KAMHUNYECKAS TEHETUKA B ITEAUATPUN

© Koanexmue asmopos, 2016

M.T. Unamogal 2, C.H1. Kyues’, I1.B. [lIymuaoB!, FO.I'. Myxuna!, H.A. @unorenosa?,
C.HU. INoasikosal, E.FO. 3axaposa’, A.IO. llJepbuna?, E.A. Aeopguea?, A.A. ITyukoBa?,
E.A. PocaaBuesab, O.H. Komaposa?, A.U. Yybaposal 2

KPATKUE PEKOMEHAAIIU TTO BEAEHUIO BOABHBIX
C CMHAPOMOM IIIBAXMAHA-AANMOHAA

IOTBOY BO Poccuiickuit Hammonaabubiit MccaepoBareabckuii Meauriunckuit Yausepcutet uM. H.U. TTuporosa M3
PO, 2AeTckas ropoacKast KAmHudeckasi 6oapauta um. H.MD. GuaaTtosa, SATOU um. Amutpusa Porauesa,
4OTBHY MI'HLI, SOI'BY HL] AxymepcTsa, [mHekororuu u [Nepunarororum uM. B.M. Kyaakosa,
6MTAY Hayunsiii Lientp 3p0poBbst Aetedt, "Hayuno-UccaepoBateabckuit Kannnueckuit UuctutyT [epnarpun
uM. akap,. FO.E. BeapTuiiieBa, Mocksa, PO

Cungpowm IlIsaxmana—/laiimonna (CIII/]) — 3a6oreBaHue ¢ ayTOCOMHO-PEIeCCUBHBIM THIIOM HacJe-
JOBaHHSA, XapaKTepPU3YyIolieecs 3K30KPMHHOI HEJOCTATOYHOCTHIO MO/KeIyTOUYHOI JKeJie3bl, reMaTo-
JIOTMYECKMMH HapyHIeHUSAMH, 33/1eP/KKOI POoCcTa ¥ KOCTHBIMHM aHOMAJIUAMH. 3a6ojeBaHNe 00yCI0B-
JeHo myTanuamu B rene SBDS. J[laHHBI CHHIPOM PeIKO TMATHOCTHPYETCS B IIePBbIe MeCAIbI JKU3HU.
PanHas IMarHoCTHMKA M CBOE€BPEMEHHOe HAaYyaJjo JieUeHHs YJIYYIIAIOT KavyecTBO KM3HM M IPOTHO3
3TUX NMAIMEeHTOB. B craThe M3/10:KeHBI PEKOMEHAAIMYU 110 PAHHEH TMATrHOCTHKE U TAKTHKEe BeIeHU
nereii ¢ CIII .

Knrouesvie cnosa: cundpom Illlsaxmana—Jlaitmonda, 3Kk30KpUHHAS HeOOCMAMOYHOCMb NodNcelydou-
HOIL Jicene3vl, 2eMAMON02UYeCKUe HAPDYULeHUS, KOCMHble AHOMAAUU, OUAZHOCMUKA, JedeHue, 0emu.
Hum.: M.I'. Unamosa, C.H. Kyuyes, I1.B. [llymunos, I0.I'. Myxuna, H.A. Punozenosa, C.1. Ilonaxosa,
E.IO. 3axaposa, A.JO. II]ep6una, E.A. [Jeopduesa, AA. IIyurosa , E.A. Pocnasuesa, O.H. Komaposa,
A.U. Yybaposa. Kpamrkue pexomendayuu no eedenuto 601bHbLX ¢ cuHOpomom Ilsaxmana—/aiimonda.
ITeduampus. 2016; 95 (6): 181-186.

~
=
:
<
~
<
o]
=
2]
<
4
=~
=
[5a]
jasi

M.G. Ipatoval:2, S.I. Kutsev3, P.V. Shumilov!, Y.G. Muhina!, N.A. Finogenova?,
S.I. Polyakova!, E.Y. Zaharova3, A.Y. Scherbina?, E.A. Deordieva?, A.A. Puchkova?,
E.A. Roslavtsevab, O.N. Komarova?, A.I. Chubaroval?

BRIEF RECOMMENDATIONS FOR MANAGEMENT OF PATIENTS
WITH SHWACHMAN-DIAMOND SYNDROME

Ipirogov Russian National Research Medical University; 2N.F. Filatov Children's City Clinical Hospital;
3Federal Research Center of Pediatric Hematology, Oncology and Immunology n.a. D. Rogachev;
4Research Centre of Medical Genetics; SResearch Center for Obstetrics, Gynecology and Perinatology named
after V.I. Kulakov; 6Scientific Center of Children's Health; 7Clinical Research Institute of Pediatrics named
after acad. Y.E. Veltischev, Moscow, Russia

Shwachman—Diamond syndrome (SDS) is a disease with autosomal recessive inheritance type,
characterized by exocrine pancreatic insufficiency, hematologic abnormalities, growth retardation
and bone abnormalities. The disease is caused by SBDS gene mutations. This syndrome is rarely
diagnosed in first months of life. Early diagnosis and prompt treatment improve quality of life and
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of treatment of children with SDS.

Cungpom [MIBaxmana—[laiimorga (Shwachman—
Bodian—Diamond Syndrome, SBDS, Shwachman—
Diamond Syndrome, SDS, CIIIII) — sT0 cuHApPOM,
XapaKTepu3yIOMNHACA HEeTOCTATOYHOCTHIO HK30-
KPUHHON QYHKITNY HOIKenynouHoi skeesnl (ITHK),
IUTOTEHUAMY (B IIEPBYIO OUepe b HEUTPOIIeHMell) 1
KocTHBIMU aHoMasuamu [1]. 3aboseBanme OTHO-
CUTCA K HACJIeICTBEHHBIM CUHIPOMAaM C ayTOCOMHO-
PeIleCCUBHBIM TUIIOM HacJiefoBaHUA [2].

Ha ceroguamunit nesb 8 MKB-10 y CIII[] met
coOCTBEHHOT'O KOJa, II0O3TOMY JaHHOe 3abojeBaHue
KOIUpPYeTcs Y IeAUaTPOB U FaCTPOIHTEPOJIOTOB KaK
K86.8 — apyrue yTouHeHHBIE 0OJIEBHU IOMKETY-
IOUHOM sKejye3bl uiu Q45.3 — npyrue BpOKIeHHbBIE
AHOMAJIUH TTOIPKeTYJOUHO JKeJie3bl U ITPOTOKA O~
JKeJIYIOYHOU JKesie3bl, Y MMMYHOJIOTOB U T'eMaToO-
aoroB — D84.8 — npyrue yTouHeHHBIE MMMYHOIE-
dunurHbie Hapymienusa wiau D70 — BpoKAeHHaAA
HeUTponeHnd (arpa”yJIOMUTO3).

Tounasa momynamuonHasa uacrora CIIJ mewms-
BeCTHA II0 TNPUYMHE HEJOCTATOUHOCTU COOTBET-
CTBYIOIIIUX BIUAEMHOJOTUUYECKUX TaHHBIX, pPas-
HOOOpasusa KJIMHUUYECKOTO (eHOTHNa U PeIKOM
BcTpeuaemoctu 3aboneBanusa [1]. Ilo mpexBapu-
TeJbHBIM OIleHKaM, PacIpOCTPaHEHHOCTHL 3aboJie-
Bauusa cocrasider 1:50 000-1:76 000 Hacenerusa
[3]. Hacrora CIIIII B Poccutickoit @emeparmuu Heu3-
BeCTHA.

ITHOIOrNA

B 2001 r. uccaemoBarenu u3 TopoHTO umeH-
TudunupoBagsu rex SBDS, myTanmuu B KOTOPOM
BeisbiBatoT pasButue CIIIIl. T'em JoKanm3oBaH Ha
IJIUMHHOM IIJIede XPOMOCOMBI 7 B mosunum 7ql1
[3]. Haubosiee yacTbIMU MyTAIlUAMU B TeHE ABJIA-
orca ¢.183 184delinsCT u ¢.258+2T>C, xoro-
poie BcTpeuarorcst y 76% 6Goapubix ¢ CIIIIO [4].
B2014r. L. Steele u coaBT. onncau HOBbIE My TAI[UK
B rere SBDS: ¢.170T>C (p.Phe57Ser), ¢.410T>C
(p.Met137Thr), c.428C>T (p.Ser143Leu),
c.650 651delinsCT (p.Phe217Ser) [5]. Cnexyer
OTMETHUTD, 4TO mpuMepPHO ¥ 10% GOJIBHBIX C KJINHU-
yeckuMu nposasieHuamMu CIIII naToreHHbIe MyTa-
nuu B reie SBDS MOTyT OTCYTCTBOBATD, OJHAKO 5TO
He uckJouaet guaraosa CIIII [6].

Bemox SBDS mpucyTcTByeT BO BCeX KJETKaxX
YeJ0BEYECKOTO OpraHm3Ma, HO B HAMOOJBIIIEM
KOJIMUECTBe OH HAXOAUTCA B KJIETOUYHOM sSApe, IIpe-
UMYIIIECTBEHHO B ydYacTKe OmocuHTe3a pPubdOCOM.
WsBecTtHO, uTOo Genmoxk SBDS mpuHuMMaeT ydacTie
B MUTO3€, CIIOCOOCTBYA crabumiamusalnuu reHoma [6,
7]. B Hacrosiee BpeMA U3BECTHO, uTO 6e0K SBDS
B HEOOJBIIIOM KOJMUYECTBE COAEPKUTCA B IEeUeHH,
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prognosis of these patients. The article describes recommendations for early diagnosis and tactics

Keywords: Shwachman—Diamond syndrome, exocrine pancreatic insufficiency, hematological
disorders, bone abnormalities, diagnosis, treatment, children.

Quote: M.G. Ipatova, S.I. Kutsev, P.V. Shumilov, Y.G. Muhina, N.A. Finogenova, S.I. Polyakova,
E.Y. Zaharova, A.Y. Scherbina, E.A. Deordieva, A.A. Puchkova, E.A. Roslavtseva, O.N. Komarova,
A.I.Chubarova. Brief recommendations for management of patients with Shwachman—Diamond
syndrome. Pediatria. 2016; 95 (6 ): 181—-186.

JeTKUX, IMOUYKaX, TOJOBHOM MO3Te, B TKaHAX TJasa
U B HAMOOJBIIIEM KOJIMUYECTBe OOHApPYKMBaeTCs B
kiaerkax I19K, KocTHOrO MO3ra, KOCTHOI TKaHU [8,
9]. 9TuM 006yCJOBJIIEHO Pa3HOE COUeTaHUE MOopaKe-
HuA opranos u cucteMm npu CIII]I.

Kannuueckue IIPOABJEHUA

IK3oKpuHHAA HemocraTouHOCTb IIHK mposiBiis-
eTcs C PoKIeHUA B BUe yuareHHoro (o 8—14 pas/
CYT), Pas3KUKEHHOI0 CTyJa C JKUPHBIM OJIECKOM
M YacToO — CO 3JOBOHHBIM 3amaxoM. Iloz:xe, m3-3a
HapPYIIeHNsa BCACBIBAHUS KUPOPACTBOPUMBIX BUTA-
muuoB A, D, E, K, npucoequHAOTCA CUMITOMBI
TUIOBUTAMUHO3a (CyXOCTh KOMKM, remMopparmye-
CKUI CHHIPOM, PAXUT, HAPYIIIeHe MUHEePAIN3aIuI
KocTHO# TKaum) [6, 9, 10]. B cayuae orcyrcTBuA
aIeKBAaTHON HYTPUTUBHOM U MeIUKAMEHTO3HOU
KOPPEKI[NY Pa3BUBAIOTCSA OEJIKOBO-9HEPreTUYeCKas
HEJOCTATOUYHOCTh ¥ Ae(PUIIMTHBIE COCTOSHUS Pas-
HOM cTemeHU BuIpaskeHHocTu. CilaenyeT OTMETHUT,
uTo y 30—35% O0OJBHBIX OTMEUAIOT SBJICHUS IIUIIe-
BOI a/IJIePrUU, YTO MOIKET CEPbEe3HO YCJIOKHUTH
KOPPEKIINI0 HYTPUTUBHOTO cTaTyca pebenka [6].

Ilo maHHBIM JUTEPATYPBI, HATOJIOTUS MNEUYEHU
BcTpeuaercss y 50—75% Takux IIAIEeHTOB B BUE
remaToOMerajuy ¥ IIOBBIIIIEHUS AKTUBHOCTHU IIeYe-
HOYHBIX (hepMeHTOB B 2—10 pas BbIIIIe HOPMAJIBHBIX
3HaueHui [2, 6, 11, 12].

Cpenu reMaToJIOTMUYECKUX HAPYIIEHUN HamOO-
see gacto (B 88-100% cayuaeB) BcTpeuaeTcs abco-
JIIOTHAS HENTPOIeHUs, NUATHOCTHUPYeMas YiKe B
HeoHaTaJbHOM mepuoge [6, 13]. ¥V mereit B BospacTte
o 1 roga HENTPOIEHM S CUNTACTCS JUATHOCTUUECKY
3HAYMMOM IIPU YMEHBIIEHUUW YHCJIA HeATPOPUJIOB
menee 1000 B 1 MKJI, y JeTell crapiiie roga — MeHee
1500 wruerox B 1 mkxa [14, 15]. Ilomumo He#TpO-
neaun y 80% mnmamueHTOB HAOIIOJAIOTCSI aHEMUA
(HOpMOXpPOMHASI, HOPMO- HJIM MAaKPOI[UTAPHAS),
HEeCKOoJIbKO peixe (y 24—-88% mnammento ¢ CIIIM)
— tpomboruTonienuda [15, 16]. ITammenTsr ¢ CIIT
OTHOCSTCSI K BBICOKOI IPYIIIIE PUCKA IO PA3BUTHUIO
IIATOTeHETUYECKUX AHOMAJIUN, MUEIONUCILIACTHU-
yeckoro cuaapoma (MJIC) u ocTporo Mmmueao6aaCcTHO-
ro seiikosa (OMJI) [15].

W3 xKocTHBIX aHOMAJIMKI HanboJiee YacTo BCTpe-
YalOTCSd OTCTAaBaHWEe KOCTHOI'O0 BO3pacTa, HUSKUMI
pOCT, aHOMAJINY PA3BUTUS I'PYIHON KJIETKHU, KJIU-
HONAKTUJIUSA, TUIIOIIAa3us (ananr, meradusap-
Has MUCXOHIPOILIABUS, BajJbl'yCHAas WJU Bapyc-
Haa pedopmanus crom [13, 17]. Iloutu y mosoBu-
el (45%) pereit ¢ CIII] nmeer mMecTo HapyIllleHUe
MUHEPAJbHON TJIOTHOCTU KOCTHO¥ TKauu [6]. Eme
OIHOI CyIllecTBeHHOM mpobsemoii y mereit ¢ CIIIIT
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SABIAIOTCA 3a00JI€BAHUS IIOJIOCTH PTa U 3y60B: periu-
IUBUPYIOINE CTOMATUTHI, ACCOIIUUPYIOIIUECA C
HeNTpomneHuel, MepUOTOHTUTEI, HAPYIIIeHe MUHE-
payimsaly SMaJIu MOJOYHBIX U TOCTOSTHHBIX 3Y00B,
mpuBoOAIee K Kapuecy [6, 13].

Takum oopasom, aiasa CIIIII xapakTepeH U3MeH-
YUBBIN (DEHOTUII, KOTOPBIA BKJIIOUAET, B IIEPBYIO
ouepenb, SK30KPWMHHYIO HemocTtaTouHocTh IIJK,
TMaTOJIOTUIO KOCTHOTO MO3ra (IIUTOIEHWU, C BO3-
MokHBIM ucxomoM B MJIIC mam OJI), matosoruio
KOCTHOI CHCTeMBI, a TAaKKe Pa3JInUHble TOPAKEeHUA
IPYTUX OPTAaHOB U CUCTEM, UTO 3aTPYAHAET PAHHIOIO
IUATHOCTUKY y HeTeu.

Jduarnoctuka

s BBIABIEHUA HAPYIIEHUN 5SK30KPUHHOM
byuarmun IIJK DpuMeHAIT KOIPOJOTUYECKOE
uccJenoBaHUe, JUIUIOTPAMMY KaJja U TeCT Ha IaH-
KpeaTuuecKyio sjactasy-l. B Komporpamme misa
CIII xapaKTepHa BBIpasKeHHaa creaTopeda 1-To
(Hanuuyme HEUTPAJIBbHOTO KWpa) WJIKU 3-TO THUIIA
(HanMure HEUTPAJBLHOTO JKUPA, KUPHBIX KHUCJIOT
u MbLIa). Jlumugorpamma Kaja aABJIsgeTca 6GoJiee
YYBCTBUTEJIbHBIM U WH(POPMATHUBHBIM METOIOM.
ITOT aHANIU3 IO3BOJSAET KOJIUYECTBEHHO OIEHUTH
aunosutuueckyo ¢Gyaknuio IIHK mo ypoBHIO 9Kc-
Kpenuu Cc KajJoM TPHU-, AU- U MOHOTJIUIEPUIOB.
OmHaKO CYIIECTBEHHBIM HEJOCTATKOM 000UX METO-
OB ABJAIOTCA HEOOXOQUMOCTH OTMEHBI (hepMEeHT-
HBIX IIPENapaToB U ONTHUMU3AIUU IUTAHUA BO
BpeMs IOATOTOBKU K HcCcJiefoBaHUiO. IloaTomy B
HacTodAIllee BpeMs B KadyecTBe MapKepa Hapylie-
HUSA 9K30KPUHHOM (QyHKnuu IIHK mwuporo mpu-
MEeHsAEeTCs TeCT Ha MaHKpeaTUUecKyIo sjacrasy-1 B
Kaje. IIperMyIiiecTBOM 3TOr0 aHaIM3a ABJIAETCA
TO, YTO Ha Pe3yJbTaThl JaHHOTO MeTOJa He BJIU-
AIOT HU XapakTep NUTAHUA MalueHTa, HU IpUeM
maHKpeaTuuecKkux epmMeHTOB. KOHIIEHTpalA sJ1a-
crasbl MeHee 200 MT/T B CTyJie CBUIETEILCTBYET O
CHI)KEHUU MaHKPeaTudecKol (GyHKIUU, a YPOBEHD
(exanbuo smactasdsl <100 MT/T — 0 TAMKEIOH SK30-
KpUHHOI HemocTaTounoctu [15K.

BaskHpIMH MapKepaMu TaHKpPeaTUdecKoit
GyHKIMU ciay:kaT maHKpeaTudecKue (hepMeHTHI B
CBIBOPOTKe KpoBu. ¥ maruerToB c¢ CIIIII maGarona-
eTcs HU3KasA CHIBOPOTOUYHAA KOHIIEHTPAIIUA UMMY-
HOPEaKTUBHOTO TPUIICHHOTeHA U TaHKPeaTUUeCKOi
aMmJIasbl.

NHCcTpyMeHTaJIbHBIE METOABLI BU3yaJU3aI[UN
II3K HeoOXOoAMMBI IJIA WCKJIIOUEHUS BPOKICHHBIX
aHomaJsimit passutusa IIJK, omeHKu pasmepoB u
CTPYKTYPHBIX WH3MeHeHUii opraHa. Ilpu mpoBesne-
HUU YJIbTPa3BYKOBOT'O MCCJIELOBAHUA AJIA MaIllUeH-
ToB ¢ CIIIJ] xapaKTepHbI YMeHbIIIEHIE PA3MEPOB U
muddysnasa HeogHOpoaHOCTE 1K, a TakiKe cHUIKe-
HUe ToKasaTejell MoCTIpaaruaJ bHON IPoObl, HAPY-
IIeHVe BHYTPUOPTaHHOTO KPOBOTOKA B BUJIe CHUKE-
HUA CKOPOCTHBIX TTOKAa3aTes el U MOBBIIIIEHUS COCY-
IUCTOTO COIPOTUBJIEHUS B MEJIKHUX COCYZaX, UTO
KOCBEHHO CBUJETEJbCTBYET O CHUIKEHHOU (DYyHK-
IIMOHAJIBHON aKTUBHOCTU ¥ MUKPOIMPKYJIATOPHBIX
Hapymenuax [IJK [18]. B ciokHBIX AuarHoctuye-
CKUX CJyJYasX MPOBOJUTCA MarHUTHO-Pe30OHAHCHAA
Tomorpadusa ITHK.
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JuarHocTuKka HeJJOCTaTOUHOCTY KOCTHOTO MO3Ta
MIPOBOAUTCA TeMaToJoroM. K KpuTepuam Hemo-
CTATOYHOCTU KOCTHOTO MO3Ta OTHOCAT CJIEAYIOIHE
reMaToJIOTUUEeCKUEe OTKJIOHEHUA: IPEeX0oaIasa Uin
TIOCTOSHHAA HEHUTPOIIeHNU; TUIoNpoandepaTuBHAA
aHeMusA C KOHI[EHTpalluell TreMOTJIO0MHA MEHBIIe
BO3DAaCTHONM HODPMBI; CTOMKUI ITOBBLINIEHHBIA ypO-
BeHb (PeTaIbHOTO TeMOTJIO0MHA; HeOO'bACHEHHBIN
MaKpPOIIUTO3 SPUTPOIUTOB; KOJUUECTBO TPOMOO-
muro Mmenee 150+ 109/, HEOOBACHEHHOE AJIbTEP-
HATUBHOU 9THOJIOTHEH; IMOHUMKEHHOE KOJIUYEeCTBO
KJIETOK B KOCTHOM MO3TE€.

IIpu TAXKENBIX, PENUAUBUPYIONINX WNHOEKITN-
AX Ha ()OHEe HOPMAJIBHOTO YHKCJa T'PAHYJOIUTOB
He00X0AMMO KOHTPOJIUPOBATh YPOBEHb UMMYHOTJIO-
OYJMHOB M TOCTBAKIMHAJIBHBIX AHTUTEJ] C I[€JbIO
UCKJIFOUEHUS COITyTCTBYIOIIETO UMMYHOAehUIInTA.

B 6uoxuMuuecKoM aHaJM3e KPOBU AJISA HAIlU-
enToB ¢ CIII[] xapaKTepHBI IOBLIIIEHNE II[eJIOYHOMN
docdarassl o 2 10 6 HOPM, CHHAPOM ITUTOJIMU3a OT
JIETKOW [0 BBICOKOII CTENEeHU aKTUBHOCTHU (IIOBBI-
mreraue AJIT u ACT ot 2 1o 10 HOpM), TUIIOTIPOTEN-
HeMusdA, TUIoXoJecTepuHeMusa (HUKe 3 MMOJb/J),
CHUKEHUE KaJBbI[UsA, CBIBOPOTOUHOTO JKeJjie3a, Hop-
MaJbHOE 3HAUEHUE WJIW NOBBINIEHVE YPOBHA (oc-
dopa.

s BeIABIEHUSA qeUIIUTA JKUPOPACTBOPUMBIX
ButamuuoB A, D, E, K Heo6xoauMo ompenesieHUe
UX KOHIIEeHTpaluu B KpoBu. Kaxk mpaBumyio, mpu
CIIII onu cHUKeHBI B 2 pasa u 6oJjiee.

Hapymienuss pasBUTHS CKeJieTa BBIABISAIOT C
TIOMOIITBIO JIYUEBBIX METOMOB JUATHOCTUKY (PEHTTe-
HOJIOTUYECKOE HCCJIefOBaHNEe, KOMIIBIOTEPHAA TOMO-
rpadud, OeHCUTOMETPHUA). PeHTreHOJOTrHuUYecKoe
HuccleoBaHUE CKeJieTa MIPOBOAUTCA AJIA OIpenesie-
HUA KOCTHOTO BO3PacTa, OCTEOII0P03a M BHIABICHUSA
KOCTHBIX aHOMaJimii. HTepmpeTupoBaTh pPE3YJb-
TaThl JeHcuTOMeTpuu y nanumeHToB ¢ CIII HyXHO
OCTODOXKHO, TaK KaK 3aJepsKKa (PUBUUECKOro u
TI0JIOBOTO Pa3BUTHUA BIUAIOT HA Pe3yJabTaThl 00CJIe-
moBauus. llemecoo6pasHO [0 IPOBENEHUS AEHCHU-
TOMETPUU CHAUaja OIPEAEJIUTh KOCTHBIA BO3PACT
marnueHTa.

3osoThiM craHmapToM guarHocturm CIIIIT
ABJSAETCS TeHETHUEeCKOe WCCIeJOBaHUE C IIEJIbIO
BbIABJIeHUA MyTanuii. ['eHeTnueckuili aHaams Ha
myTanuu B reHe SBDS m03BOJIEeT IOATBEPIUTH
kananueckuit gmarao3 CIIII] 1 BLIABUTH UJIEHOB
ceMbH ¢ O0HAPYKeHHOM MyTamueii. Y O0JbIITHHCTBA
narnuenToB ¢ CIIIJ] o6Hapy:KuBaeTcsa MyTaIusa reHa
SBDS B 06eux Konusax xpomocomsbl 7. IlepBriM aTa-
TIOM AJIsI BepU(PUKAIUY JUArHO03a BO3MOYKHO BHIAB-
JIeHre IBYX HanboJjee pacIPOCTPaHEHHBIX My TaIUi
(c.183 184delinsCT u ¢.258+2T>C). IIpu orpu-
IIaTeJTbHOM PEe3YJbTaTe C TUATHOCTUUECKON IeTbI0
IOKAa3aHO IIOJIHOE CeKBeHupoBaHme reHa SBDS c
1IeJIbIO BHISABJIEHUA 60Jiee PEIKUX MYyTaIuii.

HuddepennuanbHasd AUATHOCTHKA IaHKpea-
THUYECKON HEJOCTATOUHOCTU IIPOBONUTCS B IEPBYIO
odepesh C MYKOBHCIIMZ030M, CHHApoMoM Moxamco-
Ha—bBaussapna, cuaapomom Illenmona—Pes, pexe c
curapomoM Ilupcona, mykosunuaosom turma II.

Huddepernnuanbuas AUArHOCTUKA TeMaTOoJIO-
TUYeCKUX HaPYIIeHUI MPOBOAUTCA C IPUOOPETEH-
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HBIMH HEeHTPOIeHUAMU, reMobJacTo3amMu (OCTPBIH
auM@OoOJIACTHBIA WJIM MHEJOOJaCTHBIN JeiKo3,
MIC), Taxesoli BpOKIEeHHON HENUTPOIIeHUEH, BTO-
PUYHBIMU HEHUTPOIEeHUAMHU, BPOKIEHHBIMHU CHUH-
IPOMAJIbHBIMU COCTOSTHUSAMM, BAKHBIM CUMIITO-
MOM KOTOPBIX SABJseTCA HeWTpoleHus (CUHIPOM
Yengnaka— Xwuracu, riaukorenos, WHIM-cuuapom,
cuagpom Bapt (Barth)), anmactuueckumMu aHeMu-
aMu, anemueint PankoHu, amemuein lalimonma—
Baexdana.

Jleuenne

B neuenuu CI1J] Heo6xX0quM MY IbTUAUCITATIIN-
HapHbI moaxo. Ocoboe BHUMaHUE YAEIAETC aue-
TOTepanuu, BKJIIOYAIIEH CHelrnaJru3upOBaHHOe
JeyeOHOe MUTAHWE, 3aMECTUTEJbHON (DepMeHTHOI
Tepanuy IIperapaTaMyd NaHKpPeaTWHa, KOPPEKIIU’
reMaTOJIOTUUECKUX HapYIIeHUI IperapaTaMu Ipa-
HYJIOIIUTAPHOTO KOJIOHUECTUMYJIUPYIOIIero (haxkTo-
pa (I'"KC®). Ba:KHbIM SABJISAETCS NOMOJHUTEIHHOE
HasHaUeHMe *KUPOPaCTBOPUMBIX BUTaMuHOB (A, D,
E, K) u Mmakpo/MUKPO3JEeMEHTOB II0Ji KOHTPOJIEM
UX COIeP:KaHUsA B CBIBOPOTKE KPOoBU. IIpu BO3ZMOK-
HOCTU TPOBOAAT MPOMUIAKTUKY OPTOIEIUUECKUX
medopMaInuii U XUPYPrudecKoe JieueHue KOCTHBIX
nedopMaIiii.

YuuThiBas CXO0KeCTh KJIMHUKO-JTIa00pPaTOPHBIX
MPOABJEHUN 9K30KPUHHOU HemoctaTtouHoctu IIHK
mpu mykoBucnugosde u CIII, B ocHOBY nueToTepa-
nmuu CIIJI moJsiosKeHBbI Te K€ OCHOBHBIE IIPUHITUIIBI
IUEeTOJOTUYECKOI KOPPEKIInM, KOTOPhIe padpadoTa-
HBI IJId TaIUeHTOB ¢ MyKoBuciugosom [19].

YV nmerTell mepBBIX MeECAIEB KU3HU OMNTUMAJb-
HOU mwuIeill ABJAETCA MaTePUHCKOe MOJIOKO, TaK
KaK OHO COJEP:KUT IIUPOKUIN CHEeKTP BaIUTHBIX
haKTOPOB U OMOJIOTMYECKU AKTUBHBIX BEIIECTB, C
nobaBieHeM MUKPOTPAHYJIMPOBAHHBIX IaHKpea-
ThYecKUX (ePMEHTHBIX IIperapaToB B KaikJoe
KopMJeHUe. BasKHYI0 POJIb UTPAeT aKTUBHOCTH TeP-
MOJAa0MJIBLHOI JIUIIa3bl B HATUBHOM (HEe IIacTepuso-
BaHHOM) KEHCKOM MOJIOKe. ['pyZlHOe MOJIOKO MOJKeT
MMOJTHOCTBIO 00ecreyuTh MOTPeGHOCTU pebeHKa 10
4-6 MecsAIlleB JKU3HU, OTHAKO B HEKOTODBIX CJIyda-
AX TpebyeTcsA MOMOJHUTENbHOE IMOCTYIJIeHe dHep-
TMU C TIOMOIIBIO O0OTaIleHUs T'PYLHOTO MOJIOKA.
Tak, mpu HemocTaTouHO# HpubaBKe B Bece MOJIO-
KO MOKHO oboraiarh mo0aBjieHMeM Ha KaKIble
100 M mpubamsurenbHo 5 r (1 MepHasa JIOMKKa)
CyXo0ii cMecHu Ha OCHOBe r'upoJin3ara 6esika co cpes-
HenenoueuyHbiMu Tpuraunepugamu (CILT).

IIpu cmemnraHHOM/MCKYCCTBEHHOM BCKapMJI-
BaHUU MPEIINOUYTUTEIbHEI BBICOKOKAJIOPUITHBIE CMe-
cu, UMeIlie B KauecTBe KUPOBOT0 KOMIIOHEHTA
CHT um pacTuTesbHBIE KUDPHI B dMYJIbIUPOBAHHOMN
dopme, UTO MO3BOJAET YJAYUIIUTH YTUIUIAIAIO
JKUpPa ¥ CHUSUTD 03y IIPelapaToB MaHKpPeaTHHa.

Jns1 HeTOHOIIIEHHBIX ¥ MAJIOBECHBIX AeTel 1-ro
roza KWU3HU NPENIOUYTUTeNbHBI cMmecu: IIpe-Hau
(Hectue, IlIBeiinapus); [Ipe-Hyrpuaoun (Hyrpuiius,
Tonnaugus), @puco-Ilpe (Ppucnenn, 'omnangus),
Xymana JII+CIHT (Xymana, I'epmanusa), Ilpe-
Hyrpunak (Hyrpurek, Poccus); nisa mereii crapiie
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1 roga — Kaunyrpen FOuuop (Hectie, IlIBetinapus).
IIpu HemepeHOCMMOCTU WM aJlJIepTuu Ha O6esoK
KOPOBBETO MOJIOKA PEKOMEHAYIOTCSA CMEeCH Ha OCHO-
Be ruApPoan3aToB Oesika ¢ BKaroueHueM CLIT B cocTas
skupoBoro KomnoneHTta (Hyrpunar-Ilentugu CIT
(Mupanpum, Poccusa); Hyrpumon-Ilentu TI'acTpo
(Hyrpunusa, Tonnamgua), Anasdpape (Hecrtae,
IIBeitiiapusa), Ilenramen Iuuop, Ilemramen
HOurmop durepan (Hectie, IllBeliniapus).

W3 npencraBienusix B Poccun cmeceit ocoboro
BHUMAHUA 3aCHAyKUBaeT JieueOHasi cMech Ha OCHO-
Be TUAPOJM3a CHLIBOPOTOUHBIX OenkoB Ilenrtamen
HOuwmop ana mereit or 1 roga mo 10 ser. NsBecTHO,
YTO TUAPOJIMSHBIN 0EJOK MOJIOUHOM CHIBOPOTKU B
JaHHOU cMecu obGecIeurBaeT XOPOIIYIO ITePeHOCHU-
MOCTh W YyCBOEHHE B IHUIIEBAPUTEIBHOM TpaKTe.
JIUTIUAHBINT KOMIIOHEHT CMEeCHU IIPEerMYIIeCTBeHHO
(ua 60%) upexncrasiaen CIIT, uto cmocoGcTBYeT
YAYYIIeHUIO JUIUAHOTO o0OMeHa y [geTeil ¢ ®K30-
KpuHHOI HemocTaTouHocThio ITVK. OTamunrenbHOMI
0COOEHHOCTHIO CMECH SIBJISETCS ee MPUSITHBIA BKYC,
IIO9TOMY [eTU OXOTHO YIIOTPEOIAIOT JaHHBIN Jeueo-
HBIHA IIPOAYKT.

ITogGop mueThl U CPOKU BBeAEHUSA IIPUKODPMA
TPeOYIOT MHAMBUAYAJIBHOIO IMOAXOAA IO KOHTPO-
JieM ODIIero COCTOSHUSA IaIleHTa, ero HyTPUTHUBHO-
ro cTaTyca U JlabOpaTOPHBIX ITOKasaTeJsieil U COmyT-
CTBYIOIIell MaTOJIOTUN.

ITuranue pebeHKa AOITKOJHHOTO U IITKOJHLHOTO
BO3pAacTa HOJKHO OBITh PeryasapHBIM (6 pas B IeHb,
¢dopmyaa 3+3): 3 0OCHOBHBIX (3aBTpaK, 00e, YIKIH)
u 3 MONOJHUTENbHBIX IIepeKkycoB (2-ii 3aBTpakx,
MOJITHUK, Ha HOUb).

IIpy 3HAUMTEIHLHOM OTCTABAHWUU B Bece s
IIEePEeKyCOB ’KejaTeJbHO KCIIOJIb30BATh CIIEI[UAJIU-
3UPOBAaHHbIE BBICOKOIHEPreTHUUECKHe KOKTelau
WU CMEeCH AJIA 9HTepaJbHOro nmuranus: Pecypc-2
daitbep (Hectne); Hyrpumpunk, HyTpuapuak
Kpewm; @oprukep 3 Bkyca (Hyrpunusa, l'onnangus).
K BBICOKOKAJTOPUHAHBIM OTHOCATCSA CMECH, COIep-
kamque Oosee 70 xxan/100 mua gnsa mereir 1o
12 mec; 6omee 100 xkran/100 mu — pua pereit
1-6 ner; or 150 mo 200 kkan/100 mn — gysa mereit
crapiiie 7 JieT W B3POCabIX. [Ipu HasHaueHUU cIie-
IUAJN3UPOBAHHBIX BBICOKOKAJOPUMHBIX cMecei
HEo0XOAUM [AOIOJHUTEJIbHBIA MpUeM NaHKpeaTu-
yeckux (pepmenTosB (pacuet: 1-2 TE nunassi Ha 1 1
JKUpa B CMecHU, CoJepiKaHue JKUpa B CMeCcH yKasa-
HO Ha ymnakoBkKe). [lokasaHueM K [JOMOJHUTEILHO-
My OHATAHUIO CIEeIUaJU3UPOBAHHBIMU BBICOKOKA-
JIOPDUNHBIMU CMECSIMU SIBJIAETCS JII000e CHUKEeHUe
HOPMAaJILHBIX (BO3PACTHBIX) IPUOABOK MAaCChI TeJsia,/
pocra; akTHUuecKas mMacca Tejaa HuKe 25-ro mep-
IEeHTUJIA.

B kauecTBe AOTOJIHUTEJIHHOTO JKUPOBOT'O KOM-
MMOHEHTAa MOKHO MCII0JIb30BATh JKUPOBYIO 9MYJIbCUIO
JInmkBumsxen (Liquigen), cogepsxamtyio CIIT dpax-
IIMOHUPOBAHHOTO KOKOCOBOT'O U MAJIbMOBOTO MaceJl.
Omysbcus JIMKBUAKEH IOKasaHa KaK 9HepreTu-
yeckas Ao0aBKa [/ HAIMEHTOB, HYKIAIOIUXCS
B JONOJHUTEJBHOI JIETKO yCBaUBaeMOH 9HEPTUMU.
Pexomenayemas [nosa JIMKBUI)KEH OIpenessier-
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csA BpauoM U PACCUUTHIBAETCA MCXOJs M3 BO3pac-
Ta, Beca W KJIUHUYECKOTO COCTOSHUS IMAIlMeHTa.
IlogxomuT meTsMm crapie 1 roga ¥ B3POCJIBLIM, IPU
9TOM JKeJlaTeJbHO JeTSIM 10 5 JeT PasBOJUTH BOAOI
U 000aBISATH B IIUIITY.

Bce Goapabie CIIII] ¢ maHKpeaTUUYeCKOUN Hemo-
CTATOYHOCTHIO €KEIHEBHO [TOJKHBLI II0JYyYaTh
sKupopacTBopuMbie ButaMuHsbl (A, D, E u K) u Gera-
KapoTuH. Y meTeill KOHTPOJb 3a YPOBHEM KMUpOpa-
CTBOPHMMBIX BUTaAMUHOB B KPOBU J[JOJI’KEH IIPOBO-
IUThCS Kaskabie 6—12 mecsaneB. Ilpu amexkBaTHOMI
HYTPUTUBHOI MOAAEP:KKe U HOPMAJbHBIX MOKAasa-
TeJAX JKUPOPACTBOPUMBIX BUTAMUHOB B CHIBOPOTKE
KPOBU MOYKHO BO3JeP:KaThbCA OT MX HasHAUEHUsd,
YUUTBIBAS, UTO JieueOHOe TUTaHue 000TaIeHo BUTA-
MUHaMU.

HeTsaM 1 TOAPOCTKAM HEOOXOIUM AOIIOJTHUTEIb-
v pueM Kaabiiua oT 500 xo 1200 mr/cyT — mof,
KOHTPOJIEM OOIIero 1 MOHU3UPOBAHHOTO KAJBIUS B
KPOBU, U/UJIU PEHTTEHOJOTUUECKOTO UCCIeJOBAHUSA
(KOHTpPOJIb 0CcTeoroposa). B psame ciyduaeB TpedyoT-
¢ Ipemapartsl fiofja, Maruus, IIUHKa, cejieHa.

3amecTuTenbHasA (epMeHTHas Tepamusd IIpe-
mapatTaMu THaHKpeaTWHAa IMOKasaHa, KaK MIPaBUJIO,
mo:Kus3HeHHO. IIpu HasHaueHUU (HePMEHTHBIX IIpe-
mapaToB I03bl HEOOXOAMMO IIOJ0MPATh TaKue Ke,
Kak ¥ IJA OOJBHBIX MYyKOBHCIIUZO30M. Haubosiee
MPeANMOUYTUTEeNbHB MUKpOochepuuecKkrue GOPMEI
(hbepMEHTHBIX TpEnapaToB C PA3JIUYHON JUIIA3HOMN
axkTuBHOCTBIO [20]. HavanbHasa mosa maHkpeaTmye-
CKUX 3aMeHuTeJieil gosskHa cocraBaars 2000 ME
mo Jinmase Ha 1 Kr Beca B CYTKH, U B HajJbHeHIIeM
MOKEeT YBEeJWUYUBATHCSA B COOTBETCTBUU C IOKAasa-
TeJAMHU KOIPOTpaMMbl (HaJIuuueM HeHTPaJbHOTO
skupa). IIpu mosax Beimme 6 JIE/Kr Ha emy wmam
6osee 18 JIE/Kr/meHb BO3MOXKHO DPa3BUTHE THAMKE-
JIOTO OCJIOKHEHUsA — (PUOPO3HON KOJOHOIATUU U
HEMIPOXOAMMOCTY KUIITeYHUKAa. BasKHO MOMHUTB,
uTO JIabOPATOPHBIHM MOKAa3aTeb YPOBHSA CTeaTOpeu
mpu CIIII] moxxeT mpeBBIIIIaTh HOPMATUBHBIN ITOKA-
3aTejb, IPU 3TOM OIIPEAEJAIONINM A1 KOPPEKIUHU
3aMeCTUTENbHON (DepMEHTHOI Tepamuu SABJIAETCS
olleHKa (DM3UUYECKOr0 PasBUTUA pebeHKa U Hapy-
IIIeHUS CO CTOPOHBI KeJyAOUHO-KUIIIeUHOT0 TPaKTa
(JKKT) (MmeTeopusMm, qUCIIEIICHUS).

Boasmuucty naruerTos ¢ CIIII He Tpebyercsa
Tepanusa TPaHYJOIUTAPHBIM KOJOHUECTUMYJIUPY-
omum parkTopom (I'-KC®P). Oguaxo Bce GONBHBIE,
uMemIue TIKeNIyio HelTponeHuio (meHee 500 K/
MKJI) WX a0COJIIOTHOE KOJUUYECTBO HEeUTPO(UIOB
croiiko MeHee 1000 KJI/MKJI, COIPOBOMKAAIOIIEEC
PeIUANBUPYIOIMIUMY HNHBA3UBHBIMU OaKTepUab-
HBIMU U/UJIU TPUOKOBBIMU UHGMEKIUIMU, PEIUIU-
BUPYIOIIMMU CTOMATUTAMHU U THMHTUBUTAMU, HYWK-
IaloTcA B Tepanuu npernaparamu OUIrpacTuM MU
Jlemorpactum. J[03MPOBKA ¥ KPATHOCTH BBEIEHUS
moxbupaerca WMHAMBHUAYaAbHO. OOBIYHO Ipemapart
BBOJAUTCS B HaUaJbHON J03e 3—5 MKI/KI Macchbl
Tena 1 pas B AeHb. IlalieHTHI MOTYT OTBeUaTh Ha
JleyeHre II0 TPEPBLIBUCTOH cXeMe C HeOOJBIITUMU
nosamu I'-KC® (mampumep, 2—3 MKI/KI Ka'KIble
3—5 nueit). 103y BBeIeHUA WM YACTOTY OIIPEesAeT
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BpaY-TeMaToJIOT II0J KOHTPOJIeM KJINHUYECKOIT Kap-
TUHBI U T€MOTPDAMMBI.

ITocse mombopa mOSBI U KPATHOCTU BBEAEHUS
npemnapata I'"KC® KamHMUYeCcKUU aHAINU3 KPOBU
(obGsaBaTesieH IOACYET JIEHMKOIIUTApPHOU (hOPMYJIbI)
npoBoauTca 1—2 pasa B MecsAl. AHAJIN3 KPOBU CJie-
IyeT IPOBOAUTH He paHee 18—24 u mocJjie mocaenqHe-
ro BBeseHus npemnapara ['-KC®. IIyHKIu0o KOCTHO-
ro mo3ra ¢ MOpGOJIOTUYECKUM U ITUTOJOTUUECKUM
uccaefOBaHUEM KOCTHOMO3TOBBIX KJIETOK JKeJa-
TeJIbHO MTPOBOJUTH €3KEer0IHO.

VY mamumeHTOB ¢ HEUTPOHEHUEH C OCTOPOIKHO-
CTBIO CJIeyeT IPUMEeHATh aHaJbI'UH, CYJIb(haHuIa-
MUIBI, JIEBOMUIIETUH, TETPAIUKJIUHBI, IPOTUBO-
mapasuTapHble IIpernapaTsl, a Tak:Ke IPyTrue mperna-
paThI ¢ JOKA3aHHBIM MUEJIOTOKCUYHBIM 3(D(EeKTOM.

HasHnauenue aHTHOAKTEepUAIbHBIX IIPEIapaToB
y nmanuenToB ¢ CIIIII moy:kHO OBITH 06IYMaHHBIM, C
y4eToM MoO0OUHBIX 9(GGEKTOB JaHHOI I'PYIIbI Ipe-
mapatoB. HeKoTopble aHTUOUOTUKY, IPUMEHIeMbIe
B [IETCKOI IIpaKTUKe, CIOCOOHBI BBI3BIBATH pPas-
JUYHBIE HeXKejlaTeabHble 3G (MEeKThI, B T.U. HApyIIe-
HHe KpPOBeTBOpeHUs (JelKOIIeHuA, HeHWTPOIeHud,
TPOMOOIIUTONEHUSA, TeMOJUTUYEeCKAsd aHeMUs).
YuuThsiBasg, YTO OOJBIIMHCTBO IIAI[MEHTOB ViKe
UMEIT TreMaToJIOTUUeCKUe HapyIlleHus, Heolpas-
IaHHOe HasHaueHWe aHTUOMOTUKOB MOMKET YCYTy-
6uTh remaTosiornueckue npoaaerus CIIII.

ITanmenTamM, MMEIOIIUM HOPMAaJbHBIE ITOKa3a-
TeJI TeMOTPaMMBbI, WJIN IIPU JIETKO HeNTPOIeHUuN,
IIPU OTCYTCTBUY B aHAMHE3€e TIKeJIbIX 0aKTepuasb-
HBIX /TPUOKOBBIX 3a00JI€BaHUI, OTCYTCTBUU PeEIlU-
IUBUPYIOIINX CTOMATUTOB PellleHre 0 HasHAUeHU!U
aHTUOAKTePUATBLHOIN Tepanuu IPUHUMAETCS UHIU-
BUAyaabHO. C OCTOPOKHOCTHIO HA3HAYAIOTCS aHTHU-
OaKkTepuasbHbIE IIPEmapaThbl, B COCTaBe KOTOPBIX
MIPUCYTCTBYET KJaByJaHOBasA KUCJIOTA, METPOHUIA-
30JI, TAK KaK 9TH BeIllleCTBa MOTYT BBISLIBATH JIEKap-
CTBEHHBIN MaHKpeaTUT (YPOBEHDb AOKAa3aTeJIbHOCTHU
KJacca A), TeM caMbIM yCYT'yOUTH TeUeHUre Majbad-
copbriuu. Peske lekapCTBEHHBIN TAHKPEATUT BhI3bI-
BAIOT SPUTPOMUIIUH U e TPUAKCOH (YPOBEHb TOKAa-
sarenbHOCcTH B 1 C).

IIlpu BbIABJIEHUU y pPebeHKA IePCUCTEHIIUU
BUPYCOB ceMelicTBa TepIiecoB Iiejiecoo0pasHO pac-
CMOTPETh BONPOC O Ha3HAUEHUUW IIPOTHUBOBUPYC-
HBIX IIpenapaToB (aIlUKJOBUD, BaJaIUKJIOBUD).
Pertienne mpuHUMaeTCA KOJJIETHAIBHO C YYACTHEM
UHQMEKIINOHNCTOB, 'eéMaTOJIOTOB, HMMYHOJIOTOB.

a5 KOppeKIuu MUKPOOUOJOTUUECKUX Hapy-
MeHU# KypcaMu HasHaAYalTCS NPOOMOTHUUECKUe
mpenapaThl ¢ JOKasaHHOU a(h(eKTUBHOCTHIO U 6e3-
omacHoCcThi0. OZHAKO IETAM C TAMKEJION HeHTpoIle-
HUell HagHaueHNte MPOOMOTUKOB MIPOTUBOIOKA3aHO.

IIpu BBLIABJIEHWM [ATOJOTUU IEUYEHU B BUIE
CUHAPOMOB IIMTOJIM3a U XOJIecTasa Has3HAYalTCHd
mpernapaTsl ypcoge3okcuxoseBoi KucaoTsl (Y IXK)
B mo3e 10—30 Mr/Kr/CcyT IIUTEILHBIMU KyPCaAMU.

Has npenynpeskaenuss popMupoBanus Guopo-
3a U YJAyYIIeHUsS OMOXMMHUUYECKUX IIOKasaTesei
MeueHd B ciyyae KJIMHUYECKON HeoO0XOIUMOCTH
MOoKa3aHO HasHaueHHe aJeMeTHOHWHa. Bompoc o
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95/

HasHAUeHUU aJeMeTHOHWHA pellaeTcs uepes KOH-
CUJINYM WJIV IIPU PaspelieHuy JOKAJIbLHOTO STHUe-
CKOT'0 KOMHUTeTa IIpu NHGOPMUPOBAHHOM COTJIACUU
ponutesneii. PekoMeHayeMble KypChl Has3HAUEHUS
mersaM — 2 pasa B rog no 10 mHbeKInii BHYTPUBEHHO
KarlleJIbHO B IepBoit mosioBuHe AHA. [letam go 10 kr
Haguayaercsa 50—100 mr/cyT, or 10 mo 20 kr — 100—
200 mr/cyr, Boime 20 kr — 200—400 mr/cyT [21].

C 11e1b10 KOPPEKIIUY MEeTab0oJINUeCKUX HapyIie-
HUH, YIYUYIIeHUs JUIUIHOTO U YIJIEBOAHOTO o0Me-
Ha nanuentam c¢ CIIII] masznavaercsa L-KapHUTHH.
Herssm B Bo3pacTe m0 3 JIeT PEeKUM AO3UPOBAHUS
yCTaHaBJIMBAIOT WHAWBUAYyadbHO. [ertsam ot 3 mo
6 1er — 100—300 mr/cyT, B Bo3pacte oT 6 no 12 ser
— 400-500 mr/cyr. Kypc sneueHusa — He MeHee
1 mecana.

BakunuHOonpoduirakTuka

BoabmuacTBo mnamuenToB c¢ CIII wumeror
UHTAKTHBIe KOMIIOHEHTHI chmernuGuIecKoro
UMMYHUTETa, YTO II03BOJIAET UM BBIPabaTHIBATH
HOPMAaJIbHBINT YPOBEHBb IIOCTBAKIIMHAJIBHBIX AHTHU-
TeJl, B CBA3U C UYeM a0COJIIOTHBIX IIPOTHUBOIIOKA3a-
HUH i IPOBeleHus BaKIMHAIMU HeT. PeleHue
O TPOBEJEHUMW BaKIMHAIMU IPUHUMAET reMarTo-
JIOT COBMECTHO C MMMYHOJIOTOM B KaKIOM cJydae
UHAWBUAYAIbHO (MHIMBUAYAJIBHBIN rpaduK Bak-
nuHanuu). Ciemyer OTMETHUTH, YTO OCTpPhIe 3a60-

JeBaHUS U 000CTpeHre XPOHNUYECKUX 3a00JieBaHmit
ABJSAIOTCA 000CHOBAHMEM JJisi BPEMEHHOI'O OTBOJA
OT BAKIIMHONPOPUIAKTUKY 10 MEIUITNHCKIM II0KAa-
saguaM. [Ipu mpoBefeHUM BaKIMHAIIUKU CJIEAyeT
OTAABaTh MPEAIIOUTeHe NHAKTUBUPOBAHHLIM BaK-
IUHAM.

IIpornos

CII oTHOCUTCA K HEUBJIEUNMBIM 3a00JIeBaHY-
AM, IIOSTOMY IAIMEHThI HYMKAAIOTCSA B HEIPePBIB-
HOM Tepanuy 1 aKTUBHOM AMCIIAHCEPHOM HabJIome-
HUU B TeueHue Bceill :xusHu. Ilocae ycTaHOBIEHUA
I1arfo3a, KOPpeKIinyu HyTPUTUBHOTO CTaATyCa, IIO/I-
6opa I03bI (DEPMEHTHBIX IIperapaToB M IperapaTa
I'-KC® mnamumeHT Iepenaercsa IIOJ AUCIIAHCEPHOE
HaOJOeHNe MeanuaTpa, reMaTojiora U racTPOIHTe-
poJiora 1o MecTy »KUTeJIbLCTBA.

®@akTOphl, BIAMUAIOIINE Ha IIPOTHO3 3aboJeBa-
HUs: CBOEBPEMEeHHAs AUaTrHOCTHUKA; 00pas KU3HU;
PEeKUM IUTAHUA; KAUECTBO IIPOBOAMMON Tepalunu;
peryaspHoOCTh HaOJJIOJeHNi; KOMILJIAeHTHOCTh
MeXKJIy BpauoM M IIAIlMeHTOM; IPOPUIaKTUKA U
CBOEBpPEMEHHOE JieueHNe BUPYCHBIX, OAKTepUasb-
HBIX ¥ I'PUOKOBBIX NHQPEKIINI 1 reMaTOJIOTUUECKIX
OCJIO;KHEHUI.

Kongaukxm unmepecoé: asmopuvl. coobwuru 00
omcymcemeuu KOHPLUKMa UHMepecos.

Jluteparypa

1. Shwachman, H, Diamond LK, Oski FA, Khaw KT.
The syndrome of pancreatic insufficiency and bone marrow
dysfunction. J. Pediatr. 1964; 65: 645-663.

2. Ginzberg, H, Shin J, Ellis L, et al. Shwachman syndrome:
phenotypic manifestations of sibling sets and isolated cases in a
large patient cohort are similar. J. Pediatr. 1999, 135: 81-88.

3. Goobie S, Popovic M, Morrison o, et al. Shwachman—
Diamond syndrome with exocrine pancreatic dysfunction
and bone marrow failure maps to the centromeric region of
chromosome 7. Am. J. Hum. Genet. 2001; 68: 1048—-1054.

4. Boocock, GR, Morrison JA, Popovic M, et al. Mutations
in SBDS are associated with Shwachman—Diamond syndrome.
Nat. Genet. 2003; 33: 97-101.

5. Steele L, Rommens JM, Stockley T, Baskin B, Ray PN.
De Novo Mutations Causing Shwachman—Diamond Syndrome
and a Founder Mutation in SBDS in the French Canadian
Population. J. Investig. Genomics. 2014; 1 (2): 00008.

6. Yigal Dror, Jean Donadieu, Jutta Koglmeier, et al.
Draft consensus guidelines for diagnosis and treatment of
Shwachman—Diamond syndrome Ann. N.Y. Acad. Sci. 2011;
1242: 40-55.

7. Austin KM, Leary RJ, Shimamura A. The Shwachman—
Diamond SBDS protein localizes to the nucleolus. Blood 2005;
106: 1253-1258.

8. Austin KM, Gupta ML, Coats SA, et al. Mitotic spindle
destabilization and genomic instability in Shwachman—Diamond
syndrome. J. Clin. Invest. 2008; 118: 1511-1518.

9. Cipolli M, D’Orazio C, Delmarco A, et al. Shwachman’s
syndrome: pathomorphosis and long-term outcome. J. Pediatr.
Gastroenterol. Nutr. 1999; 29: 265—-272.

10. Mack DR, Forstner GG, Wilschanski M, et al.
Shwachman syndrome: exocrine pancreatic dysfunction and
variable phenotypic expression. Gastroenterology. 1996; 111:
1593-1602.

11. Cipolli M, D’Orazio C, Delmarco A, et al. Shwachman’s
syndrome: pathomorphosis and long-term outcome. J. Pediatr.
Gastroenterol. Nutr. 1999; 29: 265—-272.

Final_25.11.indd 186

12. Maki M, Sorto A, Hallstrom O, et al. Hepatic
dysfunction and dysgammaglobulinaemia in Shwachman—
Diamond syndrome. Arch. Dis. Child. 1978; 53: 693—-694.

13. Aggett PJ, Cavanagh NP, Matthew DdJ, et al.
Shwachman’s syndrome. A review of 21 cases. Arch. Dis. Child.
1980; 55: 331-347.

14.SmithOP,HannIM,ChessellsJM,etal. Haematological
abnormalities in Shwachman—Diamond syndrome. Br. J. Hae-
matol. 1996; 94: 279-284.

15. Lesesve JF, Dugue F, Gregoire M, et al. Shwachman—
Diamond syndrome with lateonset neutropenia and fatal acute
myeloid leukaemia without maturation: a case report. Eur. J.
Haematol. 2003; 71: 393—-395.

16. DrorY, Durie P, Ginzberg H, et al. Clonal evolution in
marrows of patients with Shwachman—Diamond syndrome: a
prospective 5-year follow-up study. Exp. Hematol. 2002; 30:
659-669.

17. Makitie O, Ellis L, Durie PR, et al. Skeletal phenotype
in patients with Shwachman—Diamond syndrome and mutations
in SBDS. Clin. Genet. 2004; 65: 101-112.

18. Ionewyx JI.A., ITuikoe M.H., Ocmanoe H.M. Pen-
KHe BPOKJIEHHBbIe B3a00JieBaHUA MOMIKEJYyJOUHON JKeJsie3bl.
Poccuiickuii BeCTHUK mepuHaTojoruum m mepuarpuu. 2012; 3:
74-80.

19. Sinaasappel M, Stem M, Littlewood J, Wolfe
S, Steinkamp G, Hiejerman HGM, et al. Consensus Report
Nutrition in patients with cystic fibrosis: a European Consensus.
Journal of Cystic Fibrosis. 2002; 1: 561-75.

20. Borowitz D, Robinson KA, Rosenfeld M, et al. Cystic
Fibrosis Foundation evidence-based guidelines for management
of infants with cystic fibrosis. J. Pediatr. 2009; 155: S73— S93.

21. Hnamosea M.I'., Punozenosa H.A., Illymunos II.B.,
Myxuna IO.I'., Yybaposa A.H. TakTuka Bpada-nefuaTpa B AHa-
THOCTHKE U BeJleHuu aereii ¢ cuagpomom [IIBaxmana—JlaiimoHga.
Kivnuueckas ¥ HEOTJIOMKHAsS MeJUATPUSA: HOBOCTH, MHEHW,
obyuennme. 2016; 1: 51-57.

25.11.2016 14:12:20



