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CnoXHocT B anarHoctuke cubapoma Lisaxmana—[laiimonna
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OnucaH cnyvain cnHgpoma LBaxmoHa-[laiMoHAa C TUNMYHBIMY NPOABNEHNAMN JaHHOTO 3aboneBaHnA (KOCTHbIMY, KMLLey-
HbIMU, FeMaTONOrMYecKMI), ANarHOCTMPOBAHHbIN B paHHeM BO3pacTe. ABTOPbI MoJaratoT, YTo akTUBHOE BHEAPEHME B 00yya-
loLLye NPOrpamMmbl, B TOM YMC/ie NOCIEANMIIOMHON NOATOTOBKY, AUCLMMAMHBI MO opdaHHbIM 6oNe3HAM ¢ GopMUpOoBaH/EM
MEXANCUMNIMHAPHOIO AMArHOCTUYECKOTO 1 JIe4eGHOro NoAxXoAoB — HacyLHaA HeOOXOAMMOCTb NOATOTOBKU COBPEMEHHOTO
cneymanncTa B obnactvi negmaTpuu.
Knioyesbie cnosa: cuHopom LLisaxmaHa-/]alimoHda, yriempassykogoe uccriedosaHue nooxenyo0oyHoU xenesbl,
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Difficulties in the diagnosis of Shwachman—Diamond syndrome
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Summary: A case of Shwachman-Diamond syndrome with typicl symptoms of this disease (bone, intestinal, hematological)
diagnosed in at an early age is described. Authors believe that the mainstreaming of discipline on orphan diseases with inter-
disciplinary diagnostic and medical approaches in training programs including post-graduate training is a compelling need to
train a modern professional in the field of pediatrics.
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Cunppowm IllBaxmana-/laiiMOH[Ja — ayTOCOMHO-pelLec-
CUBHOe 3a00/IeBaHMe, XapaKTepusylolleecss HefloCTaTOq-
HOCTBIO 9K30KPYHHOI QYHKIINY ITOJKETYTOYHO >Ke/le3bl
U HEJIOCTaTOYHOCTBIO KOCTHOTO MO3Ta, 9aCTO aCCOLMMPO-
BaHHOE C KOCTHBIMY aHOMAJIMAMMY U 3a/IeP>KKOJI HepBHO-
ICUXUYECKOTO pa3BUTHA. DTO 3aboyeBaHue, KaK BPO-
K/IEHHYIO TMITIOTIa31I0 TIOfIKETyLOYHOM KeTIe3bl, BIIepBbIe
omucany B Mae 1964 r. M. Bodian et al. [1]. B Hos6pe Toro
e ropa H. Shwachman u L.K. Diamond oxapakrepuso-
Ba/IM €T0 KaK CHHAPOM 3K30KPMHHON HelOCTaTOYHOCTH
HOJPKETYIOYHON XKeJle3bl ¢ AUCHYHKIMEN KOCTHOTO MO3Ta
[2, 3]. OrkpbiTne rena SBDS B 2003 . [4] mpuserno x usme-
HEHMIO IMaTHOCTUYECKUX KpuTepues cuHapoma, n JJHK-
IVarHOCTVIKA NO3BOIACT CETONHS BepUPUIPOBATb 9TO
3aboseBaHMe elle 10 GOPMUPOBAHUA €TO Pa3BepHYTOI
KJIMHMYEeCKOI KapTuHbl. MyTanuu resa SBDS saTparu-
BAIOT IIMPOKUII CIIEKTP OPTaHOB U CUCTEM, U B IIEPBYIO

ouepesib aCCOLUMMPOBAHBI C HELOCTATOYHOCTHIO KOCTHOTO
MO3ra, HapyIlleHeM 9K30KpMHHOI (QyHKIMI OmKeny-
TOYHOII XKe/le3bl U HeIPpaBMIbHBIM Pa3BUTHEM CKe/leTa,
a TaK>Ke C BO3MOYXKHBIM ITOpPayKeHVeM TIe4eH !, II04eK, 3y00B,
MO3ra ¥ MMMYHHOI CUCTEeMBI, IIPeJpacoI0oKeHHOCTDIO
K MUeTOAVICIIZIACTUYECKOMY CHIPOMY U HeJIpOKOTHUTHB-
HBIM paccTpoiictBaM. Yacrtora 3a60eBaHMsI COCTABIISAET
1:76 000 [3]. Xotsa cunpgpom llIBaxmana—[laiMoHza cun-
TaeTcs 3a60/1eBaHMEM C Ay TOCOMHO-PELIeCCUBHBIM THUIIOM
HacJIeJOBaHMsl, 3aperucTpupoBaHo B 1,7 pasa 6onbiie
MALMEHTOB MY>KCKOTO II0J1a, YeM )KEHCKOTO [5, 6].

SBHBIE cuMniTOMBI cuHApoMa llIBaxmana-]laiMOH[a,
KaK IPaBUIO, 0OHAPY)XMBAIOTCSA B 5-6-MeCSIIHOM BO3pa-
CTe, IOCJIe HavyajIa MpuKopMa. [1epBbiit cuMnTom — nuapes,
IJIsL KOTOPOJI XapaKTepHO 3HAYMTeIbHOe yBeIudeHue
IOV XXMpa B KaJToBbIX Maccax (cteatopest). Ha atom done
y pebeHKa CHU>KAeTCsI allleTNT, HOSAB/SETCS METEOPU3M
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(IpM3HAKM HEZOCTATOYHOCTY SK30KPUHHOM PyHKINU
HOJKeTYLOYHOI >Kene3bl). [IoMIMO 9TOr0, BBIABIIAIOTCS
SHAOKPUMHHBIE HAPYIIEHN, PE3Y/IbTATOM KOTOPBIX BIIO-
CIIEACTBUM CTAHOBUTCSA HU3KOPOCIOCTH. IlocTeneHHO
pasBuBaeTcs AUCTPOdUS KOCTHOI TKaHN, 3a[IeP>KIBAETCS
¢dusnyeckoe 1 nCUXUYECKoe pasBuTHe pedeHka. B 607b-
HMIMHCTBE CIy4aeB pernCTpupyeTcs gedopManys KocTell,
CONPOBOXKTAOMAACA OeCIIPUYMHHBIMU IiepeioMamu [6].
ITpuBopgUM cOO6CTBEHHOE HAOIIOICHNE.

Manpunk P. poguncst 8 mae 2017 . oT BTopoit 6epeMeHHOCTHI
U BTOPBIX pofioB. CeMelfHbIiI aHaMHe3 OTATOLIeH OPOHXMATbHO
acTMoit (MaTh), OHHOCTOPOHHEI! PaclIle/INHOI ClleBa BepXHel IyObI,
TBEPJIOTO U MATKOTO Heba ¢ OllepaTHMBHOIN KOppeKiuei (oTer).
HacTosuas 6epeMeHHOCTb IIPOTeKaa ¢ YIPpo30il IpepbIBaHNA
B T€YEHME BCETO CPOKaA, Ha 24-25-11 u Ha 33-34-i1 Hefle/IAX IPOBO-
IVIach IPOQIIIAKTHKA IPEeXAeBPEMEHHBIX POJIOB (leKcaMeTa30HOM
o cxeme). IIpu ynbTpa3ByKoBOM CKpMHUHTe Ha 20-21-i1 Hepmene
6epeMeHHOCTH BbIsABIEHA [BYXCTOPOHHA CKBO3HAs paclie/lHa
BepxHeit Iy0Obl 1 TBepHoro Heba. Ponsl B cpok, B 37-38 Hexenb, cO
crumynAuueit. Macca npu poxpaenun 2380 1, pocT 47 cM, olLleHKa
o 1kane Amrap — 8-9 6anos.

C mepBBIX YacOB JKM3HM BCKAPM/IMBAHYE BBIIIOMHANOCH Yepe3
Ha30racTPajbHbIN 30H]I, C TPETbUX CYTOK — Y€pes3 30H[ U OpPTO-
TOHTMYECKYIO COCKY cMecblo «IIpeHyTpunon». 3aTeM, B CBA3NU
C KMIIEYHOI AycHencyeit (4acThlit pasKMKeHHbI CTYI 10 5-6
pa3s B CYyTKHU) ¥ 6eCIIOKOICTBOM, pe6eHOK IepeBeieH Ha CMeCh
«Cumumak-Heouryp», mocje 4ero craa 0OMIbHO CPbITMBATD U ObLT
TOCHUTANIU3UPOBAH B TPYAHOE OTHe/NeHME C aCIUPALMOHHBIM
cuappomoM. Ha dore anTrOaKTepUTaIbHOM Tepanuy (IIeHNIININI-
HOBBIII Psifi) OTME4eHO fa/IbHellllee Xy AleHye CTya (passKinKeH-
HBIJ1, y4YallleHHbIi, 1o 10-12 pa3s B CyTKI/I), KUIlIeYyHble KOonmuku. V3
KaJIa BBICEAHBI KJIeOCHeNIbl. B mocenyomeM, HeCMOTPs Ha CMeHY
cMeceli ¥ Tepanuio fuc6uo3a, 3¢ deKra He IOTYyIeHO, yIyIlIeHNe
KJIMHMYECKON CUTYalluy IPOM3OUUIO Ha (OHe ImpueMa KpeoHa
(10 ToIC. El B cyTKNM).

ITpn noxroroBke K Xenonnactuke (B Bospacre 3,5 Mecsna)
B 6JIOXJIMMYeCKOM aHaJIM3e KPOBY BIIEPBbIE ONpefle/ieHbl OBBIIIEH-
Hble YPOBHM TpaHCaMIHa3: alaHMHaMMHOTpaHcdepasa — 270 En/i,
acrmapraraMuHOoTpaHcdepasa — 250 Ex/n. Ilpu goobcnenoBanum
YCTaHOBJIEH JMAaTHO3 IOCTaHATA/IbHOI LIMTOMEraIOBUPYCHOM UH-
dexuun ¢ mopaxxeH1eM IedeHn (FelaTUT CPelHel CTeleHN aK-
TUBHOCTH), JIETKUX (ITHeBMOHMA CPefHell CTeIIeHN TSXKeCTH C ac-
MIMPALIOHHBIM KOMIIOHEHTOM U JIbIXaTeNbHOM HEJOCTaTOYHOCTHIO
IT cT.). PEHTTEHOCKOIIMYECKY OIpefieieH TacTpoa3odareanbHblil
pedriokc 4-it crenenu (IIpy OTCYTCTBUM SHAOCKOIMYECKUX U3Me-
Henuit). [Tocre 2-HepenmbHOro Kypca «L]iuMeBeHa» pe6eHOK BBIIIMCAH
C yIy4llleHMeM COCTOSHMA U YMEHbIIEHNEM IIPU3HAKOB IIMTONM3A
(amanmHamuHOTpaHcdepasa — 141 Exn/n, acmapTaraMMHOTpaH-
cepasa — 108 Exn/m). OnHako Yepes ABe HeLeNMN, TPV OTCYTCTBUN
CepONOrMYeCKUX ¥ BUPYCONIOTMYECKMX NMPU3HAKOB aKTUBHOCTH
LMTOMETa/IOBUPYCHOI MHEKINY, YPOBEHb TPaHCAaMMHa3 CHOBA
nioBbicuicst (o 205 u 180 En/n, cootBetcTBenHO). Ha dhoHe Teparnvn
YPCOM€30KCUXO0/IEBON KIC/IOTOM MPU3HAKM IIUTONMN3a YMEHBIIMINACDH
IO YMepeHHBIX 3Ha4eHNIT, 1 ObUIa MpoBefieHa paHee 3aIlIaHNpPO-
BaHHaA xelinomnactuka. [locneonepanoHHbIi MEpUOf, IPOTEKa
YHOBIETBOPUTEIbHO, HO K MOMEHTY BBIIMCKM OIATH 3aperucTpu-
POBaH MOAbEM COfiepXKaHNUA B KPOBYU a/laHMHAMUHOTpaHCdepasbl
(252 En/m) n acnapraramuHorpancdepasst (231 En/m), ctyn yua-
ctunca fo 10 pas B neHb.

[Tpu moctynnennn B MyabMOHONOTMYECKOE OTAenenue Vp-
KYTCKOI1 00/TaCTHOI JIeTCKON KIIMHUYECKOil OONbHUIBI COCTOSHIUE

pebeHka TspKernoe, 6eCIIOKOIICTBO, AIIETUT CHIDKEH, 0OMIBHOE CPBI-
TMBaHMe N0C/Ie KOpMIIeHN (JI0 OTIOBUHBI 00'beMa ChefieHHO TN,
BJIXHBIN Kamenb. Co3HaHue scHoe. Pu3idecKoe pa3BuUTHe HU3KOE,
JMCTapMOHIYHOE, TEJIOCTIOKEHME IPABUIbHOE, KOHCTUTYLMA acTe-
HIf9ecKast, HOIKOXXHO-KIPOBast K/IeT4aTKa pa3BuTa cnabo. O6Hapy-
JKVMBAJIVIChb MHOXKECTBEHHBIE CTUTMBbI JUCIMOpHOreHe3a, 06/IbICeH e
3aTbI/IKa, ONIpeeNsnach pacienuta TBepporo Heba. Ilanpnmposa-
JINCh OFVIHOYHBIE MOJ{YETIOCTHDIE /IMMpaTIyecKue y3Ibl pa3MepoM
oko7o 0,3 cM, OKpyI/Ible, 6e300/Ie3HEHHBIE, HEe CIIasHHbIE C KOXKeil
U OKpy>KalolyMy TKaHAMM. OTMedeHa 3aiep>KKa pocTa TpyOUyaThbIX
KOCTel1: yKOpOUYeHMe KOHEYHOCTEN, yMEHbIIIEHE B pasMepax IPyIHON
KIeTKM (CycTaBbl He M3MEHEHDL, IBVYDKEHNMS B HUX B IIOTTHOM 00be-
Me). MblIIIeYHbliT TOHYC JOCTaTOYHBIN. [py/aHast K/leTKa yMeHblleHa
B pasMepax, ¢ KuieBUaHOI fepopmanueii (borbiue cnesa). Hocooe
TbIXaHye 3aTPYAHEHO, OTEIAEMOTrO 113 HOCOBBIX XOZIOB HeT. JIbixaHue
IIYMHOE, C y9aCTHEM BCIIOMOTaTe/IbHON MYCKY/IATypbl (TaXMITHOA 10
50-56 B MVH., AMCTaHLIMOHHbIE Xpybl). ITanbmanys rpyHoi KneTKu
6e360/1e3HEHHA, IEPKYTOPHO — KOPOOOYHDII 3BYK. AYCKY/IbTaTUBHO —
IbIXaHJe PaBHOMEPHO 0C/abeHo, BBIJOX Y/IMHEH, Macca CyXMX
PacCesHHBIX U BIOXHBIX pa3HOKanubepHbIX xpumoB. Haceienne
apTepuanbHON KpoBu Kucnopopom 95 %. IlepxyTopHble rpaHuIibI
cepplia B IIpefieNiax HOPMbI, ayCKy/IbTaTUBHO — TOHBI ACHbBIE, PUTMIY-
Hble. YacToTa cephedHbIX COKpalleHnit 136 B MUH. ApTepuaibHOe
masienue 85/50 MM pT. CT. SI3bIK CBOOOJIEH OT HajleTa, BIaXKHBIIL.
JKuBoT oxpyri1oit popMbl MATKMIL, 6€300/1e3HEHHDIIT BO BCEX OTHENAX,
HeCKO/IbKO B3y T. [TeyeHb Ha 3 CM BBICTYIIAET U3-1I0J Kpasi peGepHOI
OyTu, CTyI — KalreoOpasHblil, MHOTAA >KUPHBIN, 10 8 pas B CYTKIU.

ITpu aHanMM3e BHIMCOK U3 MEAMIIMHCKOI JOKyMeHTaIm obpa-
Ia/my Ha ce6s1 BHMMaHMe OTCYTCTBIE OIMCAHNIT pa3MepOB IOfKe-
JIYZIOYHOI >Ke/le3bl IIPU YIbTPa3BYKOBOM JCCNIEOBAHNM OPTaHOB
OPIOIIHOI TTOJIOCTY M3-32 BBIPAXKEHHOTO METEOpM3Ma, a Takxke
M3MEHEHNA CO CTOPOHBI KPOBY B BUJI€ TPAaHY/IOLIMTOIIEHM U OIIpe-
IeleHue C TPETbero MecsIia XXM3HY B KOIporpaMme 60JIbIIoi JOmu
HelITpa/IbHOrO >Kupa. IToce HOAroTOBKY (9CIyMu3aH, cOpOeHTbI)
TIOfDKeNTyfOYHAs XKenme3a OblIa yIbTpacoHOrpaduuecKu BU3yannu-
3MpOBaHa: KOHTYPbI YeTKIE, 9XOTeHHOCTDb An¢y3HO MOBBILIEHA,
PpasMepbl HIKe BO3PAaCTHOM HOPMBI (romoska — 0,5 cM, Teno - 0,5 cm,
xBOCT He 60o71ee 0,5 cM). TakoKe OIpeensich 04aroBblie M3MEeHEHs
IIAPEHXVIMBI ITe4eHY (BEPOATHO, yIaCTKMU KUPOBOI MHWIBTPALINN).

ITo pesynbpraTaM APyrUx o6CIeIOBaHMUIT: CyMMapHBIe 9/IEKTPO-
7NTHI OoTa 35 MMOnb/1 (HopMa 0-60 MMOJIB/TT), KOHILIeHTpalus
X710pa B IOTe — 14 M3KB/1 (HopMa 10 40 M9KB/T), TaHKpeaTIIecKas
anmacrasa kama — 13,87 mMxr/r (Hopma 6omee 200 mxr/r). [Ipn THK-
AMArHOCTVKe Ha BOceMb Ooree JacThIx MyTauuii B rene CFTR my-
TAIUit He 0OHAPYKEHO, MyKOBUCLIM/03 MICK/TIOUEeH. B K/IMHIYecKOM
aHanu3e KpoBM ¢ M0HA 2017 I. — TeHAEHUMA K TPaHy/TIOLUTOIIEHUN.
B uMMyHOrpaMMe oIpefie/ieHO CHIDKeHMe YPOBHs (aronuTos,
KOJIM4eCTBO aKTUBMPOBaHHBIX T-mMdorutos u B-mumdonuros
HaXO[IM/IOCh Ha HMYKHEI I'PaHN1le HOPMBIL.

VuureiBas HaaM4yMe KOCTHBIX AaHOMAJINIL, CMHPOMa Manbat-
copbunu (creatopest 1-ro TuIa), TUMOIIA3UY IOMKETYLOUHOI
JKere3bl M MMMYHHBIX HapylueHuit Opla 3anofo3peHa 60mesHp
IBaxmana-/lajiMoHfia. B mocnepyiomemM 1pyu reHeTYeCKOM aHa-
nu3e kposu pebenka B HMUI] rematonoruy (r. MocKBa) BbIsIBTIEHbI
MyTallUM, XapaKTepHble I JaHHOTO CUHApPOMa. B manpHeiimem
pebenox mpokoHcynsTuposa B IJb um. @umarosa (r. Mocksa)
pou. Vimarosoit M.I' 1 mofgTBep>KIeH AMarHos:

OcrosHoe 3a6onesanue. Curapom IlIBaxmana-JaitMoHza (reHe-
TUYECKU BepUPUIIMPOBAH) C TSKENON S9K30KPUHHOI HEJOCTATOYHO-
CTBIO TIOIKETYJOYHOI >Ke/Ie3bl, IePCUCTUPYIOIEN HENTPOIIEHNEN,
CHH/IPOMOM LMTONN3A, PACIIENNHON TBEPLOrO 1 MITKOro Heba
(cocTosiHME ITOCTIE OIepaTMBHOM KOPPEKIUN).
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Conymcmeytoujue 3a60n1e6anus. PeluanBUpyomuit GpOHXNT,
TSDKEJIBIIL, ¢ OPOHX00O6CTPYKTUBHBIM CUHAPOMOM, 060CTpeHue,
IbIXaTe/IbHas HeTOCTATOYHOCTD I cT. [I0CTIHEBMOHIYECKUIT ITHEB-
Mo¢pubpos. TactpoasodareanbHbiil peIoKe 4 CT. ¢ CUHAPOMOM
XPOHMYECKOJ MUKPOACIMpalyuy. BposkieHHas [BYXCTOPOHHAA
CKBO3Has pacllje/lHa BepXHeli ryObl 3a creneHy 1 Heb6a. Onepanmu:
IepBMYHAA IBYXCTOPOHHAA pMUHOXeitomnactuka (23.11.2017 r.);
racTuka Msarkoro Heba (20.03.2018 r.). Suuedanonarvst IUIIOKCH-
JeCKI-UIIeMIYeCKOTO TeHe3a HeOHATaTbHOTrO MEePUOfa, 3afiepKKa
KpyIHoI MoTopMKN. [acTpoasodareanpHas pedIioKcHasa 60Ne3Hb.
BenkoBo-3HepreTiyecKas HETOCTATOYHOCTD 2 CT. Ha (POHE OCHOB-
HOTO 3a00/IeBaHMIAL.

Ha MoMeHT HanmmcaHusi cTaTby BO3pacT pebeHka 1 rop 10
Mecs1es, Bec — 9300 1, pocT - 78 cM. HaxonuTcsa Ha MOCTOAHHON
3aMeCTUTENbHON (PepMeHTATUBHON (KPeOoH) ¥ CHHAPOMAaIbHO
TepaImy, YTO TpebyeT He TONbKO JMHAMIYECKOTO KOHTPOIA U KOp-
PEKIIMM JIeYeHN s, HO ¥ KOMIIJIEKCHOTO HaO/TIOfleHNA LIe/IbIM PSAZIOM
criennamicToB. COCTOSHME B LIe/IOM CTaOMIIbHOE, MHTEpeceH QaKT
YMEPEHHOTO POCTa IOKEeTYFOUHOI XKeJlesbl B AVHAMIUKE 0 Y/Ib-
TPa3BYKOBBIM [JaHHBIM, YTO [O3BOJISIET HAfIeATbCS Ha BO3MOXKHYIO
CYOKOMIIEHCAIIMIO COCTOSIHUA B OMIVDKAIIIINE TOTBI.

Hacroamuit KTMHNYeCKuit Cny4dail MHTEpECeH MaHMu-
decToM cuMnToMaTUKM QaKTUYECKN BO BHYTPUYTPOO-
HOM IIepuofie C HapacTaHMeM KINHUYeCKUX IPU3HAKOB
cunppoma llIBaxmana—JlaiiMoOH/Ia MOC/Ie poXXaeHu. B 3a-
K/II0YeHIe CJIefyeT OTMETUTD, YTO BHeApeHNe B o0yda-
IolIYe IPOTPaMMBbl, B TOM YNCTIe IIOCTEAUIIOMHON HOJ-
TOTOBKY, JYICUVIIIVHBI II0 Op(aHHBIM 601e3HAM ¢ $op-
MMPOBaHVeM MeXUCHVIDIVHAPHOTO JUArHOCTUYECKOTO
U 7Ie4eOHOTo MOJAXOJ0B — HacCyIIHasg HeoOXOQUMOCTD
HOJTOTOBKM COBPEMEHHOIO CIIeLMaNNCTa B 00/IacTH
neguatpun [3].

Kongnuxm unmepecos: asmopui Oekniapupyom omcymcm-
guUe ABHLIX U NOMEHYUATLHBIX KOHPAUKINOS UHIMEPeCcos,
CBA3AMHBIX ¢ NYONUKAYUET HACMOAWeTE CIAmMbU.
Hcmounuk punancupoanus: asmopul 3as6/a10m o PuHaH-
CUPOBAHUU NPOBEOEHH020 UCCTIE008AHUS U3 COOCTNBEHHBIX
cpedcma.
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