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AHHOTaI M

CunppoMm IllBaxmana-Haiimonza (CILIZI, SDS) — peaxkoe My/nbBTUCHCTEMHOE ayTOCOMHO-PELeCCUBHO HacjefyeMoe
3abo/ieBaHMe, OTHOCsIeecss K puOOCOMONATHSM U TIPOSIBJISIIOIIeeCss KOCTHOMO3TOBOM AuUC(YHKUIMeH, aHOMAaIUsIMA Pa3BUTHS
KOCTHOM CHUCTeMBl M 5K30KPMHHOM HEJOCTaTOYHOCTBIO TIO[pKemyAOodHOH >kese3bl. CuMmTOMamy 3a0osieBaHUs SIBIISIFOTCS
JleTpecCHuy KIeTOUHbIX JIMHUK AvddepeHpoBKY, Auddy3Hass 0CTeOTeHHs], CHIDKEHHBI MBIIIeUHBI TOHYC, HeJOCTaTOK
MUILeBapyUTe/bHbIX (epMEHTOB, a TaK)Ke HeHMPOKOTHHUTHBHBIE paccrpoicTBa. Jlroou ¢ cuHzgpomom IlIBaxmana-/laiiMoHza
VMEIOT TIOBBILIEHHBI PUCK Pa3BUTHSI MHUEJIOAUCIIIACTUYECKOTO CHHJpOMAa C JasbHeiineid TpaHcdopmaiuell B OCTpBIMA
Muenosieiiko3. 3aboseBaHre BcTpeyaeTcs ¢ yactoTor 1:75 000 u MposB/sieTCsl Y HOBOPOKAEHHBIX UK B TEUEHHE MEPBBIX JIET
JKU3HU.
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Abstract

Schwachman-Daimond syndrome (SDS) is a rare multisystem autosomal recessively inherited disease, a ribosomopathy
that presents with medullary dysfunction, bone abnormalities and exocrine pancreatic insufficiency. Symptoms include
depression of cell lineage differentiation, low muscle tone, osteopenia, lack of digestive enzymes, and neurocognitive
disorders. People with Schwachman-Daimond syndrome have an increased risk of developing myelodysplastic syndrome, with
further transformation into acute myeloleukaemia. The disease has an incidence of 1:75,000 and occurs in newborns or during
the first years of life.
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BBeaenue

B coBpeMeHHOM MHpe YypOBEeHb pa3BUTUsS MEAULIMHCKOM TeHeTUKU T103BOJISIeT YCTAaHOBUTb 3TUOJIOTMI0O MHOTHX
3a00/IeBaHUM, paHee CUMTABIIMXCS WAMONATHUECKUMH, B CBA3M C uUeM BO3PACTaeT aKTyaJbHOCTb BOMPOCA TeHETUYECKUX
Gone3Heli, WX AWArHOCTUKU W JiedeHUs. Takue TaTONIOTMM WMEIOT Pa3Hyl0 YacTOTy BCTPEYaeMOCTH — C OJHUMHU Bpauu
CTaJIKUBAIOTCS PETY/ISPHO, ApyTrUe HabsmoaaoTcs peako. K mocieqHuM 1 OTHOCUTCA CUHIpoM [1IBaxmaHa-/laiiMoH a.

OcHoBHBIe pe3y/bTarhl

2.1. 3Tnonorus

B ochHose Bo3nukHOBenuss CII[ nexur myrauuss B reHax SBDS, DNAJC21, EFL1 v SRP54. SBDS — reH,
JIOKa/IM30BaHHbI B 7 xpomocome (7q11.21), xotopeiii kogupyer SBDS-6enok (Shwachman-Bodian-Diamond syndrome,
cungpom IlIBaxmana-Boavana-/laiiMonza). OH Ha3BaH B yecTh OpuTaHCKOro Bpaua M. BomuaHa v amepuKaHCKUX Bpaueid I.
[IpaxmaHa u JI. [IaiMOH[a, BIiepBble OMUCABLIAX CUMITTOMOKOMIUTEKC B 1964 romy. DTOT GesloK B HEGOIBIIMX KOTHUeCTBaxX
9KCIIPECCUPYETCSl BO BCEX OpraHax M TKAHSIX UeioBeKa, U 0OHAPY>KUBAETCS B K/IETKAX KOCTHOTO MO3ra, KOCTHOM TKaHU U
TIO/IKe/TyZI0UHOH JKefe3bl B HanbosbIieM KonuuecTee. Psimom ¢ renom SBDS pacrionaraercst riceBgored SBDSP (Shwachman-
Bodian-Diamond syndrome protein, Genok cungpoma IlIBaxmaHa-boguaHa-/laliMoH/ia), TOMOJIOTHUHBI Ha 97%, OfHAKO
HecrnocoOHbIN K 00pa30BaHUI0 QyHKLMOHAMBHOTO Oeska u3-3a Jiefieliuii U U3MeHeHUH HYKJ1eoTuI0B. T1pubmusurensHo B 75%
ciyyaeB 3abosieBaHMe BO3HUKAET B pe3y/ibTaTe KOHBEPCUH MEX/Y YKa3aHHbIMU reHamu. OripesiesieHo 3 OCHOBHBIX MaTOTeHHBIX
BapuanTta SBDS B 3k30He 2: 183_184TA > CT, 258+2T > C wu kombuHarus 183_184TA > CT + 258 +2T > C. IlepBbiii u3
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HUX BBOJWUT BHYTPHMpPaMOUHBII CTON-KofoH K62X, a BTopoi HapyllaeT JOHOPCKUM CaMT CIijlaliCHHra UHTPOHA 2. 3a UCTOPHIO
W3y4yeHusi CUHJpOMa He ObUIO WIeHTH(ULIMPOBAHO HU OIHOTO YeJioBeKa, roMo3urorHoro mo 183_184TA > CT [1].

Y 5-10% mnanueHTOB B TIpoliecce TMOJHO3K30MHOTO CEKBEHUPOBaHHS M CeKBeHUpoBaHUs 1o CsHrepy pedekr SBDS
obHapy>XeH He ObLI, B CBSI3W C ueM Obla BBIJBUHYTA TMIOTE3a O CBA3U 3a00/I€BaHMs C TI0JIOMKaMH B Jpyrux reHax. B 2017
rony ObLIO OMy6/IMKOBAaHO MCC/e/IOBaHKe, Kacaroleecs: OuasienbHbIX MyTaruid B reHe DNAJC21 (5p13.2) u oka3biBaroliiee
vx posb B passutum CILJ [2]. dedexr EFL1 (15q25.2) npuBogut K Bo3HMKHOBeHHIo CIII/], Tak kKak OH TpernsTCTByeT
obpasoBaHuto 3penbix pubocom [3]. IMo3gHee BbissBeHO, uto fAedekt SRP54 (14q13.2) Takke BBI3BIBAET COCTOSHHE C
cumrntomarukoii CII/T [4].

Ha ¢wunaneHOM 3Tame mporiecca co3peBanust pubocom 40S u 60S CyObeUHUIIBI BLIXOAAT W3 spa B KJIETOUHYHO
nuroriasMy, rge ¢opmupytor 80S pubocomy [5]. st Toro, utobObl MpesOTBPAaTUTh IIPEXAEBPEMEHHOe COeJUHeHHe
CcyObeaVHMLI, SyKaprHOTHUeCcKui ¢akTop nHurmarmu 6 (elF6) cesasbiBaet 60S. /s ero mocsieyroliero ycrpaneHust Tpedyercs
B3aumozeiicteue SBDS u EFL1, nedektbl KoTopbix npu cuHapome IlIBaxmaHa-/[aiiMOH/IA TIPEMSITCTBYIOT OCBOOOKIEHUIO
60S-cyObeaunuibl. B pesynbrate ¢opmupoBaHue (QYHKIMOHAIbHONW PUOOCOMBI CTAHOBHUTCSI HEBO3MO)KHBIM, HM3-3a UEro
OCTaHaBIMBAKOTCS TPOLiecchl OrocuHTe3a Geska [6].

[okaszaHo, uto fedekt SBDS Tax)ke HeraTBHO B/WSIET Ha SKCIPECCUIO KPUTUYECKHX 'eHOB, YYaCTBYIOLMX B Pa3BUTHH U
(YHKIIMOHMPOBaHUM KOCTHOTO MO3ra, nposvdepaiyu 1 auddepeHIMPOBKe KIeTOK KPOBH, K/I€TOUHOM aare3ud. B mporecce
obcnenoBanus nanuenToB ¢ CII]T 6b110 BbIsSBIEHO CHEDKeHHE KonruecTBa CD34 " KIeTOK, KOTOPbIe OTBEUAKOT 3a CBA3bIBAHHE
CTBOJIOBBIX K/IETOK C BHEK/IETOUHBIM MaTPUKCOM KOCTHOTO MO3ra, B KOCTHOMO3rOBOM acnupare. Takum o0pa3oM, HapylieHue
KOMIIapTMeHTa/Iu3aly K/IeTOK-TIpe/illIeCTBEHHNL] Ha PaHHUX 3Tarax pasBUTHsI OpraHu3Ma BeZET K Jla/lbHelIlleMy pasBUTHUIO
pa3MuHBIX LuTOrNeHWH. [Ipy MccIef0BaHWM THIIOLIE/UTIONSIPHOTO KOCTHOTO MO3ra MaryeHToB OOHApy’KHBaeTCsl >KHpOBast
VH(UIbTpaLYsl, CBU/ETeNbCTBYIOIIas 0 KOCTHOMO3TOBOM HEJOCTaTOUHOCTH, BBbIPKAIOLIeNHCcs: B JerpecCMd Kak MMHUMYM
ONHOM JIMHUM K/IeTOUHOM upepeHLMpOBKY: HelTpornenud (abCcomoTHOe KOMM4YecTBO HelTpoduaor <1500/mm?),
TpoMOoLUTONeHMH (KouuecTBo TpomboruToB <150 000/MM®), aHeMuu WM MakpoLuTo3e (C KOHLieHTparjeidl reMoryo61Ha
HIWKe BO3pacTHOW Hopmbl) [7]. Helirporenus Habmogaercss y 88% mauueHTOB M MOXeT OBITh TMepUOAWYECKON WIH
nepcucTupytoiiei. B ucciegoranuu 2005 rozia, 0fHAKO, CBSI3b MeXXAy AedektoM SBDS ¥ pa3BUTHEM I[UTOTIEHUH Y HEKOTOPBIX
naryeHToB Oblia ornpoBepryyTa [8].

ITpu CII[ 3aTparuBaroTcs TeHbl oTBeTa Ha noBpexkaenue JHK [9]. B 2009 roay 6butk uccieioBaHbl TeHbl pUO0COMHBIX
6enkoB nipu CIIII; 27 u3 85 reHoB ObUM ayH-PeryaMpoBaHsbl (7 U3 HUX aCCOLIMHUPOBaHbI C MHTMOMPOBaHWEM aronTo3a). ['eH
RPS27L, oTBeuaroLuii 3a UHAYKLIWIO arlonTo3a, ObUT eZJMHCTBEHHBIM arl-peryiupoBaHHbIM [10].

2.2. KocTHBII MO3T

Kak 1 mpu ocTanbHBIX CHMHAPOMAax HeJOCTaTOYHOCTH KOCTHOTO Mo3ra, rpu cuHzpome IllBaxmana-/laiiMoHza viMeercs
TIOBBIIIEHHbI PUCK DPa3BUTHS MUENOJUCIVIA3UM W MaJWrHU3allid, KOHKpDeTHee — OCTPOr0 MHeJIOreHHOro JelKo3a.
MexaHn3Mbl, TPUBOJAIIME K Pa3BUTHIO OIyXOJIeBOrO Iipollecca, HeW3BeCTHBL. Ilpesmnosiaraercs, 4To XpOMOCOMHast
HecTabWJIBHOCTb MOXKeT IIOCAYXUTh (pakropom pasButuss MJIC, Tak Kak YCKODEHHBIM aronTo3 MOXKET IPHUBOAUTH K
peIUIMKaTUBHOMY CTpeccy Y TOBBIIATh PUCK pa3BUTHs 3/I0KaUeCTBEHHBIX KJIOHOB. BeposTHOCTb pasBUTHSI OCTPOrO
MUeJIOTeHHOTo Jietiko3a y mauueHToB ¢ CIHIJI cocraBnsier 36% B 30 et u yBenmuuuBaercs 10 71% k 50 rogam. SBDS
Cr1oco6CTByeT CTaOUIBHOCTH MUTOTUYECKOTO BepeTeHa W y4YacCTBYeT B PeTy/ISLH PacXOXKJeHUs] XPOMOCOM, TaKUM 00pa3oM,
BBICOKasl 4aCTOTa XPOMOCOMHBIX aHOMa/IMM B KOCTHOM MO3Te MaljMeHTOB YaCTUYHO CBsi3aHa C HapylleHWeM YCTOWYMBOCTH
BepeTeHa Jiesienus [11].

Mopdonoruueckast atunviss B o0pa3njax Haubosee BbIpaKeHa B MHENOWJHOM JIMHUM, T7le BCTPEUAIOTCS 3perible
HeUTpoGUIBI C KOMOWHALIMEH HEMOHOMN sepHON CerMeHTalMy M TUrorpany/saiud. [Ipeobnajaommmu aucMopduuecKUMu
npusHakamMu 1pd  MJIC  sB/SIOTCS TUIIOCETMEHTHMpOBaHHble siipa 1o Tumy Ilenbrepa-Xbio3Ta U BbIpa)keHHast
LUTOIUIaCTUYeCKas TUIOTpaHy/IsILus. Koppemsnuy MeXAy KOAM4YeCTBOM 07acTOB M TSDKECTbIO AWCIVIa3UM  TIpU
MHEJIOIUCII/IACTUYECKOM CHH/IpOMeE He Habmopaetcs [12].

IIpu cungpome IlIBaxmaHa-/laliMOHZA AMCIINA3Usg 3PUTPOUJHOTO pocTKa HeturyHa. 80% marueHnTtoB ot 1 g0 16 set
HMeeT TOBBILIEHHBIM YpoBeHb (eTansHOro remoriobuHa. Bricokuit HbF oTpakaeT CTpeccoBBI reMorio’3 Ha ¢oHe
yckopeHHoro FAS-onocpesoBanHoro anomnTo3sa [13].

Hexkotopsle narpenTs! ¢ CIHI/] 6omee BOCIIPUMMUYMBLI K PeL[UIUBUPYIOIMM BUPYCHBIM, OaKTepHaJbHbIM U IPUOKOBBIM
WH(DEKIUSAM, HarpuMep, K OPOHXOMHEBMOHUM, KOXKHBIM MHQEKIMSAM; K OCTEOMUETUTY BBUAY HEHTPOTEHWH U Jie)eKTHOro
XeMoTaKcuca HeliTpodunoB. HeocTaTouHOCTh XeMOTaKCcHCa 3aK/I0UYaeTcsl B TOM, UTO HEWTPOGUIbL, COXpaHss CIOCOOHOCTb
nepeMeniarbcsi B obmactb HH(eKIUM, He MOIryT 3((EeKTUBHO C/1e/0BaTh JIOKAJBHBIM CHUTHaJaM M  OTC/IEKUBAaTh
MUKpoopranusmel [14]. [Ipyrue ¢akTopsl, 00yc/aBavBaroliyde aHOMAaJUM CTPOEHUS HEUTPOGUIIOB, BK/IHOUAIOT AeheKTb
HeNTPO(QUILHOrO LIUTOCKeseTa M aHOMajbHOe paclipefie/ieHHe peLieliTOpOoB KOHKaHaBa/MHa-A, Bell|eCTBa, IMOBBIIIAOIIEro
aKTHBHOCTh IMMYHHOTO oTBeTa. HecMoTpst Ha 310, MHOTHe nanivedTsl ¢ CIII/T nmeroT f0oCTaTOYHOe KOMM4eCTBO HeHTpo(hMIoB
anisi ¢opmupoBaHust abcrecca mpu uHpekruu. He y Bcex malpeHTOB HabOMOZAeTCs WMMYHOZAe(ULUT; 3TO I03BOJISET
TIPeATIONIOKUTE, UTO Pa3Hble MyTaluu SBDS UMeloT pa3/iMuHble UMMYHOJIOTYecKre (peHOTHUITBI.

2.3. IIumeBapuTe/bHasA CHCTeMa

OK30KpMHHasl TNaHKpeaTWyeckass AUCOYHKUMS — kjaccuueckuil cumnroM CIIIJI, Bo3HuKaroUMi H3-3a HapylleHUs
pa3BUTHs aljHAPHBIX KJIETOK TOJpKeayA0uHoH >keste3bl. [TaTosorus guarHoctupyertcs 6omee ueM y 90% naljieHTOB B IIepBbIi
rofl >KU3HM, a OTCYTCTBHME 3TOTO CHHJDPOMAa He SBJ/ISeTCS TIOKasaHWeM il mepecmorpa auarHosa CIII [15]. Panee
Mpe/inosaranock, uro gedexr SBDS, orpaxatoiuiics Ha Metabonuame PHK, KpuThuecku BIUsieT Ha paHHUE CTa/[UM Pa3BUTHS
aLMHapHBIX KJIETOK, OJHAKO JalbHeHIINe UCCIef0BaHus MOKa3aaM, YTo GyHKLHs 3Toro Geka 3aK/IH04aeTcsl B MOAJepKaHUU
WX (QYHKOUOHWPOBAHWS M TIpeJOTBpAallleHHH WX rubend Ha Oosiee mO3gHMX 3Tanax JuddepeHnypoBkd [16]. Kmetku
5K30KPHHHOM YaCTH MogpykenynouHoi xenessl ipu CLIJT comep)kaT CHUKeHHBIY YPOBEHb MUTOTEHOB, M3-3a Uero Hab/HoaeTcst
OCTaHOBKa KJIETOYHOTO LMK/IA B YCJOBHSX TOBBIIIEHHOM 3KCIPECCHM MHruOWTOpa LUK/IMHOB. Takke MMeeTCs CHIDKeHHe
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akTMBHOCTH MYC — reHa, Kofupytoiiero ¢hakrop TpaHCKpUNLMK Myc, aKTUBHPYIOIIETO 3KCIPECCHIO TPO-TIPOTUQepaTUBHBIX
reHoB. Takum o6pa3oM, Ha CcTaguM SMOPUOHAILHOTO pA3BUTHS TPOMCXOAUT JereHepalusi SK30KPUHHOM YacTH
TaHKpeaTHueCcKow >kesie3bl. KIIMHUYeCKre MpOosiB/IeHUsT BapLUPYIOT OT 3HAuMTe/IbHOM ManbabcopOIuu, cTeaTopeu, CHKEHUS
nprubaBKKW MacChl Tela U OTCTaBaHUsSI B POCTe [0 TMOJHOTO OTCYTCTBUS CUMNTOMOB. HecMoTpst Ha 3To, coctosHue 50%
MaljieHTOB MO)KeT BHEe3altHO V/IYUIIUTHCS K UeTHIPEM TrofiaM >KHU3HU 3a CUET aKTUBALMKM HOPMAa/bHOW IMPOAYKIMM TaKUX
TaHKpeaTnueCcKnx (hepMeHTOB KaK TPUIICKH, KOJIMIa3a v jvrasa. [IprurHel orrcaHHoro eHoOMeHa Hen3BeCTHBI.

Ha KT u MPT nopKesnyjouHast )Kejie3a UMeeT TUIO/IeHCUBHBIM BHEIITHUH BUJI, HAO/IH0aeTCs TTaHKPeaTuyeCKUH JIMIOMAaTo3
[15]. Ha ¥3U 370 uyacTo MpOSIB/ISIETCS] TIOBBIIIIEHUEM 3XOT€HHOCTH TapeHXUMbI. ['MCTOIOrMUecKy BBISIB/ISIIOTCS pacCesiHHbIe
alnMHapHbIe KJIeTKH MO0 MX OTCYTCTBHE, OAHAKO MOPQOJIOrHs MaHKpeaTHWYeCKHWX IPOTOKOB M OCTPOBKOB JlaHrepraHca He
HapyuleHa. PyHKIMOHA/IbHbIE HCC/Ie0BAHUS SK30KPUHHOW (YHKLMM TIOMKeTyJ0YHON >Kejie3bl JeMOHCTPUDYIOT JedeKT
ceKpellid (pepMEHTOB TIPY OTHOCUTETbHOM COXpPaHEeHUH CEeKpellUy 37eKTPOUTOB U JKUAKOCTH. Y HeKOTopbIX mogel ¢ CIII/T
KJIETKY 3K30KPHHHOM YaCTH MOKeTyI0YHOM JKesle3bl UMEeIOT CeKpeT C 3HAUMTeTbHO TOBLIILIEHHOM MPOTea3Hol aKTHBHOCTHIO,
YTO TIPUBOAUT K KX YaCTOMy caMollepeBapUBaHUIO, TIPeATOIOKUTENbHO, u3-3a [Jedekra (HOpMUPOBaHUS BaKyoJseil.
Habnropaercst cuHApOM LuTOM3a ¢ roBbiieHdeM AJIT B 2 u 6oree pa3a, 0cOOeHHO Y fieTell paHHero Bo3pacta [17].

JTroau € 3TUM 3a00/IeBaHMEM HMEIOT BBIPAKEHHYIO CTeaTopero, Ne(UIUT )XUPOPaCTBOPUMBIX BUTAMUHOB U CHW)KEHHYIO
KOHIIeHTparuio mactasel-1 B Kaje (<200 MKr/r). Y MalMeHTOB C HapylleHWeM IepeBapyUBaHUs XXKUPOB OOHAPY)KUBAETCs
HU3Kasi KOHLIEHTpAL[Us TPUICHHOTEHA; TalMeHTbl 0e3 Takoro HapylIeHWs WMEIT HOPMAalbHYH) WM BBICOKYH) €ro
KOHL|eHTpal10. BHe 3aBUCMMOCTH OT Ha/IMuus HapyIleHHOrO TiepeBapyuBaHUs KUPOB, y MaLMeHToB ¢ cuHApoMoM [1IBaxMaHa-
[aliMoHzia Bcex BO3pacToB HaO/ofaeTcss HU3Kas 00Ljasi U MaHKpeaTHueckas: U30aMusIa3Hasl akTUBHOCTh. B CBSI3U € 3TUM Yy
HEKOTOPBIX BBISB/sSeTCS AedeKT n30amusiasbl C/IFOHBI, TIPOAYLIMPYeMOUM OKOJIOYIITHOM >keyie30il. KoHIeHTpaLusi XJI0proB B
CEKpeTe >Kesie3bl HaXOAUTCA B KOPPEeNSALMM C KOHL|eHTpaledl amusasbl, UTO OObSCHSIET IIMPOKHI JUarna30H KOo/JWuecTBa
xy10prZoB y nanuenToB ¢ CHIJI. JTroau ¢ TsDKémeIM e(hHLMTOM alliHApHBIX KJIETOK W HU3KOW KOHLIeHTpaL{ell OKOIOYLTHOM
aMuIas3bl UMEHT BBICOKHE KOHIIEHTPAL[MH XJIOPUIOB M3-3a JeUliTa CeKpeluy KUAKOCTH. Y JIFoJiel ¢ MHTAKTHOU (pyHKIMel
alMHapHBIX K/IeTOK KOHLIeHTpaluy XJI0pU/I0B HaXOAATCS B NpefesiaX HOpMbI. T1aleHTsl ¢ HU3KOM KOHLIeHTpaLyeil X/0pujoB,
obecITeunBaroIX ONTHUMaIBHYIO Cpeay /it paboThl aMrIa3bl, IMEIOT HapylleH!s rlepeBapuBaHus Kpaxmara.

[ToMuMO IIMPOKO OCBelljaeMbIX CHMIITOMOB TIOpaKeHHsl TMomKenyAouHol, cuHzapom IlIBaxmaHa-/laiiMOHZa MOXXET
COTIPOBOXK/ATBCSl APYTMMM HapyLIeHUsiMU paboThl JKemy[ouHO-KUIIIeYHOTO Tpakra. Harpumep, B paHHeM Bo3pacte y
HEKOTOPbIX MAalMeHTOB HaOJI0/JaeTCs reraToMeraysi U MOBbIILEHHbIH YPOBeHb TPaHCAMHUHA3 TMEUeHH, OJHAKO K MATH rofjam
3HauUeHUsi HOPMaJIM3YIOTCs. 3a(pUKCUPOBaHbI Cydad TOBBIIEHHs YPOBHS >KEMUHBIX KHC/IOT, a TakKKe Pa3BUTHE MHUKDOKUCT
neveHy y mnauueHtoB crapiie 30 jer. Tsokénble meuéHouHble HapylleHHs uesoBeka ¢ CIIJI MOryT NposBAATHCS B BHUe
MepPUNOPTAIBHOTO (GUOPO3a, MePUTIOPTATLHOTO MOHOHYK/IEAPHOTO UH(U/ILTpaTa.

OnucaHbl CTyyad POKAEHUS eTel C aHOPEKTaIbHBIMU aHOMaTUsSIMU U 60J1e3HbI0 T UpIINpYHra, MPY KOTOPBIX MOCTAHOBKA
muarHo3a CII/I 6b1a OTCpoueHa, TaK Kak OCHOBHBIM CHUMITTOMOM SIBJISUICS 3ar0p, a He XapaKTepHas Juapesl.

2.4. KoctHas cucrema

HedekTsl KOCTHOH crcTeMbl HabmopatoTces y 100% narmeHToB ¢ cuHapomoM IlIBaxmaHa-/]aiiMOH/Ia, OJHAKO CTereHb UX
TIPOSIB/IEHUS U JIOKA/IM3aLlysi BapDbUPYIOT B 3aBUCMMOCTH OT Bo3pacTa. TshkeCTb yKa3aHHBIX Zie)eKTOB pas/iMuHa Jaxe V Jirofeit
C ofuHAaKoBbIMM MyTauusiMu SBDS. TunuunbiMu nposieiienussmu CIHIJT gBasroTCA: 3afepykKa pasBUTHUS TOYEK BTOPUYHOIO
OKOCTEHeHWUs], yTO/IIeHHe ¥ HepaBHOMEPHBIN pocT MeTau30B pébep M MPOKCMMAILHON M JUCTa/MBHOW YacTeil OepeHHOM
KOCTH, HEPaBHOMEPHBIA POCT 3mu(r3apHBIX TUIACTUH W MX HeJ0CTaTOuHasi BaCKyJisipu3alivsi, HepaBHOMEPHOe pacripe/iesieHre
XoHpo6acToB ¥ mponudepariysi hpubpobiactoB mo nepudepun 3nubU3apHON MIACTHHKH, reHepanr30BaHHas OCTeOIeHus,
MeTadu3apHas XOHJpoOAucCIUiasus. [Ipu 37MEeKTPOHHOM MMKPOCKOTIMM HaOM0[aeTcss 3aMeTHOe YyBeJUueHHe pPa3sMepoB
IIEPOXOBATOTO H/OTI/IA3MaTHUECKOTO PeTHKY/JIyMa U amrapara [obmku. To MOXKeT ObITh CBsi3aHO C JedeKkToM OekKoBoro
MeTabosiM3Ma, BHYTPHK/IETOUHOTO HAKOIUIeHWsl OesKOB, TMPUBOASIIEro K TpeX/eBpeMeHHOH KieTouHol rubenu. Bosee
JleTajibHble TUCTOMOP(OMETPUYECKHE UCC/Ie[0BAaHKs KOCTHBIX OUOTICHI IeMOHCTPUPYIOT Ha/lMUUe PEMO/IEMPOBAHUsI KOCTH B
YCIOBUSIX TIOHM>KEHHOM aKTUBHOCTU OCTEOKJ/IaCTOB U ocTeobactos [18].

[TpogospkrTeNTbHbIE MCCIeJ0BAHMS TIOKa3alld BO3PACTHYIO TeH/EHLIMI0 K HOPMa/IM3alyH SMU(U3apHOro CO3peBaHUs U K
MOCTENEHHOMY YXYAIIEHUI0 COCTOsiHMSI MeTau3oB. 3ameTHOe paciiupeHue MeTadu3oB pébep B pEOEPHO-XPSIIEBBIX
COefIHEHUsIX HAO/IOZAeTCs TIPM BBLIMOJHEHUHM DPEHTTeHOJIOTHYeCKOro MCC/Ie[OBaHMs TAlleHTOB [IByXJIETHEro BO3pacTa.
HekoTopble MalMeHTbl UMEHOT aHOMAajbHO KOPOTKHE pEOpa W Cy)KeHue IpyJHOW KieTKd. [I03BOHKM Ha peHTreHorpamMMax
MMeIOT I1apoBuHyio ¢opmy. Y getefi ¢ auddy3HOM ocTeoreHuell MMeOTCSl TMPU3HAKA OCTeoropo3a C Aedopmarieit
3aMbIKaTe/IbHOW IJIACTUHKHU MTO3BOHKOB U HE3HAUUTE/IbHBIM YMEHBIIIEHHeM HX BbICOThI. 3aperdCTpHUpOBaHbl KOMITPeCCHOHHBIE
MepesioMbl  TIO3BOHOYHUKA, TMPE/IIO/IOKUTEIBHO 00yC/IoB/IeHHble JeduiMTOM BuTamMuHa D W JedekTtamy yCBauBaHUs
MUTAaTe/bHBIX BelecTB.

Papuorpaduyeckre nccriefoBanust uepena gereid ¢ CII/I neMOHCTPUPYIOT ero HOpPMayibHYHO (GOpMYy M HCTOHYEHHe
KOMITaKTHOTO BelljecTBa. Pejko BCTpeuaroTCsi BOPMHUEBBI KOCTH.

ITpu ob6cnefoBaHUsAX /ETeH BUAHBI PACIIMpPEHHE ¥ HEPaBHOMEPHOCTh POCTa MeTa(u30B MSCTHBIX KOCTEH, JyueBOH U
JIOKTEBOM KOCTel, KOTOpPble HOPMa/IM3YIOTCS TIOC/Ie TIOSIB/IEHHS [IEHTPOB BTOPUUHOTO OokKocTeHeHHs. OOHapy>keHOo, YTO KOCTH
HIWKHUX KOHEUYHOCTel B OoJbliell Mepe To/Bep>KeHbI edopMariuy, 4eM KOCTH BepPXHUX KoHeuHocTed. IIpu uccienoBaHuN
KOCTeli Ta3a Hab/IIOflaeTCs WCTOHYEHWe HaJKOCTHUIBL. B Ta300e1peHHOM CycTaBe y HEKOTOPHIX TAllUEHTOB WMeeTCs
BasibrycHasi fiepopmariust 1eiiku GeJpeHHONM KOCTH; L[eHTPbl BTOPUYHOTO OKOCTEHEHHs! TOJIOBOK Oe/[peHHON KOCTH MeEHbIIe
HOpMbL. [laleHThl C OONIMPHBIMM Yy4YacTKaMH MPOCBET/IEHHs1 B MeTau3e CKJIOHHBI K BO3HUKHOBEHHIO CTPECCOBBIX
MepesioMOB, TPUBOJSIIMX K BapyCHOH JAedopmariuu 1ieiku 6ezpa.

Hetu ¢ CIIA umeror Hu3kuii UMT, HU3KHI POCT, CHIDKEHHYIO MacCy TeJia, y3KYyI0 TPYJHYIO K/IeTKY, V3KUM IiedeBOit
T0SIC, YMEHBIIIEHHYIO OKPY)KHOCTb TOJIOBBI. VX OHMO/iorMueckuii BO3pacT MOXKET OTCTaBaTh OT KaleH[apHOro Ha 2 roza u
6onbire [19], [20].
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2.5. HepBHas cucrema

KneTku rosioBHOro Mo3ra Takxke sIB/ISIFOTCSI MeCTOM 3Kcrnpeccuu SBDS, B cBs3U € YeM MaljuieHTh! ¢ cuHzpoMmoM IlIBaxmaHa-
[JaliMoHZla CTpa/jaloT KOTHUTHBHON JAUC(YHKLMeW, AedHLIMTOM BHUMaHWS U TIOBeJjleHYeCKUMH paccrpoiictBamu. Ha
cTpykTypHOit MPT BHIHO yMeHbIIIeHHe pa3MepoB COZeP>KUMOr0 3a/jHell uepertHoi sIMKY, MO30JIUCTOTO TeJla, YepBs MO3)KeuKa,
TajlaMyca ¥ CTBOJIa TOJIOBHOTO Mo3ra [21].

B miporjecce u3yueHust KOTHUTUBHBIX QyHKLuH feteit (9-19 siet) ¢ CIII/] 66111 06HApYKeHbI CieyIoII1e MoKa3aTeu:

* B 33/laHMSIX Ha 3pPUTE/IbHO-MOTOPHYIO NHTErPaLi0 OTKJIOHEHHH He BbISB/IEHO;

« TomuyHa KBII naiueHToB BbIllle HOPMBI, 0COOEHHO B BUCOYHOW U MPAaBOM TeMeHHOM 00/1acTsiX. YKa3aHHbIE BeJTUUHHbI
HaXo/ATCs B HETaTHBHOM KOPPessLU C BepOaabHOW, MBIILIEYHOM U TMepLieNTUBHOW MaMsAThIO /leTeld. AHOMasbHasl TONIIMHA
KOPKOBOTO CJIOSI TIPEATIOIOKUTE/BHO CBsI3aHa C ayTU3MOM, CHH/IPOMOM Jle(ULiTa BHUMaHUsI U TUIepaKTUBHOCTH;

* B IIpoLiecce BBINOJHEHUs 3a/JaHNil B MO3re JleTell 3a/|eliCTByeTCsl MeHblllee KOJIMUeCTBO HeMPOHHBIX ceTeil. B mporecce
BeIMosiHeHHs1 Tecta CTpyna oOHapyXW/I0Ch, YTO, B OT/IMUME OT KOHTPOJIBHOW TPYIIIbl, B MO3re HCCIefyeMbIXx He Oblia
obHapy)KeHa aKTMBHOCTb [I0pPCOJIaTepasbHOM TIpepOHTANBHOM W TepefHel TMOSCHONW uYacTeli KOpbl, a AaKTUBHOCTb
npepoHTaNTBHBIX 00/1acTel OKa3anach 3HaUMTETLHO HI)KE HOPMBI;

* (hpakOMOHHAsI aHM30TpOIMs (BeMUMHA, OTPaKarollasi YpOoBeHb OeJioro BellleCcTBa B HEPBHBIX TpakTax) Ha 30% BblILe,
YeM Y KOHTPOJIbHOM TPYTITIbI.

JaHHOe ucciaefoBaHMe TMOKasano, 4rto JeTh C cuHapoMmoM IlIBaxmaHa-/laliMOH[i|a MMEIOT HapylleHWs KOTHUTHUBHBIX
(byHKLMH, 3aBUCAIIMX OT [IAHUPOBAHUs U II0C/Ie[j0BaTeIbHBIX OTBETOB Kak B BepOajlbHBIX, TaK U B HeBepOa/ibHbIX 3afauax. B
Mo3re MaljieHTOB 0OHapysKeHbl HeraTWBHble M3MeHEeHHs SKCTPAaCTPUapHOM KOpbl, BepeTeHOOOpa3HON W3BW/IMHBI U CpefHel
BHCOYHOW W3BW/IMHBI, OTBETCTBEHHBIX 32 00pabOTKY 3pUTE/bHBIX U CJIyXOBBIX CUTHA/IOB, a TakKe TeMeHHOW JOJM U BepXHel
TeMeHHOI 00p03/ibl, KOTOPbIE ACCOLIMMPOBAHBI C UHTEpPIIpeTaLiieli CIMBOIOB U abCTpaKTHBIM MbllieHHeM. 45 rone BpogmaHa
SIBJISIETCSI € AMHCTBEHHOU YaCThIO KOPHI, TIOABEPTIIIeNCs NCTOHYeHuIo [22].

OKpY>KHOCTb TOJOBHI 1 001U 00BbEM MO3ra HEKOTOPBIX MalMeHTOB HUKe HOPMBI. 3apervCTpUpOBaHbl CydYar POXKIEeHHs
Jereii ¢ Mukporedanveil. benkoBo-3HepreTuueckuii AeULMT, HEOCTATOK XKUPHBIX KUCJIOT U )KMPOPAaCTBOPUMBIX BUTAMHUHOB
MOTYT OKa3bIBaTh I7100a/bHOE BO3/IEWCTBHE KaK Ha aHTeHaTa/lbHOE, TaK U Ha MOCTHATa/bHOE Pa3BUTHE FOJIOBHOTO MO3ra.

ITpn wnccnefoBaHWM aKTHBHOCTM JodaMHHA B TOJIOBHOM MO3re IaLIeHTOB Obla BbISB/IEHA IOBBIMIEHHAs aKTUBHOCTb
nepeHocunka fgodamuHa (DAT), ocyiecTBstoniero obpaTHelii 3aXBaT MeAivartopa U3 CUHANTHYeCKOH 11y, B CBSA3U C UeM Y
HekoTopbIx mofielt ¢ CIIT nabnropatotcs cumntombl CIIBT. VccieoBaHysi MO30/MCTOTO TeJia € MOMOLIbI0 quddy3Hoit MPT
TI0Kasay, YTO HapylleHUsl ero CTPOEeHHsI TaKKe CBsI3aHbl C PasBUTHEM CHH/pOMaA Je(uijuTa BHUMaHUS U TUIIePaKTUBHOCTH.
bosiee Toro, mpepmonaraercsi, uto fedekThl 3ajHEM YaCTW MO30JMCTOTO Tejla CBsi3aHbl C YMeHBbIIeHWeM KadecTBa
ME>KITOTyLIIapHOTO B3aUMOZeHCTBYSI.

2.6. Cepaue

B nporjecce ucciefoBanust GyHKUME cepALa y nanyenToB ¢ CII/I BeisiBieHO, uTo HeOosbILast [0 UMeeT aHOMaJIbHbIe
3Ha4YeHUs] OKPY>KHOU fledopMariiyl JKelyZJ0uKoB, UTO MOXKeT NMPUBOJUTH K CHIDKEHHIO (Ppakliy CepfedHoro BbIOpoca; Ipu
5TOM HabJIIofjal0TCsl HapyIIeH!sT AMacTo/IMueckoil (GyHKLMK [IPaBOTO ’KeayAodyka B TIOKOe M COKpAaTUTeIbHOM CroCOOHOCTH
JIEBOTO JKelyAouka rpu ¢usnyeckoit aktuBHOCTH [23]. OmnucaHbl C/lyuyad BO3HHMKHOBEHHUs KapAuomuonatuii Ha ¢oHe
VH(QEKIMOHHbIX 3a00/7€BaHMH y TMAlMeHTOB C HEUTporneHWell — 3aUKCHPOBAHbI [W/IATAllMOHHBIE U PECTPUKTUBHBIE
obimrepatuBHbie KMIT [24].

B 2022 rogy orny6vMKoBaH MaTepyas O epBOM CJTydae apUTMHH Y HOBOPOXKEHHOTO ¢ cuHApoMoM IlIBaxmaHa-/JaiiMoH/a.
B mpoljecce norcka MpUYMHbI BO3HUKHOBEHMS MAaTo/ioruu y pebénka (1 mecs, 24 aHs) 61 o6Hapy»keH aedekt reHa SBDS.
DTHOJIOTHST BO3HUKHOBEHHUS] apUTMUU He Oblla yCTaHOB/IeHa, B CBA3M C UeM IPe/Io/iaraercs, uto oHa cBsizana ¢ CII/I [25].

2.7. IIporuos

ITporHosupyeMmsblil cpefHUI BO3pacT BbDKUBAHUA MaljieHToB ¢ cuHApoMoM llIBaxmaHa-/laliMoHza cocTassieT Ao 60 et
TIpY YCJIOBUM TIPOBeZieHHs] CHMIITOMaTHueckol Tepanuu. JIroAu ¢ TaKUM{ OC/IOKHEHUsSIMHM Kak arlacTuueckas aHeMHsl WM
OCTpBINi MUEJIOTEHHBIM JIeliKo3 MMeIOT MeHblllMe 3HaueHHs CcpefHed IPOAO/DKUTENbHOCTA XU3HU — 24 roja u 10 ner
COOTBETCTBEHHO.

2.8. Jleuenue

CumnToMmaTrueckas Toajep>kuBatoitiast Teparus mpu CIIIJ] HampaesieHa Ha (1) BoCTonHeHWe HefocTaTka (epMeHTOB
TIOZKeNTyZ0UHOM sKeme3bl, (2) MpodMIakTUKy M jedeHre MHGEKIMOHHBIX 3abosieBaHNH, (3) KOPpPEKLMIO reMaTojIorhyecKuX
HapylleHud U (4) opToneAnveckux fedopmaryii. bosbliloe UMCIO MalMeHTOB HY)XK/aeTcsl BO BBeJleHUM IaHKpeaTH4eCKUX
(hepMEHTOB U KMPOPACTBOPUMbBIX BUTAMUHOB, BHICOKOOENKOBOM W/W/IM BBICOKOKA/IOPUIMHOM pal{ioHe C HU3KUM COZiep>KaHieM
JKUPOB U PeryJisipHO# OlleHKe HYyTPUTHBHOIO CTaTyca.

[nsi mipefoTBpalieHusi pasBUTHS WHQEKIMHA Mo)kKeT OBITb MMOKa3aHa aHTUOMOTHKONPO(UIAKTHKA, a TpU HaaWddH
HH(DEKIMOHHOTO 3a00/IeBaHus — SMIUPHUYECKOE JiIedeHHe NapeHTepaTbHBIMUA aHTUOMOTHKAMHU IIMPOKOTO CIIEKTpa.

IMopnep>kka  Jrofielt € HeUTpoOIleHHMeM  MOXKeT — OCYIIeCTB/SITbCS C  MCTO/IBb30BaHWEM — IPaHY/IOLUTapHOro
KOJIOHMeCTUMYJIUpYIOIero (akTopa, OJHAKO PHUCK YCKODEHUsI Pa3BUTHUs MHeJIONponv¢epaTuBHbIX 3abojeBaHUN TIPU ero
MpUMeHeHWW emé He ompeZenéH. [lalueHTaM C aHeMuell Ha3HA4alOT Ppery/spHble TPaHCOY3UHM, a Takke BBeJeHHe
sputpornosTuHa. JlumdorponudepatuBHble ¥ MUenonpoarddepaTuBHble 370KauecTBeHHble HoBooOpasoBanusi rpu CIIIJ]
0ObIYHO He TMIOAJAIOTCSA CTaHAAPTHOW XMMHOTEepaluy, B CBSI3M C 4eM TpeOyeTcs a/uloreHHass TpaHCIIaHTalWsA
reMOIO3TUYeCKUX K/IeTOK — eJUHCTBEHHbIN paJjuKa/bHbIN MeTO/ JIeueHusl.

B Poccuu B 2016 rogy Obuia mpoBejieHa yCrellHasi a/yIoreHHasi TPAHCIIAHTALIUSI TeMOMO3THUECKUX CTBOJIOBBIX KJIETOK
MYNOBMHHOM KPOBU M KOCTHOTO MO3Ta LIECTH/IETHEH [1eBOUKe; JOHOPOM CTan eé muiafmuid 6par (2 roga). Takas omepauys
CTaja BO3MOXKHA II0C/e TIPOBeAeHHs IPeMMIIIaHTalMOHHON reHeTndyeckod auarHoctuku (IIT7]) c  ompeneneHuem,
TIO/yYEHHOTO MPY 3KCTPAKOPIIOPAJbHOM OTJIOAOTBOPEHHH CTOMPOLIEHTHO TKAHECOBMECTUMOTO SMOPHOHA U UMITIAaHTALIUK €T0
MaTepu /IeBOUKH. B mocsieonepariioHHOM meprojie Ha 23 ieHb ObIJI0 OTMEUEHO BOCCTAHOBJIEHHE JIEMKOLIMTOB, Ha 28 /1eHb —
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HeUTpoduIoB, Ha 62 feHb — TpombormToB. Ha 100 zeHs 3adukcrpoBaHo, uto 99% K/IeTOK UMEIOT JOHOPCKOE MTPOUCXOXK/EHHE
(moHOpcKuit xuMepusMm) [26].

Hapnexariee oprorienuueckoe HaOsofeHue TP MeTadu3apHOM [UCIIIA3UM MOXKET TIPeJOTBPaTUTh BO3HUKHOBEHHE
Jedopmaruii. JKCTiepuMeHTaIbHOe JieueHHe TIOAKOKHBIM BBeJleHreM TOpMOHA POCTa T0Ka3aio CBO 3(h(eKTUBHOCTH TOBKO
B TeueHHe TepPBLIX ABYX JeT Tepanuu, OHAKO TOC/eAyrollasi CKOPOCTh pOCTa OKa3alach HEYIOB/IETBODUTENBbHOU Jake B
YCJIOBUSIX BBeZeHUs 6oiee BRICOKHX 03 Mperapara.

IMpuunnamMu cmepty maieHToB ¢ CIIJ] SBAAIOTCS OCTOXKHEHWs, CBSI3aHHbIE C arylaCTUUeCKOW aHeMHel, OCTPBIM
MHeJIOreHHBIM JIEMKO30M WM BTOPUYHBIMH MH(QEKLMOHHBIMY 3a00/1eBaHUSIMHU, VT OTCYTCTBHE TPeOyeMoro JieueHusl.

3ak/iroueHue

Cungpom IllBaxmana-/laiiMoHZa — pedkas Hac/lIe[CTBeHHasi T1aTOJIOTUs, KOTopasi TpeOyeT CHCTeMaTH4ecKoro
BCECTODOHHEro TIUIAHUPOBaHUs JiedeHUs KOODJVUHMUPOBAaHHOM TIPYIION CreLyaJyCTOB: Te[UaTpoB, 3H/OKPUHOJIOIOB,
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Kond/uKT uHTEpecoB Conflict of Interest
He yka3saH. None declared.
Penjenzus Review
Coo0111ecTBO perieH3eHTOB MeXXyHapOAHOT0 HayuHO- International Research Journal Reviewers Community
WCC/e[l0BaTe/IbCKOI0 XKypHasia DOIL: https://doi.org/10.60797/IRJ.2024.150.131.1

DOI: https://doi.org/10.60797/IRJ.2024.150.131.1

Cnucok /uTeparyphl Ha aHrymiickoM sa3bike / References in English

1. Warren A.J. Molecular basis of the human ribosomopathy Shwachman-Diamond syndrome / A.J. Warren // Advances in
Biological Regulation. — 2018. — Vol. 67. — P. 109-127.

2. Dhanrai S. Biallelic mutations in DNAJC21 cause Shwachman-Diamond syndrome / S. Dhanrai, A. Matveev, H. Li [et
al.] // Blood. — 2017. — Vol. 129 (11). — P. 1557-1562.

3. Tan S. EFL1 mutations impair elF6 release to cause Shwachman-Diamond syndrome S. Tan, L. Kermasson, A. Hoslin
[et al.] // Blood. — 2019. — Vol. 134 (3). — P. 277-290.

4. Carapito R. Mutations in signal recognition particle SRP54 cause syndromic neutropenia with Shwachman-Diamond—
like features / R. Carapito, M. Konantz, C. Paillard [et al.] // JCI. — 2017. — Vol. 127 (11). — P. 4090-4103.

5. Ruggero D. Marrow failure: a window into ribosome biology / D. Ruggero, A. Shimamura // Blood. — 2014. — Vol.
124 (18). — P. 2784-2792.

6. Stepensky P. Mutations in EFL1, an SBDS partner, are associated with infantile pancytopenia, exocrine pancreatic
insufficiency and skeletal anomalies in a Shwachman-Diamond like syndrome / P. Stepensky, M. Chac6n-Flores, K. H. Kim //
J Med Genet. — 2017. — Vol. 54 (8). — P. 558-566.

7. Nelson A. Shwachman-Diamond Syndrome / A. Nelson, K. Myers // GeneReviews. — 2018.

8. Kuijpers T.W. Hematologic abnormalities in Shwachman Diamond syndrome: lack of genotype-phenotype relationship /
T.W. Kuijpers, M. Alders, A.T. Tool [et al.] // Blood. — 2005. — Vol. 106 (1). — P. 356-61.

9. Hesling C. Shwachman-Bodian-Diamond syndrome associated protein interacts with HsNip7 and its down-regulation
affects gene expression at the transcriptional and translational levels / C. Hesling, C.C. Oliveira, B.A. Castilho [et al.] // Exp
Cell Res. — 2007. — Vol. 313 (20). — P. 4180-95.

10. Rujkijyanont P. Bone marrow cells from patients with Shwachman-Diamond syndrome abnormally express genes
involved in ribosome biogenesis and RNA processing / P. Rujkijyanont, S. Adams, J. Beyene [et al.] // Br J Haematol. — 2009.
— Vol. 145 (6). — P. 806-15.

11. Austin K.M. Mitotic spindle destabilization and genomic instability in Shwachman-Diamond syndrome / K.M.
Austin, M.L. Gupta, S.A. Coats [et al.] // J Clin Invest. — 2008. — Vol. 118. — P. 1511-1518.

12. Myers K.C. Myelodysplastic syndrome and acute myeloid leukemia in patients with Shwachman Diamond syndrome:
a multicentre, retrospective, cohort study / K.C. Myers, E. Furutani, E. Weller [et al.] // Lancet Haematol. — 2020. — Vol. 7
(3). — P. 238-246.

13. Spoto-Cannons A.C. Shwachman-Diamond Syndrome / A.C. Spoto-Cannons // Medscape. — 2022.

14. Grinspan Z.M. Infections in Patients with Shwachman-Diamond Syndrome / Z.M. Grinspan, C.A. Pikora // The
Pediatric Infectious Disease Journal. — 2005. — Vol. 24 (2). — P. 179-181.

15. Myers K.C. Variable Clinical Presentation of Shwachman-Diamond Syndrome: Update from the North American
Shwachman-Diamond Syndrome Registry / K.C. Myers, A.A. Bolyard, B. Otto [et al.] // The Journal of Pediatrics. — 2014.
— Vol. 164 (4). — P. 866-870.

16. Tulpule A. Pluripotent stem cell models of Shwachman-Diamond syndrome reveal a common mechanism for
pancreatic and hematopoietic dysfunction / A. Tulpule, J.M. Kelley, M.W. Lensch [et al.] // Cell Stem Cell. — 2013. — Vol. 12
(6). — P. 727-736.

17. Ipatova M.G. Genetic and Clinical Features of Shwachman-Diamond Syndrome in Russian Population: Prospective
Study / M.G. Ipatova, E.A. Deordieva, O.A. Shvets [et al.] // Current Pediatrics. — 2019 — Vol. 18. — Ne 5. — P. 393-400.



MedsicdyHapooHbili HayuHo-uccnedosamenbckuli dcypHan = Ne 12 (150) = [lekabpb

18. Levin T.L. Shwachman-Bodian-Diamond syndrome: metaphyseal chondrodysplasia in children with pancreatic
insufficiency and neutropenia / T.L. Levin, O. Mdkitie, W.E. Berdon [et al.] // Pediatr Radiol. — 2015 — Vol. 45 (7). — P.
1066-71.

19. Cipolli M. Normative growth charts for Shwachman-Diamond syndrome from Italian cohort of 0-8 years old / M.
Cipolli, G. Tridello, A. Micheletto [et al.] // BMJ Open. — 2019. — Vol. 9. — e022617 p.

20. Bogusz-Wéjcik A. Somatic development in children with Shwachman-Diamond syndrome / A. Bogusz-Wojcik, H.
Kotodziejczyk, M. Klaudel-Dreszler [et al.] // Italian Journal of Pediatrics. —2020. — Vol. 46. — 151 p.

21. Booji J. Increase in central striatal dopamine transporters in patients with Shwachman-Diamond syndrome: additional
evidence of a brain phenotype / J. Booji, L. Reneman, M. Alders [et al.] / American Journal of Medical genetics. Part A. —
2012. — Vol. 161A (1). — P. 102-107.

22. Perobelli S. Diffuse alterations in grey and white matter associated with cognitive impairment in Shwachman—
Diamond syndrome: Evidence from a multimodal approach / S. Perobelli, F. Alessandrini, G. Zoccatelli [et al.] // Neuroimage
Clin. — 2015. — Vol. 7. — P. 721-731.

23. Ryan T.D. Abnormal circumferential strain measured by echocardiography is present in patients with Shwachman-
Diamond syndrome despite normal shortening fraction / T.D. Ryan, J.L. Jefferies, C. Chin [et al.] // Pediatr Blood Cancer. —
2015. — Vol. 62 (7). — P. 1228-1231.

24. Hauet Q. Cardiomyopathies and congenital heart diseases in Shwachman—Diamond syndrome: A national survey / Q.
Hauet, B. Beaupain, M. Micheau [et al.] // International Journal of Cardiology. — 2013. — Vol. 167 (3). — P. 1048-1050.

25. Yu H. Shwachman Diamond Syndrome with Arrhythmia as the First Manifestation a Case Report and Literature
Review / H. Yu, W. Zhao, Y. Ni [et al.] / Pharmacogenomics and Personalized Medicine. — 2022. — Vol. 15. — P. 867-872.

26. Isaev A.A. Report on a unique successful hematopoietic stem cell transplantation to a child with Shwachman-

Diamond Syndrome / A.A. Isaev, R.V. Deev, A. Kyliev [et al.] / Hemabank. Cell Technology Digest. — 2017. — Vol. 1. — P.
2-3.



	ПАТОЛОГИЧЕСКАЯ АНАТОМИЯ / ANATOMIC PATHOLOGY
	Патологическая анатомия синдрома Швахмана-Даймонда
	Мелиева З.Ю.1, Мелиева Ф.Ю.2, Димов И.3, Захарова А.В.4, *
	Pathology of Shwahman-Diamond syndrome
	Melieva Z.Y.1, Melieva F.Y.2, Dimov I.3, Zakharova A.V.4, *

