBOW W
VINONNTNYECKOW aKTVMBHOCTU Ha (DOHE THHKENOW auMHapHOM
OVCPHYHKUMN. Y 3TUX OeTer cekpeLms XNAKOCTU 1 Brkapbo-
HaTOB He M3MeHeHa, NoKasaTenm HaTp1a 1 XJiopa B MOTOBOW
XNOKOCTU B Mpefenax HopMmbl. [oCTosHHOe neveHre dep-
MEHTHbIMW MpenapaTtamMy MOAXKENYAO4YHOW >Kenesbl [aeT
XOPOLLUNA TepaneBThYecknin 3ddekT. Hanbonee paHHUM U
NOCTOAHHbBIM NMPU3HAKOM ABMAETCH HENTPOMEHWSA, pexe — aHe-

MUS U TpoMOOLMTONEHMS. TIPOrHO3 CePbE3HbIN — MHOrVe
[leTV nornmbaloT B NepBble rofbl XXM3HM Mo NPUYMHE NPUCOSN-
HEHUS TAXENbIX PELMANBUPYIOLLMX BUPYCHO-0aKTepranbHbIX
MHEKUMI KOXWN U CIIU3UCTBIX, MHEBMOHUW. ECn pebeHok
NepexXmBaEeT PaHHUM BO3PACT, B AallbHelLLeM 60Ne3Hb MOXET
npotekaTb Gonee GnaronpusTHo [2, 3].

K coxaneHnuio, npaktuyeckme Bpad Mano 3HakOMbl C 3TUM
peoknM 3aboneBaHMeM, K TOMY e MPOSIBAEHVs CUHAPOMa
LLIBaxmMaHa pa3Hoobpa3Hbl M MHOFOMMKIM. DTO 1 NODYANNO Hac
[aTb ONMCaHKe AaHHOro C1yYas.

bonbHada E., 1rom 9 Mecaues, HanpasfeHa B KIMHWUKY C Oya-
rHo3oM: Llenuakms, ¢ >kanobamm npy NOCTyNeH Ha 3aAepXKKy
PM3NHECKOrO PasBUTLSA, HEYCTOMYMBBIV XapakTep CTyfla KPaTHO-
CTbto [0 3=5 pa3 B AeHb C HEMPUATHBIM 3aMaxoMm, NeproamHeckm
C MPUMEChIO XXMpa, ABNEHMS METEOPI3MA B BEHepHee Bpems.

13 aHaMHe3a >WM3HW U3BECTHO, YTO pebeHokK oT 3-11 bepemeH-
HOCTW, MPOTeKaBLUEW C TOKCMKO30M B MepBov NMonosuHe. o
JaHHbIM Y3 obpalljanocb BHUMaHWE Ha 3adepkKy BHYTpU-
yTpoOHOro pasBuTVs mnofa. Pofdbl 2-e CpoyHble, niaHoBoe
KecapeBO ceyeHwue. [leBoyka BTOpas M3 ABOMHW. OueHka no
wkane Anrap 7-8 6annoB. Macca Tena npu poxaeHun 2300 T,
OnvHa 48 oM. BeinncaHa 3 pogaomMa Ha 4-e CyTku C AnarHo-
30M: 3agepka BHYTPUYTPOOHOrO Pa3BUTUS 2-I CTEneHn Mo
TMNY rUNOTPOGUN.
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B Bo3pacTe 1-ro mMecsila HeBPOMOrOoM AMAarHOCTMPOBaH CUH-
OPOM ABMraTeNbHbIX HApPYLUeHUA Ha OHe MnepuHaTanbHOro
NopPakeHVs LIeHTPaNbHOM HEPBHOW CUCTEMDI.

Ha ectecTBeHHOM BCKapMAMBaHWM 4O 3 MecaLeB. B ganbHen-
weM pebEHOK HaXOAMNICS Ha UCKYCCTBEHHOM BCKAapMITMBAHWUM
aAANTVNPOBAHHBIMI MOMIOYHBIMM CMECAMW. [1epBbIvi MPUKOPM B
Buae Kedvpa BBELEH B PaLMOH C 9 MeCALEB XXM3HMN.

C nepBbIX AHEW XM3HW 0OpaLLanocs BHUMaHWe Ha 3a4epxKy
Pr3MHeCKOro passBUTUg MO TUMY rMnoctatypbl. B Bospacte 11
MecsLeB MOSBMANCE MPOSIBNEHNS SHTEPANIbHOMO CUMHOPOMA B
BUAe 0OBEMHOIO KallMLEeobpasHoro cTyna Ao 6—8 pa3 B CyTKM,
CO 3MOBOHHBIM, KMUTbIM 3aMaxoM, BUAMMOM NMPUMEChIO XK1pa,
METEOPU3M.

Co BTOPOro Mofyrofms XM3H1 AeBOYKa Yacto Ooneet npo-
CTyOHbIMK 3a0oneBaHNAMA. B 6 MecaLeB nepeHecsa 3aTsxHoM
TpaxeobpoHxuT, B 10 MecsueB nHeBMOHMIO, B 11 MecsueB
0BCTPYKTUBHbIA OPOHXUT, OCTPbIA SHTEPOKONUT, OCTPbIN OABYX-
CTOPOHHMX KaTapanbHbI CPEHNIA OTUT.

B Bo3pacTte 1,5 neT AeBoYKa BrepBble 0bCNefoBaHa CTaLmo-
HapHO MO MEeCTY XMNTEeNbCTBA, MPOKOHCYNbTUPOBAHAa FEHETVKOM,
racTPO3HTEPOSIOroM. 3amnofio3peHa Lienmakums. B neveHnmn bbina
peKOMeHLOBaHa arfnaamnHoBas aveTa, CobMofeHe KOTOpo B
TeyeHve 1,5 MecsiLeB He 4ano BUAMMOW NONOXUTENbHON AMHa-
MUKW TeyeHus 3aboneBaHus. YnydlleHuwe xapakTepa CTyna,
yMeHbLLIeHVe ero KpaTHOCTK OTMeYeHO Ha (hoHe npurema dep-
MEHTHbIX Mpenapatos (KpeoH). [1ns yTouHeHUs AmarHo3a AeBou-
Ka HanpasneHa B HMxeropoackmin Hay4Ho-MCCnenoBaTenbCkMn
WNHCTUTYT AETCKOW racTPO3HTEPOIONN.

MpW NOCTyMNeHUn coctosiHne GONbHOM CpeaHel CTeneHn
TaxXecTu. MNonoxeHre aktneHoe. AnneTuT nosbllleH. CoH Cro-
KOMHbIN. DU3MYecKoe pa3BUTME PaCLEHEHO Kak O4eHb HI3KOe,
rapMoHu4Hoe (pocT 72 cMm (1-1 LEHTUbHbIN MHTEPBAN)), Macca
Tena 9 kr (1- ueHTUNbHBIN UHTepBan). KoxHble NoKpoBbI bnef-
Hble, NepuropbUTanbHbIV LUMaHo3. CIM3KUCTas NooCTM pTa Po30-
Basi, 4KCTas, 3yObl 300POBbIe. B NErKMX AblxaHVie Be3VKyNspHOe.
ToHbl cepfla sicHble, pUTMUYHbIE. XXMBOT ODbIYHOM (OPMBI,
cnerka B3ayT, NpuY Nanbnauum 3o0H 6oNe3HeHHOCTW He BbisiBe-
Ho. CTyn 2 pasa, Ma3eBnaHbIN, ©e3 BUaMMON NpuMech xupa (Ha
oHe npuema kpeora 40 000 Eq /cyT.).

B 06LLMX aHanM3ax KpoBK YCTAaHOBIIEHO CHUXKEHMe abcorioT-
HOro KonM4ecTBa remornobuHa (o 92 r/n), aputpountos (fo
3,1%10?/n), nenkoumtos (mo 2,5*10%/n), Hentpocdunos (Ao
0,4*10°/n — 13%), Hanu4Me MUKPOLMTO3a, MOMKMIOLMTO3a,
aHm3oxpommm. CopepskaHue TpoMOoUMTOB B HopMme — 96%,
355,2*10° /0. Mo faHHbIM TpenaHobMOoNCun BbisBReHa 3aaepx-
Ka CO3peBaHWsi HeUTPOUIIOB B MWENOUAHOM POCTKe.
PeTpocnekTVBHbIM aHanM3 nokasatenen KpoBu pebeHKa, Haum-
Has C 6-MecA4HOro BO3pacTa, MOKasan Hanuyuve OnuTeNlbHO
TeKyLLen aHeMUM NErKOW CTENEHW 1 HEMTPOMeHUV B Npedenax
0,3-0,4*10°/n (8-13%).

OBLWmMIn aHanm3 Mo4n Be3 ocobeHHocTen.

o AaHHBIM KOMPOSIOrMYECKOro UCCNeA0BaHMS 1 OMOXUMMYe-
CKOrO aHanm3a Karna, B3aToro nocsie oTMeHbl hepMEHTHbIX Npe-
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napaTtoB, OTMeYeHO Hanuyme nonandekanun o 190 r/cyt.
(Hopma 92+8,21 r/cyT.), cTeaTopen 3a CHET OOLLUMX >KMPHBIX
KICIOT, aMUSIOpen.

Mpy 3TOM UCCNEeNOBaHVE COAEpXXaHWA 3nactasbl-1 B Kane
BbIABWIIO TAXKENYIO CTemneHb BHELLUHECEKPETOPHOW HefoCTaToq-
HOCTW Mopxkenyao4Hom xenesbl (16,66 MKr 3/r npu Hopme
6ornee 200 MKr3/r).

Xnopuabl nota (npubop «Macroduct+Sweat-Chek (drpmbl
Wescor, CLLIA) 24,0 Mmonb /n (Hopma fio 60).

Mpy NpoBeOeHUM MOMEKYNSPHO-FeHETUHECKOrO UCCreaoBa-
HUSt MyTaUMWI B reHe TpaHCMeMOpaHHOro perynaTopHoro benka
MYKOBMCLLA03a He BbIIBEHO.

BcacbiBaTenbHas yHKLUMS TOHKOW KUMLLKM, OLleHMBaemMas no
Harpyske rnoKo30u, He HapylleHa. AKTMBHOCTb NakTasbl, caxa-
pa3sbl MO pe3yfbTaTaM Harpy304HbIX TECTOB C [Mcaxapamu
COXpaHeHa.

PeTpocnekT/IBHOE MaTONOrorMCcTonorMyeckoe 1ccneoBaHme
O1oNcUHoro Matepmana, B3sToro U3 NPOKCMManbHOro otTaena
TOLLEN KMLIKM MO MeCTy XMTEeNbCTBA A0 Ha3zHayYeHWs arnvagm-
HOBOW [METbI, MOKa3ano Hanu4me npur3HakoB Anddy3Horo
EIOHWTa U OTCYTCTBME MOPONOMMHECKMX KPUTEPUEB LIENAKIN.
BOpCHHKM BbICOKME C BbIpaXkKeHHOW (heCcTOHYaTOCTblO, MNCTO-
BUOHOW 1 NanbLeBmnaHon dopmbl. CogepxaHve MexanuTeni-
anbHbIX TMMMOLMTOB B 3NUTENMM BOPCUHOK B MPeenax HopMbl.
KpunTanbHbid cnon He paclumpeH. CoOCTBEHHas MnacTiHKa
YCUNEHHO MHMUNBTPUPOBaHA NPenMyLLECTBEHHO NMMdbOoLMTa-
MW C NMPUCYTCTBUEM MIIa3MOLNTOB.

Tutp IgG — aHTUTeN K rMmagmHy Obln OTpULLATENbHBIM, a YPO-
BeHb IgA K TKaHeBOW TpaHCryTaM1Ha3e He MpeBblwan Hop-
MarbHbIX 3HAYEHUN.

Mpn yNbTPa3ByKOBOM MCCefoBaHMN 0bpaLlanock BHUMA-
HVe Ha Hepe3Koe YNNOTHEHVE NMEYEH 1 NMOAXKENYA0HHOM Xene-
3bl, YBEMMYEHME XBOCTa MOMXKENYOOYHOW >Xene3bl. Pa3mepbl
noaxKenyao4Hom xenesbl: ronoska — 11 MM, Teno — 13 MM, XBocCT
=17 MMm.

B Grox1MMmYeckoM aHanm3e KPoBW OTMEYaIoch YMeHbLIEHME
AKTVMBHOCTU NaHKpeaTU4eckux (hepMeHTOB: ammnnasbl 1o 6 Eg/n,
nvnasel oo 6 En/n, Hanuuwe runoxonectepuHemmn (2,16
MMOJIb /1), YTO YKa3blBasIO Ha CHUXEHWUE BHELLHECEKPETOPHOM
YHKUMM NOMXKENYIOHHOM XKeNe3bl.

Mpy MMKPODMONOTNYECKOM UCCNIeNoBaHMM Kafla OTMeYeH
POCT €AVHUYHBIX KONTOHM FreEMOMN3MPYIOLLMX SLLEPUXIN.

B MMMyHOrpaMme MMeno MecTo CHIKeHe abComioTHbIX 3Ha-
deHun obuen nonynsumn T-numdoumtos (CD 3 — 0,9*10%/n
(Hopma 1,82-3,01)), cybnonynaumn T-xennepos (CD 4 —
0,53*10°/n (Hopma 1,02-1,84)), T-cynpeccopoB (CD 8 -
0,28*10°/n  (Hopma 1,82-3,01)); ob0wen nonynsaumm
B-numdoumtos (CD 19 — 0,30*10°/n (Hopma 0,74-1,33)).
Cpeon nokasaTenen rymMopanbHOro WMMYyHWUTETa OTMeYeHO
nosbiteHve LK go 220 mkr/mn (Hopma 0—160 MKr/Mn); CHUA-
>KeHWe pe3epBoB haroumTosa. BeisBNeHHbIe 3MeHeHMs CBLae-
TeNbCTBOBANM O HaUYUM BTOPUYHOTO MMMYHOOEDULINTHOTO
COCTOSIHWS, OOYCNOBNEHHOrO OCHOBHbIM 3aboneBaHuWeM, a
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TakXKe XPOHUYECKMM TeHeHneM MUKCT-MHbeKLmM (LToMerano-
BUPYCHOW, DnLTelrH-bappa), 4To ObINo NoaTBEPXKAEHO METO-
[.OM MONIMMEPA3HOW LIEMHOM peakLyK.

/13MeHeHWs KOCTHO-MbILLEYHOW CUCTEMbI MPOSBASMNCE OTCTa-
BaHMeM B pocTe. PeHTreHonorndeckoe obcnefoBaHme KocTel B
JaHHYI0 FOCMTaNM3aumIio He MPOBOAMIOCh, MOCKOSbKY, COrnac-
HO NnTepaTypHbIM faHHbIM [1], opMm1poBaHVEe MeTadr3apHOro
IM30CTO3a M OCTEeoNopo3a KOCTen HabnoaaeTcs TOMbKO Y
22-37% peten. naHvpyeTcs NpoBeaeHre faHHoro obcneno-
BaHWsl B MPOLLecce AMHAMUYECKOro HabntodeHVst 3a peBEHKOM.

[leBoYKa NPOKOHCYNbTMPOBaHa HEBPONOroMm. MNocTaBneH Ava-
rHo3: MNocneacTBMS NEPUHATAIbHOIO NOPaXKeHWs LLEHTPaNbHOM
HEPBHOW CUCTEMbI C 3a[1eP>KKOV NMCXOPEYEBOIO 1 PU3MNHECKOro
pa3BUTUS.

YyuTbiBasi HanM4Me MPU3HaAKOB BHELLHECEKPETOPHOM Hedo-
CTATOYHOCTIA MOMXKENYAOYHOM XKenesbl (HeyCTOMUMBbLIA Xapak-
Tep CTyna, nonndekanus creatopes 1-ro Tmna, aMmnopes; CHM-
>KeHVvie cofiep>kaHus 3nactasbl-1B Kane, HapyLeHns IMIUAHOMO
obMeHa opraHM3Ma B BUAE CHVXKEHWS YPOBHS XonectepuHa 1
Q-NIMONPOTENIOB B CbIBOPOTKE KPOBM); AMNCHYHKLIM KOCTHOMO
MO3ra, NPOSBSAIOWENCS NPenMyLLECTBEHHO B BUAE NerKore-
HUW, HENTPOMEHUM, aHEMUW NEFKON CTEMEHW THXKECTU; 3aAepXK-
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Ky pM3MHecKoro pasBuUTUS, OTMEYEHHYIO ELLE C NMeproaa BHy-
TPUYTPOOHOIO Pas3BUTUA pebEHKa; OTCTaBaHMe MCMXOPeYeBoro
Pa3BUTVS; YacTble MH(EKLMOHHbBIE MPOLECChl B BUAE MHEBMO-
HIW, OTUTa, OOCTPYKTVMBHOTO OPOHXMTA, OCTPbIX PECINPATOPHBIX
BMPYCHbIX MHEKLMIM, OCTPOM KNLIEYHOW UHDEKLMN, PEOEHKY
©Obln noctaBneH AmarHos: CHapom LLiBaxmaHa.

B xoze komnnekcHoro obcrnenoBaHuns Obln OTBEPTHYT AMArHO3
Lenmakmnm 1 napannenbHo NCKIoYeH MyKOBUCLIMAO3.

[Npy BbINUCKE U3 CTaLOHapa pekoMeHLoBaHO: aveTta N2 4 ¢
MOBbILLIEHHbIM COAepXKaHneM benka, 3amecTuTenbHas Tepanus
hepMeHTHbIMM NpenapaTtamin (KpeoH), obMeHHas MeTabonmye-
cKas Tepanwvis, BUTaMWHbI, Mpenapatbl Xenesa, npobuoTuku,
neYeHne XPOHNYECKON BUPYCHOM MHEKLMN MPOTUBOBUPYCHbI-
MU npenapatamm (B1hepoH).
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