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3anBneHue 06 orpaHUYEHUM OTBETCTBEHHOCTU: MHEHWSA, BbIPAXKEHHbIe B 3TOW MOHorpaduu, ABaaoTca
MHEHWUAMM Bpayel, NPUHMMAIOLLMX y4acTUe B MporpamMme no 6opbbe ¢ HeAO0CTaTOUHOCTbIO KOCTHOMO
mo3ra B MeauLMHCKOM LeHTpe [eTckoi 60abHUUbI . LLMHLMHHATL U He 06A3aTe/IbHO OTpasKatoT
MHEHWA APYrMX CNELMaNnCToB B 3TOM 06aacTu.
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3anBneHne 06 orpaHMYEHUU OTBETCTBEHHOCTU: MHEHUA, BbIPAKEHHbIE B 3TOM MOHOrpaduun, asnawTcs
MHEHUAMW Bpayei, NPUHMMAIOLWMX y4acTMe B nporpamme no 6opbbe ¢ HefOCTaTOYHOCTbIO KOCTHOMO
mo3ra B MeauuMHCKOM UeHTpe [leTckoi 6onbHUUbI T. LIMHUMHHATM M He 06A3aTenbHO OTpaKaloT
MHEHUA APYrUX CreunanmncTos B aToi obnactu.

OnucaHue

CuHgpom LlsaxmaHa-famonga (CLUZ) npeactasnset coboit ayTocoOMHO-peueccusHoe 3abonesaHue,
XapaKTepu3yloleecs MHTEPMUTTUPYIOLLEN UAM NepcUCTUPYIOLLEe HEMTPONEeHMER U HEeAOCTaTOYHOCTbIO
noAKenyAo4YHOW Kenesbl. HelTponeHna NpMBOAMT K yBENMYEHUIO pUcKa BakTepuanbHbIX UHPEKLUA,
0COBEHHO CMHYCO-MY/IbMOHANbHBIX (B T.4. CTOMATWUTA, CUHYCWUTA, OTUTA CPELHErO yXa U NMHEBMOHMM), a
TaKXKe MHOPEKUMM KOMKM W HOITel nanbLeB PyK M HOr (MapoHuMxuu). Y HEKOTOPbIX MNauveHToB
HEWTPONEeHWA MOXKET OTCYTCTBOBaTb, O4HAKO B APYrMX CNy4asaX OHa MOXKET bbiTb LOCTaTOYHO CEPbE3HOM,
4yTobbl MNPMBECTM K YBE/JIMYEHUIO 4YacTOTbl MUHOeKUWid, M [axe MOXKeT notpeboBaTb neveHus
rpaHy/oLMTapHbIM KoNOHUecTUMyaupyowmm daktopom (M-KCP). Co BpemeHem y naumeHTa c¢ CLUA
MOKeT pPasBUTbCA aHeMua W TPOMOOUWUTONEeHWUA, BeAywas K MaHUWUTOMEHUW WAM annacTUYecKomn
aHemuu. Y HeKkoTopbix naumeHTos ¢ CLUJ, (B 6oabwmHcTBE NY6ANKaLMIM NpuBoauTca 3HaveHne 10-30%)
MOTYT Pa3BUTbLCA LUTOreHeTUYecKMe aHoManuu, muenoaucnaactuyeckuii cuugpom (MAC) naun paxe
ocTpbii  MuenobnactHbit  neikos (OMJT). HakoHew, HelTpoduabl MOryT XapaKTepusoBaTbCs
3aMeaNeHHbIM ABMXEHMEM (XEMOTAKCMCOM), YTO MPUBOAUT K 3a4eprKKe NOCTynneHnsa HenTpodpuios B
oyarv UHPEeKLMM 1, TaKMM 06Pa3oM, MOXKET NPUBECTU K bonee cepbesHbIM U CTOMKUM UHPEKLUAM.
HepocTaTouHOCTb  GYHKLMM NOAMKENYAOYHOW Kenesbl O6bIYHO TAXKesnee B AETCKOM Bo3pacTe, Y
NauMeHTOB C HU3KMM YPOBHEM CMHTE3a amMwunasbl, NNasbl M TPUMNCUHOTEHa, a TaKXe Apyrux
nUWeBapuTeNbHbIX GEepMeHTOB. ITO MOXeT npuBecTM K 0b6ycioBneHHol manbabcopbumeit
XPOHMYECKOW Amapee, COMPOBOMAAMOLWENCA 3/10BOHHLIM OBMU/bHBIM KUPHLIM CTYIOM W MJOXMM
Habopom Beca. MHoOrMe nNauMeHTbl HYKAATCA B SIe4eHUU NaHKpeaTuyeckummn GepmeHTamu, KoTopble
npuHumatoTcs ¢ nuwein. C Bo3pactom GyHKUMA NOAKENYA0YHON Kenesbl y AeTell MOXKeT yaydlwaTbes A0
TaKoW CTeneHW, 4TO HeobXOAMMOCTb B 3aMeCTUTE/IbHOM Tepanuu npenapaTamu NaHKpPeaTUYecKux
bepmeHTOB OTNagaeT. dTO Yalle BCEro MNPOUCXOAWUT MpuUMepHo K 4 rogam. Mo-Buaumomy, yxe
He6oNbLWOro (OTHOCMTENbHO HOPMA/NbHOTO YPOBHA) KoaudectBa 6enka SBDS poctaToyHo, 4To6bI
npeaoTBpaTUTL 3HaAuMTeNbHYIO Manbabcopbumio. Y 6GonbHbix ¢ CLIJ 6osbwas 4acTb TKaHK
NoAMKeNYAOUYHOW Kenesbl 3aMEHAITCA XMPOBOMW TKAHbIO, YTO MOMKHO MOKas3aTb C nomolybio Y3U
noaKenyao4Hou Kenesbl, a Takke KT nanm MPT opraHos 6ptoLwHoli nonocTy.

Y nauueHtoB ¢ CLUA Habnopaetca 3a4epiKKa pocTa, NPUBOAALLAA K HU3KOPOCAOCTH, 4YTO He
06f3aTeNIbHO CBA3aHO C HeAOCTAaTOMHOCTbIO MOAMKENYAOYHOM Kenesbl W MNJOXMM BCacbiBaHUEM
nuTaTesbHbIX BelecTB. IPPEKTUBHOCTb rOPMOHa pocTa y naumeHToB ¢ CW/A ao cux nop He Hbina
[OKasaHa, a MCNonb30BaHME 3TOr0 rOPMOHa B [JaHHOW CUTyaLMM OCTAeTCa CMNOPHbIM, MO3TOMY
KenatenbHo, 4tobbl AedpuuMT ropmoHa pocTa 6bl1 HAfEKHO [MArHOCTUPOBAH, a €ro HasHavyeHue
pekoMeHAyeTcA NPOBOAUTL /I B PaMKax HAay4YHbIX uccneaosaHnin. MHorga y naumerTtos ¢ CLUA moryT
NpPOABAATLCA HEKOTOopble NPU3HaKM AuabeTa, HO AUWb B PEAKUX Cay4vasx MM TpebyeTca nedyeHue
MHCY/IMHOM. HUKaKuUX Opyrux sHAOKPWMHHBIX HapyweHui, obwux MmeHHo ans nauyuerTtos c CLUA,
BbIABNEHO He Bbino.



Y 60/bWUIMHCTBA NALMEHTOB TaKXe HabAo[aloTcA NaToNOMMU KOCTHOM TKaHW TOW MAW MHOW CTeneHu
TaxecTu. OKO/MIO MONOBUHbLI AeTelt B Bo3pacTe A0 2 /ieT MOryT XapaKTepu3oBaTbCA Y3KOW rpyaHoW
KNETKOW C YKOPOYEeHHbIMM pebpamu, pacWMPEHHbIMM HA KOHLAX (TopakanbHOM Aguctpodueit).
MaTonorna HWXHUX pebep, Kak npasBuno, Haubosnee BblpaxKeHa. AHOManUWU TPYSHON KAETKM MHoraa
MOTYT 6bITb HAaCTONbKO CEPbe3HbIMU, YTO 3aTPYAHAIOT AbiXxaHWe. Kpome NaTonornm AANHHbBIX KOCTEW,
0CcobeHHO benep U roneHn, MoXeT HabntoaaTbea meTadm3apHas XOHAPOAMCNNA3UA C YIUMPEHHBIMU U
HEPOBHbIMM MNAACTUHKAMW pocTa BOAM3M KOHUOB KOCTM. Y nNauMeHTOB MoOXKeT Habatogatbea
WUCKPWB/NIEHNE TONEHel, a TaKXKe naToNormm TaszobeApeHHbIX CycTaBOB, YTO MOXeT noTpeboBaTtb
XUPYPruyeckoro BMeLLaTeNbCcTBA. Kpome TOro, Moryt oTmMevaTbCA NATONOMMM KUCTEW PYK, B T..
UCKPMBNEHWE MW3MHLEB W Ha/AMuMe JNIMWHUX KocTel B nanbuax. He y Bcex nauueHtos c CLUA
BbIABNAIOTCA KOCTHble HapyweHuA. 1o HEeKOTOpbIM OLEeHKaM, 4acToTa BO3HWKHOBEHMA KOCTHbIX
aHOManuii WMpoko Bapbupyetcs ot 20% A0 75% B 3aBUCUMOCTM OT BbIBOPKM NaumeHToB. CKopee BCero,
TaKol pa3bpoc cBA3aH C pPasNMUMAMM TWaTeNbHOCTU 06cnesoBaHUA Ha NPeaMeT KOCTHbIX HapyLWeHW.
Kpome TOro, 3ameueHo, 4to B npegenax oAHon cembu, B KoTopoi CLUJ, cTpagaeT HECKONbKO geTtei,
KOCTHbl€ HapyLIEeHUA MOTYT CYLLEeCTBEHHO OTANYaTbCA. [PUUYNHDBI STOFO HE U3YYeHbI.

HUcTopus

CLUZ 6bin Brepsble onucaH B AHriMmM bognaHom (Bodian) 8 mae 1964 r. (1), a 3aTem, B TOM Ke roay,
AaHHbIA cuHApPom 6bin onucaH LWeaxmaHom (Shwachman), AaimoHgom (Diamond) n Ocku (Oski) (2) y 5
aeteit B MapBapACcKON MeAWMUMHCKOM KAWHMKE ANA NAUMeHTOB C MYKOBUCLMAO30M Kak ele oaHa
NPUYMHa HAacNeACTBEHHOW HEA0CTaTOMHOCTU MOAMKENYA0UHOM Kenesbl. XoTa 60ne3Hb CTana M3BecTHa
Kak ClWA (no umenu LBaxmaHa v [JaimoHAa), BKNag BogmaHa nonyymn npusHaHve npu onpegeneHum
Ha3BaHuA reHa SBDS (ot Shwachman, Bodian n Diamond). B pa6ote 2001 r. (3) reH 6bi1 N1OKanM30BaH Ha
Xpomocome 7, a 3atem, B 2002 r., — B CErMEHTE A/NIMHHOTO Me4a XPOMOCOMbl 7 B6AU3U LeHTpoMEpbI
(7911) (4). FeH 6bin OTKPbLIT B NnabopaTtopumn [xoaHHbl PommeHc (Johanna Rommens) — reHeTuka 13
[eTckoi 601bHMLbI B TOPOHTO, — a pe3ynbTaTbl 6bian onybaMKoBaHbl B KoHue 2003 roaa (5).

JAMarHocTuka

KnuHuunyecknit  guarHos CLUJ 06bl4HO CTaBUTCA Ha OCHOBE BbIABAEHUSA WHTEPMUTTUPYIOLLEN,
LMKINYECKON WAM  MepcUcTUpylolwein HeWTponeHun y pebeHKa, KOTOpbIiM TaKKe cTpagaer
HEeA0CTaTOYHOCTBIO MOAMKENYA04YHOM Kenesbl U, KaK NPaBuao, B TOW UAN MHOMN CTEMEHU CHUNKEHHBIM
POCTOM MM aHOMANUAMM KOCTHOM TKaHWU. Hanbonee yacto guddepeHumnanbHbIi AnarHo3 NpoBoOAUTCA C
MYKOBUCLMAO30M, MPU KOTOPOM TaKKe MPMUCYTCTBYET HEeLOCTaTOYHOCTb MOANKENYAOUYHOW Kenesbl U
NoBbIWeHHaA YactoTa Hdpekunin. OAHaKo y naumeHToB ¢ MB, Kak NpaBuao, OTMEYAOTCA HOPMabHble
nokasatenu obuwiero aHanusa Kposu. Y naumeHToB ¢ MB KOHLEHTpauusa X10puaos nota aHOMaNbHO
noBblWeHa (4TO BbIABAAETCA MO aHaNU3y XN0PMAO0B B NOTe), B TO Bpemsa Kak y 6oabHbix ¢ CLUA cocTas
noTa HopmaneH. Kpome Toro, 411 BbiABAEHNA MB NpUMEHAIOT MONEKYNAPHO-TEHETUYECKUE METOAbI.

Y 6onbWwKMHCTBa NaumeHToB ¢ CLU/J o6HapykuBaeTca myTauma reHa SBDS B 06enx KONUAX XpOMOCOMblI 7.
UccnenoBaHUs reHHbIX MyTaLuii MOTyT 6biTb BbIMOJIHEHbI B 1abopaTopuu reHeTUKn [eTckol 601bHULbI
B TOPOHTO MAW B KOMMEpYEcKux nabopatopuax, Takmx Kak GeneDx (www.genedx.com) u Ambry
Genetics (www.ambrygen.com). HegocTaTouHOCTb NOAMKENYAOYHOW Kenesbl NoOATBepKAaercs
CHWXeHWeM 3nactasbl B Kane (06bl4HO <100) M yBennyeHWem KonuyecTa Xupa B cTyne (06bl4HO
oTbupatoT oanH obpasew, uan ceputo 06pasuoB 3a 24 UAKn 72 Yaca, [OKYMEHTUMPYs noTpebaeHune xupa).
SHAO0CKONMA C MAHKPEeaTUYECKON CTUMYNALMEN TaKUMM areHTaMM, Kak CEKPETUH U XOIeLIMCTOKUHMH, KaK
NpaBWao0, UCNONb3YeTCA ANA BbIABNEHUA AedUUMTa amuNasbl, IMNasbl U TPUNCUHOTEHA, OAHAKO 3TO
uccnefoBaHue, NO  MHEHMIO MHOTMX  Bpayel, HEHaAeHO U3-3a  C/AIOXKHOCTU  CTUMYAALMUK
BbICBODOXKAEHMA depMeHTOB, cbopa XWAKOCTU, a TaKKe aHanu3a ypoBHA ¢epmeHToB. Bonee
HageXHbIM CYMTAETCA NPAMOE U3MEPEHME YPOBHA MAaHKPEATUYECKON M30aMunasbl U TPUMNCUHOMEHA B
CbIBOPOTKE KPOBW. ITW aHanM3bl Hanbosee HageKHbl, Koraa NpousBoaATca B abopatopuu, nmetowen
6onbwoi onbIT paboTbl ¢ MauueHTamu, ctpagaowmmm CLUA — Hanpumep, B [eTckol 60bHULE B
TopoHTO. Tak Kak HoOpmasbHble pedepeHCHble 3HaYeHuA GepMeHTOB 3aBMCAT OT BO3pacTa AeTei,
MHTepnpeTaLus pe3ybTaToB AO/KHA NPOBOAUTHCA C OCTOPONKHOCTBIO.



HekoTopoe KonuyecTBO maumeHTOB 6bl10 Hanpas/ieHo K Ham B [leTckyto 6onbHUULY UMHUMHHATK, B
MeaWLUMHCKMIA LeHTP TPaHCNAaHTaLMM KOCTHOrO MO3ra, C HaiMuMem B aHamHese HeWTPOoneHuu uau
ANCOYHKLMM KOCTHOTO MO3ra M aHOManui CTyna, KOTOpble y/ayywanucb Ha ¢oHe 3amecTUTeNnbHow
Tepanum GepmeHTamu NoAKEeNyAO0UYHON Kenesbl; TEM He MeHee, PacnpoCTPaHEHHbIX MyTauMil B reHe
SBDS y HUX 06Hapy:keHo He 6bln0. Mpu 6onee TwaTeNbHOM TECTUPOBAHWUM Y MHOTUX U3 3TUX NALMEHTOB
He BbIAIBJIEHO YETKMUX NPU3HAKOB HEAOCTATOYHOCTU NOAMKENYAOUYHON XKenesbl AWM NaToN0rMIt KOCTHOTO
MO3ra; Takum 06pasom, KanHudecknit CLUZ y HUX oTcyTcTBOoBas. TeM He MeHee, HEKOTOPble NauueHTbl
AEeNCTBUTENIbHO UMEIOT KNUHMYeckuit deHotun CLUJ, B TO »Ke Bpems, He UMes BbISBIEHHbIX MyTaLUi B
reHe SBDS; wux cobupatenbHo o6o3HavaioT TepmumHom «CLU[-nogobHblie». He UCKAOYEHO, 4TO
HeKoTopble M3 3TUX MaUMeHTOB AeicTBMTeNbHO cTpagator CL/. Bo3smorkHo, 6onee TwartenbHoe
nccnefoBaHWe COOTBETCTBYHOLWENO reHa TaKWX MaUWMEHTOB, B YACTHOCTM, MYTEM CEKBEHMPOBAHUSA,
MOMOXET BbIABUTb €r0 paHee HeU3BECTHYI0 MyTaLMIo, CNOCOBHYIO Bbi3blBaTb 3TO 3a6os1eBaHuMe.

B TopoHTO BeayTca paboTbl MO 3KCNEPUMEHTANbHOMY OMNpeaesieHnto pakTMYeckoro yposHs 6esnka SBDS
B rpynne CLUA-noao6Hbix naumeHToB 6€3 M3BeCcTHbIX MyTaumii reHa SBDS. CyliectsyeT npeanonosKeHune,
4YTO BbIABJAEHME MNAUMEHTOB C HM3KMM ypoBHem 6enka SBDS, Ho 6e3 M3BecTHbIX MyTauui
COOTBETCTBYIOLLLEIO reHa, MOXKET NPUBECTU K OTKPbITUIO HOBbIX MyTaLMiA AAaHHOIO MW AaXKe UHOTO reHa.
Bo3MoOXHO, JanbHeiwee TwartenbHoe o6cnegoBaHWe TakMX 6GOAbHLIX CMOCOBHO YyKasaTb Ha
aNbTEPHATMBHbLIN AMArHO3, OAHAKO A/ HEKOTOPbIX MallMEHTOB NMOCTaHOBKA M3BECTHOMO K/MHUYECKOro
AuarHosa 6yaetr HeBO3MOXHa — MO KpaiHei mepe, Ha [AaHHbIA MOMEHT. [ononHuTenbHble
MUCCNef0BaHWUA Ha 3TUX MNaLMeHTax MOTYT NPUBECTU K BbIABNEHUIO HOBbIX FEHETUYECKUX AedeKTos,
06YC/NIOBNMBAIOWMX UX KNMHUYECKUIA peHoTumN.

JleueHue HeﬁTpOHeHHH

Y mHorux 60nbHbIx ¢ CLUJL HEMTpONeHUsA MMEeeT HAaCTONbKO IETKOE TeYEHME, YTO KANHUYECKME NPU3HAKK
yBE/NMYEHMNA 4YacTOTbl MHOEKUMIt OoTcyTcTBYIOT. Kak npaBuao, 3TO NaLMeHTbl, Y KOTOpbIX abcontoTHoe
yncno Heintpoodunos (AYH) ocraerca 6onbwe 1000/mkn. B uenom, A4YH B guanasoHe ot 500 go 1000
npuBoAUT K HeboNblWOMY YyBE/MYEHUIO YacTOTbl MHOEKUWWA, HO, KaK MnpasBuio, He BbI3biBaeT
YrpOXKaloLWmMX KU3HU MHbEeKuuin. Mepcuctupytowas Taxénaa HelTponeHua, ¢ AYH meHee 500, Kak
NpaBuao, NPUBOAUT K 3HAYUTENIbHOMY YBE/IMYEHUIO YMCNa UHOEKLWNIA, HEKOTOPbIe U3 KOTOPbIX MOTYT
6bITb OnacHbl ANA XuU3HWU. MaumeHTol ¢ AHK <200 MMeroT BbICOKUI PUCK Pa3BUTUA 3apaKeHWs KPoBM
(bakTepuemum nnum cencuca).

NauymenTtol ¢ CWA, y KoTopbix 6osbwyto 4vactb BpemeHn AYH coctasnser <500, ocobeHHO ecam
NOBbLILWEHNE YMCNA CEPbE3HbIX WHPEKUMI KAMHUYECKM O4YeBMAHO, MOryT bbiTb KaHaupatamu pas
Tepanun  [-KC®  noakoxHo ana  noagepskaHma  AYH >500. T-KCO  (rpaHynouuTapHbIi
KONIOHWECTUMYAUPYIOLWMIA GaKTOp) — 3TO NPUCYTCTBYIOWMIA B HOPME B KPOBM LWTOKUH, KOTOPbINA
peryanpyet BblpaboTKy HEMTPOPUNOB M KOMMEPYECKM AOCTYNEH B BUAE MHBEKLMOHHbIX MPenapaTos.
O6bI4HO uUenblo Tepanuwu saBnseTca gocTukeHne AYH, noctosHHO npesblwatowero 1000. Haw onbIT
paboTbl B [eTckoi 6onbHULE LIMHUMHHATM yKa3biBaeT, 4TO 06blYHO 3Ta Leb AoCTUraeTcs Yy 60/bHbIX
CLUA npu BBEAEHWUM NpenapaTa No CXeme NH-CP-NT B 403€ 5 MKI/Kr/UHbeKuMo. HeKoTopbIM naumeHTam
MOKeT noTpeboBaTbCA exeaHeBHoe BBegeHWe no 10 MKr/Kr, a y ApyrMx fOCTaTo4HOe 3HadeHue AYH
MOXKeT 6bITb AOCTUIHYTO Ha POHE MeHee YacTbiX UHBEKUMI UNKn BBefeHUA 6onee HU3KUX 003 M-KCD.
Echn nauumeHT nony4vaeT nedyeHue MO cCxeme MH-CP-NT, TO aHanu3 Ha AYH cnegyeT npoBoguTh B
noHeAeNbHUK Nepes BBeAeHNEM MHBEKLMN C Lenbio noagepxaHna A4YH Ha yposHe > 1000.

B npownble roabl BbiCKasblBaAMCb onaceHusa, 4to [-KCO mokeT npuBecTM K pasBUTUIO
MWEeNoAMCNNacTMYEeKoro CUHAPOMA WMAM NeiKko3a. Tem He MeHee, MMelolMeca AaHHble He AaloT
OCHOBaHMWIN AnA Takoro bGecnokoiictBa. MauumeHTbl, nonydvaslwume [-KCP, He noasepkeHbl Honee
BbICOKOMY PWUCKY peumamsa OCTporo muenobnacTHoro nerkosa. bonbHble C TAXENON XPOHUYECKOM
HelTponeHuein, nonyyaowme M-KCP, He 6onee noasepeHbl NporpeccuposaHuto 4o MAC unn nelikosa,
yem Te, KTO He nosyyaer Tepanuio [-KCO (6). OaHaKo nauMeHTbl C TAXKENON XPOHUYECKOW
HeWTponeHuen, nonyyawowme 6onee BbicokMe [03bl [-KCP, umeoT 6onee BbICOKMIN pPUCK
nporpeccuposaHus go MAC nnn neiikosa. Ckopee Bcero, 3To HEMNOCPEACTBEHHO CBA3AHO He ¢ Tepanuei
[-KC®, a c TAXKecTblo Mopa)keHua KOCTHOro mosra (6). LlMHUMHHATCKMEe MeaMKM PeKOMEeHAYT nepeg,
HayanoM Tepanuu NPOBOAMUTb ACMMPALMOHHYIO BMONCUIO KOCTHOFO MO3ra BCem MaLuueHTam, KOTOpbiM



HasHavyeHo nevyeHue M-KCD, yTobbl NOATBEPAUTL OTCYTCTBME aHOMA/bHbIX KJOHOB B KOCTHOM MOS3re.
Ecnn knoH He obHapyeH, To Tepanuio M-KCP MoKHO cumTaTb HGesonacHoi. Hanuuve aHOManbHOro
KNOoHa byaeT o3HayaTb, 4TO 6onesHb yxe nporpeccuposana Ao MAC wnun neikosa. Takme naumeHTbl
nognexart 6onee TwartenbHoMy HabnogeHuto, npeanonaratowemy 6osee yacTble aHanW3bl KPOBU U
KOCTHOTO MO3ra, W, B 3aBUCMMOCTU OT KOHKPETHOM KAMHWYECKON KapTWHbI, MOFYT ABAATbLCA
KaHAMAaTaMM ANA PaHHel TPaHCNAaHTaLMM KOCTHOTO MO3ra.

Y MHorux naumeHTos ¢ CLU/, oTmeyaeTca He TOIbKO HEMTPONEHUA, HO U NPU3HAKU CHUNKEHHON QYHKLUUM
HelTpodunnoB. Y 60/MbLUIMHCTBA HAPYLLIEH XEMOTAKCHUC (7). XeMOTaKCUC — 3TO HanpaBNeHHOe ABUKEHNE
HenTpodunoB K ovaram WHbEKUMM. Y TaKUX NaLMEHTOB MOryT Habnwgatbca 6onee Taxenble
MHGEKUMOHHbIE OCNOKHEHWUA, HE OFPAHNYMBAIOLIMECA UL OCNONKHEHUAMM, 0BYCNOBAEHHBIMU CaMOi
HenTponeHuen. Tepanus [-KCP cnocobHa MOBLICUTb KOMYECTBO HENTPOOMNOB, HO OOLIYHO He
yaydwaet XeMOTaKcuC. Opyroi LUTOKMH, M-KCo (rpaHynOUMTAPHO-MOHOLMTAPHO-
KONIOHWECTUMYAUPYIOLWMIA  GaKTOpP), YAydLaeT XemMOTaKCUC HeWTpoduaoB in vitro U, BO3MONKHO, Yy
naumeHToB. TakMM 06pPa3oMm, LMHUMHHATCKME CMEeuManncTbl NONarawT, 4To nauveHTam c¢ CWA, y
KOTOpbIX Ha ¢oHe nedyeHusa M-KCP npomsowno ynyyweHue AYH, ogHako yacToTa GaKTepuanbHbIX
MHbEKUMI ocTanacb NOBLIWEHHOW, MOXeT 6blTb HasHayeH TM-KC®, HO TONbKO ecnn TecTupoBaHue
NoKasano HapylleHne xemoTakcuca. Tem He meHee, TM-KC® umeeT, Kak npasuno, 6osblie No6oOYHbIX
apdpekToB, yem -KCP — B UX Yncne NoBbILEHHAA YTOMAAEMOCTb, HEPBO3HOCTb U CHUXXEHWe anneTuTa.
Kpome ToOro, y HeKkoTopbIx nauueHTos, nonyyaswwux M-KC®, konuyecTBo 303MHOGMIOB 3aMeTHO
yBenuumnocb. MNpumeHeHnne TM-KCO B TeyeHMe OAHOro-ABYX MecsALEB MOKaxeT, Habawogaerca au
yAyylWeHne KapTUHbl MHOEKUMIA M MMetoTca M Kakue-nnbo Henpuemnemble noboyHble 3dpdeKTbl.
O6bI4HO NEepBOHayYasbHO Ha3HavyaeTcs fo03a B 250 Mr/m? No cxeme MH-CP-NT, @ 3aTem eé KOPPEKTUPYIoT
AN obecneyeHns HauayyLWero OTBeTa NPU HAUMEHbLLEM KOIMYeCTBe NO6OYHbIX 3G dEKTOB.

Ecnv naumeHT ¢ TAXKeNoi HeWTponeHnen N YacTbIMU TAXKENbIMU MHOEKLMAMMU He pearupyeT Ha Tepanuio
LMTOKMHAMM, TO cnefyeT pacCMOTPETb BO3MOXHOCTb NepecagKki KOCTHOro Mo3ra.

JledeHune nupeKcuu y nanueHToB ¢ CHI/JL

MaumeHTsl ¢ CLUA, y KOoTOpbiXx 0TMedeHa HelTponexus (A4YH<1000 /mKn 1, B ocobeHHocTu, <500 /mKn),
noABepraloTcA MOBbILWEHHOMY PUCKY pPasBUTUA Taxenbix MHbekuuid. Ecnm AYH<200 /mKn, To puck
6akTepremnmn (Hannumsa GakTepuit B KPOBM) MAM cencuca (TAXKEbIX YrpoXKaloWmMX XU3HU CUMNTOMOB
6akTepmemnn) ocobeHHO BbICOK. Kpome Toro, y mHorux nauueHtos ¢ CLUJ HapylweHue xemoTakcuca
HEWTPODUNOB MOXKET YBENIUUYUTL PUCK TAXKENbIX MHOEKUUI U3-3a 3aMeSNeHUA MUTpaLun HelTpodunos
B o4arn vHdpekumn. Takum 0bpasom, LUMHUMHHATCKME CMELMasnUCTbl CHMTAIOT, YTO KaKAblil NaLMeHT ¢
CLUA v HetTponeHuel aonxkeH BbITb HE3aMeaNUTENbHO 06CNeA0BaH BPAYOM.

> ECIM NpUYMH NUpeKcun He obHapyKeHo, To nocne obLiero aHasM3a M NoceBa KPOBM Bpay MOXKeT
Ha3Ha4MTb A03y aHTUBMOTMKA, B YACTHOCTM, LedTPUAKCOHA, BHYTPUBEHHO WU BHYTPUMBbILLEYHO. B
OXMAAHMU Pe3ynbTaTOB MOCEBA KPOBM BPay MOMET TaKXKe AOMONHUTb aHTUBMOTUK CUCTEMHOrO
AeNcTBnA Kypcom aHTUBMOTHKaA ANA NpMéma BHYTPb NPOLOINKUTENBHOCTBIO B HECKO/IbKO CYTOK.

> EC/IM y NALMEHTa MMEIOTCA KAMHUYECKME NPU3HAKKU cencuca (MOHUMKEHHOE apTepuanbHoe AaBineHune,
HapyLueHMe KpoBOObOpaLLEeHNA C NOCMHEHMEM NanbueB U ry6, cnyTaHHOCTb CO3HAHUA, OCTEK/IeHeBLUNIA
B3rNA4), TO NaLMeHT MOYTU HaBepHAKa byaeT HanpasieH B 60nbHULY W ByaeT nonyyaTb aHTUBUOTUKM
LIMPOKOTO CMEeKTpa AeNCTBUA B TeYeHUe Kak MUHMMYM 48 Yacos; B 3TO Bpems Bpay byaeT Habioaatb
3¢ PeKT aHTUBNOTUKOB U OXKMAATb PE3y/IbTaTOB NOCEBA KPOBU.

> MaumeHTbl C NOBbILWEHHOW TeMNepaTypoi Tefa NPU HaMYUKU YCTAaHOBNEHHOTO UCTOYHUKA UHBEKLMM
(Hanp., aHMMHbI UAK YIWHOW UHOEKLMMU) MOTYT MONYYaTb NeYeHUE NepopasbHbIMU aHTUBMOTMKAMK NpU
yCNoBuMM TWaTtenbHOro HabaaeHWA B nocneayowme AHU no TenedoHy Uam npu noceleHum kabuHera
BPayva B0 KAVHUKM [0 BbI3L0POB/IEHUA.

> ECNM y NaumeHTa MMeeTcA YCTaHOB/IEHHbIW o4ar MHPEeKLUKU, HO COCTOAHME HeyA0BNETBOPUTENBHO, TO
NauueHT, cKopee BCEro, MOAYYUT HaAYaNbHylO [03y aHTMOWMOTMKA, Hanpumep, LedTPUAKCOHa,
BHYTPUMBILLIEYHO MM BHYTPUBEHHO, @ 3aTEM — MOJHbIN KypC IeYeHMA NpenapaTtom AN NPMEMa BHYTPb
npu TwaTtenbHom HabnwaeHun y Bpaya. Kpome Toro, B 3aBUCMMOCTU OT OLEHKU COCTOAHMUA MaUMeHTa
BPayoOM, MOXeT bbiTb peKOMeHA0BaHa roCNUTanM3aLMA UAN Ha3HaYeHUEe CUMCTEMHbIX aHTMBMOTMKOB
LUIMPOKOTO CNeKTpa AelCTBUA.



Hcnosb30BaHue aHTUGHOTHKOB nepea CToMaTo/JIOrH4Y€CKUMHU UIN
XHPYypPruyecKMMHU npoueaypamMmu

Ecnv naumeHT cTpagaet HeiTponeruein (AYH<1000 /MKn), TO CTOMATONOr BMOJSIHE MOKET HA3HAYUTb
[03y aHTUBMOTUKA ANA NPUEMA BHYTPb, HANPUMeEpP, aMOKCULMANUHA, U elé OaHY-ABE A03bl Nnocne
CTOMATO/NIOrMYECKUX npoueayp, YTobbl NpefoTBpaTUTb MNonajaHue B KpoBb 6akTepuit U3 poToBOM
nosoctn. Takoit NpUém 0BbIYHO PeKOMeHAYeTCA fAayKe Mpu NPOCTO NNAHOBOM YMCTKe pa3 B MoOAroaa,
TaK Kak npuv 3Tom 6aKTepMM 4YacTo MNPOHMKAOT B KPOBOTOK. CTOMAaTO/IOr AO/IKEH PacCMOTPeTb
LenecoobpasHoCTb KOHCYNbTaUMW C remaTosIoroM fAaHHOTO MauueHTa No MnoBoAy NpPUMEHEeHUA
BbIGPAaHHOTO aHTMBMOTUKA. Kpome TOro, Xupypr, KOTOpblii cobupaeTcs BbINONHUTL XUPYPrUYECKYHO
npoueaypy nauuMeHTy C HeWTponeHuen, AO/KEeH MPOKOHCYNbTUPOBATLCA C remMaToNIoroM nNauueHTa,
4YTOb6bI 06CYAUTL NPUMEHEHUE aHTUBMOTMKA ANA 3TON NpoLueaypbl.

CTomaTonora uan xvpypra ciegyeTt NOCTaBUTb B U3BECTHOCTb O HapPYLUEHUAX XEMOTAKCuca, KoTopble
yacto HabnwopatoTca y naumeHTos ¢ CLUJ 1 KoTopble A4ONONHUTENBHO YBENNYUBAIOT PUCK MHOEKLUU, U
6e3 TOro MOBbIWEHHbIW 3@ CYET HM3KOrO Yucna HelTpodPunos. JelCTBUTENBHO, NALUEHT C TAXKENbIM
AedeKToM XeMOoTaKcuca, Aaxe npu HOPMAaZbHOM 4uCie HEWTPOPWNOB, MOXKET noaBepraTbCs
3HAYUTENbHOW ONACHOCTU UHPULMPOBAHMNA U [OMKEH PACCMATPMBATLCA KaK NAUMEHT C HEWTponeHue.

JleyeHue APYrux GUTONEHUM

Y HeKkoTopbIx nauneHTos ¢ CLI/J B KOHEYHOM MTOre pa3BMBAETCA aHEMMA UNU CHUXKAETCA KONYECTBO
TpombounToB (HacTynaet TpombouuTOoneHua). AHeMUA NPUBOAMUT K MOBbIWEHHON YTOMAAEMOCTU U
6nepgHoCTU. PYHKLUMA TPOMOBOUMTOB — 3aTblKaTb Ablpbl B KPOBEHOCHbIX cocyfax. Takum obpasom,
TpombouuToneHuns, ocobeHHO ecM KoAnYecTso TpoMmbounTos coctasnaet meHee 20 000/MKA, cBA3aHa
C NOBbIWEHHbIM PUCKOM MOABNEHUA FEMaTOM, KPOBOTEYEHUI U3 HOCa M NeTexnin (HeboNbLUMX KPaCHbIX
NATEH HA KOXe, 06YCNOBNEHHbIX NOABAEHWEM 061acTel C TOYEYHbIMU KPOBOTEYEHUAMM).

Taxényio aHemuio (nNpu ypoBHe remornobuHa <8 mr/an) o06bl4HO fledaT nepenvBaHuem
3PUTPOLMTAPHON Maccbl. BONBIIMHCTBY NaLMEHTOB, Y KOTOPbIX KOCTHbIW MO3r He Mpou3BOAUT
3pUTPOLUTLI, TPeBYIOTCA NepenMBaHMA 3PUTPOLIUTAPHON Macchbl NPUMBAU3UTENbHO pa3 B 3—4 Heaenu.
JpUTPOLMTAPHYID Maccy cneayeT MOABEPrHYTb NerkodpuabTpaumm, 4Tobbl yAANUTb NIEMKOUMTDI,
CnocobHble BbI3BaTb TakMe peaKkuuu, Kak MNoBbleHWe TemnepaTypbl UAM KpanueHuuy. Kpome Toro,
NeKopUNbTPaLMA MO3BONUT  CHU3UTb PUCK CeHcMbunmsaumm K aHTMreHam HLA-komnnekca
(nefkouMTapHBIM aHTUTEeHaM YenoBeKa), KOTOpPaa MOXKET YBENNUYUTb PUCK OTTOPXKEHMUA TPaHCNAAHTaTa
KOCTHOro Mmo3ra. JlelKopeAyKUuMA SpUTPOLMTAPHOM MacChl TaKXKe CHWXKaeT PUCK MHOULMPOBaAHUA
uutomeranosmpycom (CMV). Mocne 3apaxeHna CMV nocnegHuil COXpaHAeTca B OpraHusme B
HEaKTUBHOM COCTOAHUM U CNOCOBEH aKTUBMPOBATLCA MOCNAE TPAHCMAAHTALMKM, BbI3biBaA OMACHYHO
nHeBMOHMIO. B 6onbwuHcTBE 6aHKOB  KPOBM  AOCTYMHbI  JIeiKOpeayLuMpoaHHble  efuHULbI
3PUTPOLMUTAPHOI Macchbl.

HekoTopble nauueHTbl C aHemMuell MOryT pearMpoBatb Ha Tepanuio spuTponostuHom (3MNO) —
BblpabaTbiBaeMbiM NOYKaAMM FOPMOHOM, PErYIMPYIOWMUM KOMYECTBO 3pUTPOLMUTOB B KpoBu. MO, Kak
npaBuo, Ha3HAYaEeTCA B BUAE UHBEKLUM NN MHPY3UK 1-2 pasa B Heaento.

Taxényio TpomboumToneHuto (uncno Tpombouutos <20 000/MKA) NpWM HANMUMKM TEMaTOM  UAU
KPOBOTEYEHU O6bIYHO NeyaT nepesvBaHMem TPomboUUTOB. TPOMBOLMTLI COXPAHAITCA B KPOBOTOKE
Wb B TeyeHue 1-2 Hepenb. Takum 06pasom, ecnnm B opraHUame nauueHTa TPombouUTbl He
NPOU3BOAATCA, TO MOTYT NoTpeboBaTbCA exeHepesbHble nepenvBaHuA. TPOMBOUUTLI TaKKe [LOKHbI
noaBepratbcA NeMKodUAbTPALUM MO YKA3aHHbIM Bbilwe npuynHam. Kpome Toro, B UMHUMHHATKM ana
NeyeHnA MauMeHTOB C HeAOCTaTOYHOCTbIO KOCTHOFO MO3ra 4acTo WCMo/b3yloTcAa «adepesHble»
TPOMBOLUTbI, NO/NYYEHHblE OT O4HOrO AOHOPA, @ He CMellaHHble TPOMBOLMTbI HECKOIbKUX AOHOPOB.
AdepesHble TPOMOBOLMUTLI MONYYAOT BblAENEHMEM 6GONLLWIOrO KO/MMYECcTBa TPOMBOLMTOB M3 KPOBMU
OAHOrO0 [l0HOpPA C NOMOLLbI CheuuanbHOro annapata Ana adepesa. CmewaHHble TpombouUTbl OT
\o,u,Horo AOHOpa \nonyqaroT, BblAenasa TpomboumnTel U3 5 Unn 6 eanHUL, 06bIYHOW JOHOPCKON KPOBM.

Takum 06pasom, Npu UCMO/b30BaHUM adepesa MaumeHT nosyyaet 6MONOrMYECKUA maTepuan Nuwb
0AHOrO A0HOPA, B TO BPEMA KaK NPW UCMNO/b30BaHWM CMELLaHHbIX TPOMBOLMTOB NaLMeHT KOHTaKTUpyeT
c matepuanom 5-6 poHopoB. WTak, npumeHeHue adepesHbiXx TPOMBOLMUTOB CHWMMKAET KOAMYECTBO

Makcum MeaHoB 19.6.2014 6:48

NMpumMeuanme [1]: Ckopee Bcero, ownbka B
OpUTMHANE: MO CMbIC/Y MOAXOANT KOT HECKOBbKMX
[OHOPOBY.




[OHOPOB [aHHOTO NauMeHTa M, TakMm 06pPa3oM, YMEHbLLIAET PUCK OTTOPNKEHWUA TPaHCNAaHTaTa.
BonblKMHCTBO 6aHKOB KPOBU NpeAocTaBAAT adepesHble TPoMbOUUTLI NO 3anpocy.

PagnaunoHHas obpaboTka npenapaTtos KpoBM AnA nepennsaHua naumeHtam c CLUJ, kak npasuno, He
TpebyetcA. MpenapaTbl KPOBM NOABEPraloTcA O6NYYEHWUID AONA YHUUTONKEHUA B HUX MMAOOLUTOB.
MocneaHve npu nepenvBaHMM MauMeHTam C HU3KMM MMMYHHbIM CTaTyCOM, B YacTHOCTWU, nocne
TPaHCNNAHTALMN KOCTHOTO MO3ra, MOTYT MPWUBECTU K PasBUTUIO PeakUUW «TPaHCMAaHTaT npoTuB
x03anMHa» (PTMX) — WMMyHHOM peaKkuuMu [OOHOPCKUMX AUMGOLMTOB NPOTUB TKaHEW peuunueHTa
npenapata Kposu. PTMX cnocobHa Bbi3BaTb MOPAXKEHNE KOXMW, AMAPEI0 U FenaTuT U MOXKeT NPUBECTU K
netanbHomy ncxoay. OgHako y naumeHTos ¢ CLUA aumdounTapHbIi UMMYHUTET, KaK NPaBU/Io, B HOPME,
4yTo 06YCNOBAMBAET OYEHb HWU3KUIA PUCK PasBUTUA NocTTpaHcdysnoHHoi PTMX. OaHako B TeyeHue
HECKONbKUX MecALeB Mnocne nepecajgkim U [0 BOCCTAaHOB/NEHUA UMMYHHOW CUCTeMbl BCe npenapaTbl
KpoBu cnepyet obayyatb ana npodunaktmkm PTMNX. B UuHUMHHATKM BCe npenapaTtbl KPOBM,
npefHasHayeHHble ANA BBEAEHWA NauMeHTaM C HeAO0CTaTOYHOCTbIO KOCTHOrO mosra, obsydatoTca no
ABYM MpWuYMHam: 1) MHOrMe Halu NauuMeHTbl HeJABHO MEpPeHecan TPAHCMAAHTALMIO, U Mbl CTPEMUMCA
MWHUMU3UPOBATb PUCK HENpPeAHAMEPEHHOro BBeAEHMA HEeOobNYYEHHbIX NPenapatoB KPOBM TakuUm
naumMeHTam; 2) MMelTCA [AaHHble, YyKasblBaloWwWe Ha To, 4YTo 0b/ayyeHWe npenapaToB KpoBsM,
npefHasHaYeHHbIX ANA BBEAEHWA NauMeHTam, nosayvalwmm 6bonblunme o6BLEMBI TPAHCPY3MOHHOW
Tepanuu nocne TPaHCNAaHTaLMK, MOXKET CHU3UTb PUCK OTTOPNKEHUA TpaHcnaaHTata. OgHako B Apyrux
CUTyauMAx, Npu YCNOBMM, YTO MNALMEHT He nepeHEc HeAaBHIOW TpaHCNAaHTauuilo, obnyvyeHue He
obasatenbHo.

JledeHHe aHEeMUU IPU XUPYPrudyecKux npoueaypax

Y HeKkoTopbIx naumeHTos ¢ CLU/J, aHemusa pa3BMBaeTca B Xo4e NaToN0rMYeckoro npowecca. HopmasbHbli
ypoBEHb reMornobuHa 3aBMCMT OT BO3pacTa M Noaa NauMeHTa; TeM He MeHee, YPoBeHb remornobuHa
<10 r/an o4eBMAHO aHOMaNEH AnA N06Oro naumeHTa. AHeMUsA NoABePraeT NaLMeHTa PUCKY YXyALEeHNUs
KncnopogoobmeHa BO Bpems XMpyprudeckoi npoueaypsl. na obecnedeHms 6€30nacHOCTM aHeCcTe3nn
60/1bWIMHCTBO aHecTe3non0ros TpebyoT obecneynTs y NnaumeHTa ypoBeHb remornobuHa soiwe 10 r/an
WUAN KaK MUHUMYM 8 r/an. Takmum 06pa3som, XMpypr MM aHeCTe3MoNor MOryT MOMPOCUTbL MPOBECTU
nauuMeHTy nepenvBaHue KpoBW, 4TO6bl o6ecneynTb AOCTAaTOYHLIA ypoBEHb remornobuHa nepeg
aHecTesmnen.

Kpome Toro, ecnu naumeHT cTpagaeT NHEBMOHMEN, a ypoBeHb remornobuHa cocrtasnset <10 r/an, To
TpaHCcdy3na MOXKeT 6bITb NOKa3aHa ANA YAYULEHUA OKCUTEHAL MM TKaHEeW OpraHn3ma.

JleueHue TpOMGOLII/lTOHEHI/II/I MIpHU CTOMATOJIOTHUYE€CKHUX WIN XUPYPIrUIE€CKHUX
npoueaypax

Hekotopble nauueHTol ¢ CLA moryT cTpagaTb TpombouuToneHuel (CHUMKEHHBIM  YMCIOM
TpombouWTOB), 4YTO NOABEPraeT MNauMeHTa PUCKY KPOBOTEYEHUS NPU  CTOMATONOTUYECKUX WU
XMPYPruyecknx npoueaypax. Kak npasuio, ecnm uyucno Tpomboumtos Bbiwe 100 000/mKA, TO
nepenvBaHve TPOMbOLUTOB He TpebyeTcs, TaK Kak PUCK KPOBOTEUEHUA HEBeNUK. OAHAKO ANA KPYNHbIX
CTOMATONIOTUYECKUX WAN XMPYPrUYECKUX npouesyp YpoBeHb TPOMOOUMTOB Yy NauMeHTa [O/KeH
coctagnaTb He meHee 50 000/mKn. HekoTopble XMpyprayeckMe v CTOMAaTO/IONMUYecKuMe npoueaypb
XapaKTepu3ylTCcA CTO/b BbICOKUM PUCKOM KPOBOTEYEHWA, YTO CTOMATONOr WAW XUPYpPr MoOryT
notpe6osaTb obecneuntb ymucio TpomboumToB >75000/mKn uam >100 000/mMKn — Hanpumep, npu
3KCTPaKUMM 3yba MyapOCTM AU NPOBEAEHUU UHTPAaba0MUHaNBHON onepaumu.

JleyeHune Mue0AUCIIIaCTUYECKOTO cuHApoma (M/IC)

MuenoancnnacTMyeckmuii CMHAPOM — 3TO K/OHasbHOe 3aboneBaHWe KOCTHOTO Mo3ra, Npu KOTOPOM
KNETKM, KaK NpaBuio, He CO3peBaloT € 06pa3oBaHMEM HOPMasbHO (GYHKLMOHUPYIOWMX KNETOK. Y
nayneHToB ¢ MAC KOCTHbI MO3T XapaKTepusyeTcs BbICOKOW HACbIWEHHOCTbIO KAeTKaMM, aHOMaNbHOM
mopdonorvein U Hanuumem onpenenéHHbIX aHOMaNbHbIX LUTOreHeTUYECKUX KAoHoB. OgHaKo ecan y
nauMeHTa ¢ CMHAPOMOM HeAO0CTaTOYHOCTU KOCTHOro mo3sra, Hanpumep, CLA, passusaetca MAC, T0
HaCbILLEHHOCTb KOCTHOFO MO3ra KNeTKaMn MOXKEeT BbiTb He MOBbIWEHA, @ YAaCTO CHUMKEHa NO CPaBHEHUIO
C HOpMoOI. AHOMasbHble («AUCNNACTUYECKMEN») KNETKU MOTYT OTHOCUTLCA AWWb K OAHOM AWHUK, B



YaCTHOCTU, MWENOUAHOTO UAN 3SPUTPOUAHOIO MPOUCXOXAEHUA, @ MOTYT BOCXOAWUTb KO BCEM TPEM
NMHUAM  (MMeNonAHbIM, 3PUTPOUAHBIM U MErakapuouuTapHbIM (NPOU3BOAALLUM TPOMBOLMUTHI)
KNeTKam). Yem Takenee AUCNNasus, TEM Bbile A0A aHOMANbHbIX «BAACTHBIX» KNETOK, a YemM bonblue
IMHUIA 3a4encTBOBaHO, Tem Taxenee nporHos MAC. Mpw nérkoi ancnaasmm og4HON-ABYX IMHUIA KNETOK
TWwaTenbHoe HabnaeHNe MOXKHO BECTM C MOMOLLbIO aHaAN3a KOCTHOrO mo3ra NpubansnTensHo pas B
nosrofa, ofAHako npu 6onee TAXKENOW AUCNNA3MM MHOTUX IMHUIA cnefyeT PaccMOTpeTb BOMPOC O
TPaHCNNAHTALUKU KOCTHOro mo3sra. Ecam pona neiikemmyeckux 61actoB B KOCTHOM MO3re npesblwaet
20%, TO, NO onpefeneHunto, MaLNEeHT paccMaTpMUBaETCA KaK CTpadalowmnii neiikemueit, a He MAC. Takum
nayueHTam, HECOMHEHHO, cneflyeT NPOBOAUTb TPAHCNIAHTALMIO.

Beuay pucka passutua MAC van nemkemum mbl peKomeHAyem nposBoauTb y Bcex geTtei ¢ CLUA
eXeroAHblii aHa/sM3 KOCTHOrO MO3ra, BKJ/OYAIOWMIA KaK acnupauuio, Tak U buoncuto. MonyyeHHbIN
KOCTHbIA MO3r HeobXxoAMMO NOABEPrHYTb KaK CTaHAAPTHOMY LMTOreHeTUYeCKOMY aHaniu3y, Tak u
cneuManmMsnMpoBaHHOMY aHanusy ¢ nomolbto ¢ayopecueHTHoW rmnbpuamsauyum in situ (FISH) Ha
npeameT MOHOCOMUN 7, geneunn B 7¢, U30XPOMOCOMbI 7, Tpucommmn 8 n aeneummn B 20q. O6HapyKeHue
MOHOCcOMUM 7, aeneunn B 7¢, M30XPOMOCOMbI 7 U TPUCOMUMN 8 CAYKUT YrpOXKaIOLWMUM NPU3HAKOM U
06bI4HO roBOPUT O NporpeccupoBaHumn Ao MAC nnu nerikemun. OfHaAKO HanM4Me U30XPOMOCOMbI 7 1
neneumn B 20g Habnoganocb n 6e3 nporpeccupoBaHua o MAC wam nerikemuu. LencTBUTENbHO,
HEKOTOpble NAaLMEHTbl MOTYT ABNATLCA HOCUTENAMM OAHOM U3 STUX aHOMA/IUI B TEHEHUE MHOTUX NIET, He
npoABaAa CMMNTOMOB nporpeccupoBaHna Kk MAC. Bcex naumMeHTOB, Yy KOTOPbIX KAOHbI BblABNEHbI
MeTOA0M LMUTOreHeTUyeckoro aHanusa uau FISH, cnepyet HabnogaTte yalle — Kak MUHMMYM pas B
6 MecALEB, C NOBTOPHbIMU @aHaM3aMMN KOCTHOTO MO3ra U 06LWMMM aHANN3aMM KPOBUM, YTOBbI UCKNIOUYNUTD
nporpeccuposaHne go MAC vam nelikemuun. NMpu BbIABNEHUM KOHA Pa3yMHO PacCMOTPETb BOMPOC O
HanpaBAeHWUM B LEHTP TPAHCM/IAHTO/IOTMKN, B KOTOPOM YXKe NPOoBeAEH pPAZ YCMeLHbIX TPpaHCnAaHTauui
npu CWA, ana HayanbHoro obcneposaHna U HLA-TMNMpPOBaHMA, 4TOBbI Ha4YaTb NMOUCK NOTEHLMANbHOIO
[OHOpPA Ha c/ly4alt BO3HUMKHOBEHMWA NOTPEOHOCTU B TPAHCNNaHTaTe.

Takum o06pasom, No Hawemy MHeHU, ANA nauueHta ¢ MAC v nNpu3HaKamMu HanMuMA KAOHa C
MOHOcOMUel 7, peneumeit B 7q v Tpucommeit 8, ocobeHHo ecnm no AaHHbiMm FISH kKnoH cocTtasnset
6onee 10%, cnepyeT paccmoTpeTb BONPOC O TPAHCM/IAHTaLMM KOCTHOTO MO3ra Jake Mnpu OTCYTCTBUM
npusHakos MZAC wnan nevikemun. Kpome TOro, ecnn K/AOH, BbIABAEHHbIN BO Bpemsa npeablayLymx
aHa/NN30B KOCTHOrO MO3ra, pacnpocTpaHAeTca, O YEM roBopAT AaHHble Nocnefylowmnx aHaan3os, TO
cnefyeT paccmMoTpeTb BOMPOC O TPAHCNAAHTAUMM KOCTHOro Mmo3ra. Mbl monaraem, 4To y TaKux
nauMeHToB €O BpemeHem pa3oBbéTca MUAC wuau nelikemua; Takum obpasom, UM nyylle MNpoBecTu
TpaHCMNAaHTaUMio A0 PasBUTUA BbiparkeHHoro MAC unun nelikemuu. Mocne nossneHua cumntomos MAC
UNN NEAKEMUM BbINEYUTb NALMEHTA C MOMOLLbIO TPAHCMNAHTALUM CTAHOBUTCA CIOXKHEE.

MauneHTOB C Npu3HaKaMW HaAWYUA KNOHOB C U30Xpomocomoi 7 wnaun paeneumein B 20q, HO bes
npusHakos MAC unun nevikemun, cnepyet TwaTtenbHo Habnoaatb, Nposoas oblime aHanU3bl KPoBU
eXeMeCAYHO UM KaxAable 2 MecALa U aHanM3bl KOCTHOrO MO3ra He pexe, Yem Kaxkable 6 mecaues. Mpu
BbIABNEHUN npu3HakoB M[AC, neikeMuUU WMAU NOABNEHUWU APYIUX KAOHOB, COMPAXKEHHbIX ¢ Bonee
BbICOKMM PUCKOM, CefyeT pacCMOTPeTb BOMPOC O TpaHCMAaHTauuun.

Yncno popmMeHHbIX 31EMEHTOB KPOBU Y NaumeHTa ¢ CLJ, paHee 6biBluee cTabUAbHbIM, MOXKET BbICTPO
CHM3UTLCA — B TeYeHWe BCEero HEeCKObKUX HeAdesnb UAUM mecAueB. ITO MoxkeT bbiTb 06ycnoBneHo
nporpeccupytoLelt anaasmeit KOCTHOrO Mo3ra UM MOXKeT CBUAETENbCTBOBATb O NPOrPeccMpoBaHnm A0
MAC van neitkemumn. Mbl nonaraem, 4To BCEM MaLMEHTaM, Y KOTOPbIX YPOBEHb reMorno6uHa uam 4nucno
TPOM6OLUTOB 6b110 HOPMa/IbHBIM, @ 3aTEM ABHO CHU3U/IOCH, CeflyeT NPOBECTU aHain3 KOCTHOTO MO3ra,
4YTO6bl UCKAOYUTL Pa3BUTUE UMUTOTEHETUMYECKM aHOMasbHOro KaoHa, MAC wau paxke nerikemuun. Y
HEKOTOPbIX MNALMEHTOB B KOHLE KOHLOB MOXeT BO3HWKHYTb MAC unu nelikemusa, HO 3TO 06bIYHO
npoucxoauT B Bo3pacTe ctapwe 20 net. OAHAKO ONMCaHbl JaXke CAyvyan TAXKENON MaHLMTOMEHUU y
Aetelt Ao 2 neT n paHHero pa3sutua MAC nnu nelikemumn y aetei ¢ CLUA.

Ecan Ha MOMEHT BbIAABAEHUA AMCNNA3MM KOCTHOrO MO3ra nauueHT nosyyaeTr neyeHue LUTOKMHOM, B
yactHoctH, [-KCP, TO UMTOKMH cnefyeT OTMEHUTb, a Yepe3 OAMH-ABAa MecAua NOBTOPUTb aHanu3
KOCTHOrO MoO3ra. Y HeKOTOpblIX MauMeHTOB AMCNAACTUYECKUEe W3MEHEHUA KOCTHOro Mo3ra MoryT
ncyesHytb. OpgHako ecan oTmeHa [-KCP cHoBa NpuBOAUT K TAMKENOW HEUTponeHuu, To cnepyet
paccmoTpeTb BOMPOC O nepecaZKe KOCTHOrO MO3ra, Tak Kak NMoBTOPHOe HasHayeHue M-KCO, BepoATHO,
CHOBa nNpuBEAET K CepbE3HOW [AWUCNNasuM KOCTHOTO Mmo3ra. [na Bcex NauMEeHTOB C TAXENON



NaHUMTONEHMEN UNKN TAXKENON HeNTponeHuel Ha oHe Tepanum LUTOKMHAMM, NPUBOAALLLEN K YACTbIM
WUAN TAXKENBIM MHDEKLMAM, CieayeT pacCMOTPETb BOMPOC O TPAHCMAAHTALMU KOCTHOTO MO3ra.

Kak npasuno, MAC, Habnogatowminca npu CLUA, nepes TpaHcnAaHTaumen He neyaT Kakum-1mb6o Bugom
XMMUHoTepanuu.

JleueHue JJeMKEMUU

Ecam y naumenTa ¢ CLUA neiikemus, xapaktepusytowascs >20% 3/10KavecTBEHHbIX 61acTOB B KOCTHOM
mosre, passuaeTca ambo de novo, Mbo BcaeacTeme nporpeccuposanna M/AC, To Tepanueit Bbibopa
ABNAETCA TPaHCMAaHTauuA. Bompoc O HasHaYeHUW MHAYKUMOHHON XMMMOTEpanuu MAU MONbITKax
[06MTbCA PeMUCCMU UAW LUTOPEeAYKLUUU NeKeMUn A0 Hayana NoAroTOBUTE/NIbHON Tepanuu nepepg,
TPaHCNNAHTaUMEN ABAAETCA OTKPbITbIM. Pa3ymMHbIM NPeACTaBAAETCA WCNO/Ab30BaHWE CTaHAAPTHOMN
MHAYKUMOHHON Tepanuu, B YacTHocTH, AD (AayHOMUUMH, apabUHO3UALMTO3MH M 3TONO3KUA), XOTA U3-3a
OMaCHOCTU TAXENOro TOKCUYECKOTo 3dPeKTa MOryT UCMO/Ib30BaTbCA MeHbLLUMe [03bl, YeM 06bluHO. [nA
naumMeHToB ¢ HeboNbLOW Aonelt 6a1acTOB MM NALMEHTOB B NJOXOM KNAUHUYECKOM COCTOAHUU MOXKET
6bITb BO3MOXHA HENoCcpeACTBEHHAA TPaHCNAaHTaumMA 6e3 Kakoh-nMbo MHAYKUMOHHONM Tepanuun. Puck
OPraHOTOKCUYHOCTU U MHDEKLUNI CnefyeT COM3MEPATb C PUCKOM peLmanBa Nocie TpaHCNAaHTauuu.
Ecnv y nauuenTta ¢ CLUJ pasBuBaetca neikemusa, TO, BEPOATHO, HaWUAyylWMM BapuaHTtom 6yaet
HemeA/leHHOe HanpaBNeHMe NauueHTa B LEHTP TPAHCMNAHTONOTUK, UMetoLw it BoraTblli onbIT paboTbl ¢
nauuveHtamu, crpagalowmmm CLA, uT06bl peweHne 06 WCNONb30BAHUU  UUTOPEAYKTUBHOWM
XMMUOTEPANUMU MOFN0 BbITb MPUHATO B KOHTEKCTE NNAHMPOBAHMA TPAHCMAAHTALMM U NMOUCKa JOHOpPa.

TpaHcniaHTanMAa KocTHOro mosra npu CHIJL

C TOYKM 3PEHUA LMHUMHHATCKUX CNeLnanvucTos, 0630p AUTEPaTypbl NO TPAHCMAAHTALMKU NAaLMEHTaM C
ClWA ybeauTenbHo ykasbiBaeT Ha To, YTo naumeHTbl ¢ CLUA nopBepratoTca 60/1iee BbICOKOMY PUCKY
cepfeyHo WM NEroyHoM  HeJoCTaTOYHOCTW, €eCAM B paMKax  MpeATpaHCnNaHTaUuUOHHOM
NoAroTOBUTENIbHOM Tepanuu HasHavyaeTcs uuknopochamug uam ToTanbHoe ob6bayveHue. Huke
npuBeAeHbl NONyYEeHHble AaHHbIe.

B nutepatype onucaHo 46 nauMeHTOB, KOTOPbIM NPOBEAEHA TPaHCNIaHTaLUMA KocTHoro mosra (TKM) no
nosoay CLUJ 1 AnA KOTOPbIX B KYPHANbHbIX CTaTbAX UMEIOTCA UHANMBUAYAIbHbIE AaHHbIE, A0CTaTOUYHbIe
ANA npoBefeHua aHanusa (8-28). Cpegu 3Tvx 46 MauMeHTOB OCHOBHOW NPUYMHOW NeTanbHOCTU Bbina
OpPraHOTOKCUYHOCTb, OCOBEHHO CepAeyHan U NEroyHana HegoCTaTouHOCTb. CornacHo ony6/aMKOBaHHbIM
AaHHbIM, 55% nNauMeHTOB BbIKWAW NOCAe TPaHCNAAHTaUMWM NPWU NPOSOIKUTENbHOCTM HabnwogeHus
24 mecaua. LUMHUMHHATCKME unccnenoBaTenv NPOBEAN MeTa-aHanu3 AaHHbIX, COAEepXalMUXca B 3ITUX
cTatbaAx. BonkuBaemoctb nocne TKM no nosogy annasum coctaBnset 88%, O4HAKO OKa3blBaeTCA HUXKe
ana naumeHtos ¢ MAC nam neiMkemmeit, YTO yKasblBaeT Ha BaXXHOCTb TPAHCM/IAHTaLMU A0 Pa3BUTUA
Bblpa)keHHoro MAC nau nelikemuu. BbiXkMBaeMocCTb Mocie TpaHCNAaHTaLMmM oT COBMECTUMOro AoHopa-
6paTa uan cecTpbl cocTaBnfeT NpubAnsuTenbHo 62%, a NpU TPAHCNAAHTALUU OT HEPOACTBEHHOTO
AOHOpa — 0Koo 58%. 13 27 naumeHToB, NOAyYMBLWKX LuKnodochamua, B Kayectse NoAroToBUTEIbHOWM
Tepanuu, yepe3 24 mecaua BbKMAO 46%. U3 18 nauueHTOB, NOAYYMBLUMX TOTasbHOe 0b6ayyeHue,
BbIKMA 41%. U3 14, nonyyaslimx Kak umknodochamua, Tak M obaydeHue, yepe3s 2 roga nocne
TPaHCMNAHTAUUN BbIXKUAO AnWb 28%. BONbWIMHCTBO NeTaNbHbIX UCXOL0B 0OYCNOBNAEHbI NEFOYHON UK
cepAevyHoin HeJ0CTaTOYHOCTbIO.



I'padpuku BeikuBaemMmoctu Kansiana-Meiiepa
padukun BbikMBaemoctn KannaHa-Meiepa ans 46 naumMeHTOB, OMUCAHHbIX B JiMTepaType, B T.u.
7 naumeHToB U3 UMHUMHHATHK.
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TITIK npu cuHapome LLiBaxmaHa-danmorHaa
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TITIK npn cungpome saxmana-AdavimoHaa
BbiknBaemocTb 3aBUCUMOCTU OT npuMeHeHusa 06nyquvm npu noaroToBke
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TITIK npu cunapome LLiBaxmana-JaimoHaa
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PucyHok 5.

TIMIK npu cuHapome LLiBaxmaHa-OanvoHaa
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TITIK npu cungpome LsaxmaHa-faimonga
BbhkuBaeMocTb 3aBMCMMOCTUM OT npuMmeHeHuto LITK/o6n. npu nogrotoBke
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B oTuéTte 0 26 naymeHTax U3 EBponeinckoro perucrTpa TPaHCNIaHTaLMM KOCTHOTO MO3ra 6e3 KOHKPEeTHbIX
OaHHbIX MO OTAE/NbHbIM MauveHTaM NPUBOAATCA CxoXue obwue pesynbtaTtbl (29-30). O6was
BbI)KMBAEMOCTb cOCTaBuna 65%. JleTasbHble UCXOAbl BCIEACTBUME OPraHOTOKCMYHOCTM, OCOBEHHO
KapAmo- U NyIbMOHOTOKCUYHOCTU, Habaodanuch y 35% nauneHToB. CMEPTHOCTb 33 CHET TOKCUYECKUX
a¢dekToB OblNa Bbile Yy MALMEHTOB, KOTOPbIM TpaHCN/iaHTauMa nposoamnacs no nosody MAC wnau
NeMKemMun, 4em y Tex, KOTOpPbIM OHa NPOBOAMAACb MO MOBOAY aniasMu KOCTHOro mosra (56% v 19%
COOTBETCTBEHHO). BbIXKMBAaeMOCTb Nocne fedeHuns, BKAYaBLwero obayyeHue, coctasnana nnwbs 20%, a
cpeau Tex, KTo He noageprasncs obayyeHuto, — 67%.

B cBeTe HWM3KOM BbIXKMBAEMOCTM MOC/AE NeyeHus uuknopocbamuaom u/unu obayyeHuem, a TaKxe
BbICOKOrO  PUCKA NY/JIbMOHO- WAM  KapAWMOTOKCUYHOCTM,  UMHUMHHATCKME — Crneuuanuctol  no
TPaHCNAAHTaLMM NPUHANN pelleHne 06 UCNOAb30BAHUM CXeMbI, He BK/IOYatoWwel HM To, Hu apyroe (10,
31). Ha faHHbII MOMEHT TPaHCNAAHTaLMA NpoBeseHa 7 NauMeHTam, B T.4. TPEM — OT HEpPOACTBEHHOMO
AOHOpa. Bce nauueHTbl BLIKWMAW, HU Yy OAHOTO He OTMEeYeHa CyLEeCTBEHHas MNy/JbMOHO- WAU
KapAMOTOKCMYHOCTb. [POBOAMBLUAACA 3TUM MauMeHTamM MOArOTOBUTENbHAA Tepanua BKJ/OYasaa
KombuHauuio dnypapabuHa, mendanaHa U MOHOKNOHaNbHOrO aHTUTena Kamnat. Y Bcex nauumeHTos
NONHOCTbIO NPUXUANCL [OHOPCKME KneTku. CywectBeHHoW PTMX He Habnoganocb. TOKCMYHOCTL BO
BPeMA W Nocae TpaHCnaHTaLMmM 6bl1a MUHMMaNbHOW. Ha AaHHbIN MOMEHT Y NauueHTa ¢ passuBLLelica
nevikemuent n 4 naumentos ¢ MAC He HabNOAAETCA KaKUX-NMBO NPU3HAKOB PeuuanBa KNOHANbHOMO
3aboneBaHuna. Y Bcex 7 NauMeHTOB nepes TpaHCMAaHTauuen Habaoganocb Hanuumne LUTOreHeTUYeCKm
QHOMa/IbHbIX KIOHOB M HU3KasA KOHLLEHTPpaLUMA GOPMEHHbIX 3/1eMEHTOB KPOBMU.

Tpy U3 YeTbIpéx NauMeHTOB, KOTOPbIM B AMOBCKOM YHMBEPCUTETE MPOBEAEHA TPaHCNAaHTaUMA No ToW
e CXeme, TaKKe BbIKWAM W HEe MUCMbITbIBAAW NPOABAEHWUIA TAXKENOW TOKcuuHocTM (18, 28). OaumH
NauMeHT yMep 13-3a OC/IONKHEHMUI XPOHUYECKOW peakLmMm «TPaHCNAAHTaT NPOTUB Xxo3auHa» (PTMX).
Takum 06pasom, BaxKHO OTMETUTb, YTO NaumeHTbl ¢ CLUJ, noaBepratowmeca TpaHCNAaHTaUMK, AOMKHbI
NoAyYUTb NOATOTOBUTENbHBIN KypC Tepanuu, UCKNIOYAIOLWMIA BbICOKOA030BOE TOTaNbHOM 0bayyeHne u
unknodpocpamua. BepoaTHO, B MHTepecax MaLMeHTa TPAHCNAAHTAUMIO CnefyeT MPOBECTU B LLEHTPE,
obnagatowem onbITOM MO TpaHCM/NAHTAUWUM MMeHHO nauueHTam ¢ CLUJ B ycnoBMAX NOHUMKEHHOMN
MHTEHCMBHOCTM NOArOTOBUTENbHON Tepanuu. Ecam y naumeHTa yxKe MMetoTcA NPU3HAKU HanYnA KNOHa,
MAC, neiikemuu, TAXKENON HEUTPONEHUU, Pe3UCTEHTHOMN K M-KCD man naHumMToneHun (annactmuyeckomn
aHeMuM), TO BAXKHO 3apaHee CBA3ATbCA C TaKMM TPAHCMIAHTONOTMYECKUM LEHTPOM, YTOGbI
HanpaBAAOLWMIA TeMaToN0r U TPAHCNIAHTONI0MM MOT/IN KOOPANHUPOBATL IeYeHue.
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Glossary:

Absolute Neutrophil Count (ANC) - The ANC is calcuted by multiplying the total white count by the
percentage of neutrophils + bands. For example, If the total white count is 4000 and the percentage of
neutrophils is 20% and bands is 5%, then the ANC would be 4000 x [.20+ .05] = 1000.

Acute Myeloblasts Leukemia (AML) - Leukemia of the neutrophil-forming white blood cells. These
immature myeloid cells (myeoloblasts) are increased in numbers (>20%). The normal percentage of
myeloblasts in the marrow is <5%.

Anemia - A low number of red cells in the blood. Red blood cells carry the oxygen picked up in the lungs
to the tissues and the carbon dioxide back to the lungs for release back into the air. Anemia is when the
hemoglobin level is below the norms for age. Anemia usually requiring transfusion is a level <8 gm/dL.
Apheresis - A method of selectively removing a blood component such as platelets from a donor's blood.
The donor's blood is circulated into a centrifuge machine which separates out the blood component
desired and the rest is given back to the donor. Apheresis machines are also used to obtain marrow
stem cells from normal donors for use in bone marrow transplantation.

Aplastic Anemia - Failure of the production of red blood cells, neutrophils, and platelets by the bone
marrow. Severe aplastic anemia is defined as 2 of the following: an ANC <500, a platelet count <20,000,
and a hemoglobin <8 (or an absolute reticulocyte count <40,000) in the presence of a marrow with low
cellularity and without evidence of leukemia or MDS.

Bacteremia - The presence of bacteria in the blood stream.

Blast Cells - Early marrow progenitor cells. Abnormal leukemic blast cells are the cells which characterize
leukemia or MDS. Normal marrows may contain up to 5% normal blast cells. MDS marrow generally
contain <20% abnormal clonal blast cells. Acute leukemic marrow generally contains >20% abnormal
clonal blast cells.

Bone Marrow Aspirate and Biopsy - A procedure often performed under brief general anesthesia or
heavy conscious sedation to remove a sample of liquid marrow in a syringe (aspirate) and a thin solid
marrow core (biopsy) usually from the marrow space of the hip bones. These samples are then analyzed
to look at the type of cells present, to identify MDS or leukemia, and to determine the cellularity of the
marrow.

Bone Marrow Transplant (Allogeneic) - Replacement of a patients marrow by the marrow of another
individual

Matched Sibling Donor Transplant - A bone marrow transplant in which the donor is an HLA-matched
sibling. There is a one in four chance that a full sibling will match by HLA typing. Unrelated Donor
Transplant - A bone marrow transplant in which the donor is an unrelated donor who has volunteered
to donate through the NMDP or other such organization. A donor is selected who has the closest HLA
match to the patient. Other factors such as age, CMV status, and sex are

often taken into consideration in chosing a donor. An unrelated donor transplant generally carries with
it a higher risk of graft rejection and GVHD. Marrow stem cells may be obtained by marrow "harvest"



from the hip bones in surgery, by apheresis, or from an unrelated cord blood collected at the time of a
baby's birth.

Campath Monoclonal Antibody - An antibody which is highly immunosuppressive and when give pre-
transplant can reduce the risk of graft rejection and GVHD.

Chemotaxis - The directed movement of neutrophils to sites of infection.

CMV (Cytomegalovirus) - A virus which is common in the population which, once a person gets it, does
not go away. It stays in an inactive state unless the immune system is damaged, such as temporarily
occurs with bone marrow transplant. The virus then may grow rapidly and lead to a severe pneumonia
or other problems. CMV can be transmitted on the white cells contained in a blood transfusion.
Leukofiltration can remove almost all of this virus from blood components and prevent the acquisition
of CMV from the transfusion.

Cystic Fibrosis (CF) - A hereditary disease associated with the production of thick mucous in the airways,
worsening lung function over time, and increased infections of the lungs. CF patients also have damage
to the pancreas by thick secretions which leads to pancreatic insufficiency similar to that seen in SDS.
Cytogenetic Clones - An abnormal group of cells in the marrow all derived from one single abnormal cell
and identified by standard cytogenetics or FISH analysis. These clones may grow and progress to MDS or
leukemia.

Monosomy 7 - Only one copy of chromosome 7. Often associated with MDS or leukemia.

7q deletion - Loss of part or all of the long arm of chromosome 7. Often associated with MDS or
leukemia.

20q deletion - Loss of part or all of the long arm chromosome 20. Often seen in SDS patients but not as
likely to progress to MDS or leukemia.

Isochome 7 - A duplication of the long arm of chromosome 7 around the

centromere. Often seen in SDS patients but not as likely to progress to MDS or leukemia.

Trisomy 8 - Three copies of chromosome 8. Often associated with MDS or leukemia

Cytoreduction - A reduction in the amount of leukemia present in the marrow usually by giving
chemotherapy to the patient.

Cyclophosphamide (Cytoxan) - A standard cytotoxic chemotherapy drug which is often used in marrow
transplant preparative therapy.

Diabetes - A disease associated with high sugar levels in the blood due to inadequate production of
insulin by the pancreas or an inability of the cells of the body to adequately respond to normal amounts
of insulin.

Donor Exposures - The number of blood component transfusions a patient has received from different
donors. The larger the number of donor exposures, the greater the risk of graft rejection after a marrow
transplant.

Donor Search - The search done to find a donor for a bone marrow transplant.

Dysplasia - Disordered appearance of the bone marrow cells recognizable under the microscope
Endoscopy with Pancreatic Stimulation - A surgical procedure in which a tube is put down into the first
part of the small intestine and a chemical is sgirted into the area to cause the release of pancreatic
enzymes by the pancreas. The levels of those enzymes are then measured in the fluid sucked out
through the tube.

Engraftment - The growth of the new donor marrow cells in the patient. The goal is to achieve 100%
donor engraftment, i.e., all the cells in the marrow are of donor origin.

Erythroids - The precursor cells in the marrow of the red blood cells.

Erythropoietin (EPO) - The cytokine in the blood produced by the kidneys which regulates the number of
red cells in the blood. It is commercially available for injection or infusion.

European BMT Registry (EMBT) - The registry in Europe for bone marrow transplants.

Fecal Elastase - A test of the amount of the enzyme elastase in the stool, which is usually quite low
(<100) in patients with SDS.

Fecal Fat - A measure of the amount of fat excreted in the stool over a defined amount of time either
calculated as the number of grams in a 24 hour period of time, or the percentage of the oral intake of
fat.

FISH (Flourescent In Situ Hybridization) - A method of identifying small percentages of abnormal cells by
lighting up specific chromsomes in each cells with a fluorescent dye. Special dyes are available to stain



many parts of the human chromosomes. Generally, in SDS patients, FISH studies are done to identify the
common cytogenetic abnormalities seen in SDS patients. Generally, 300 to 500 cells are counted, thus
providing a high sensitivity to identify small clones.

Fludarabine - A chemotherapy drug which is highly immunosuppressive and capable of reducing the risk
of graft rejections.

G-CSF (Granulocyte Colony Stimulating Factor) - The cytokine produced by the body which regulates the
number of neutrophils in the blood. This cytokine is commercially available as a shot or infusion.
GM-CSF (Granulocyte-Monocyte Colony Stimulating Factor) - The cytokine in the body which regulates
the growth and development of neutrophils and monocytes. This cytokine is commencially available as a
shot or infusion.

Graft Rejection - Loss of the bone marrow graft after donor engraftment has already been documented.
Graft rejection is usually immunological, i.e., caused by the patients lymphocytes which destroy the
donor marrow stem cells.

Graft vs. Host Disease (GVHD) - Immune attack of the bone marrow donor lymphocytes against the
tissues of the patient, often causing severe skin rashes, diarrhea, and hepatitis.

Acute GVHD - GVHD which occurs early after transplant, usually before day +100 and most commonly
leads to rash, diarrhea, and hepatitis. It can be fatal.

Chronic GVHD - GVHD which occurs late, usually past day +100 after

transplant, which is often chronically debilitating with skin damage and damage to many organs such as
joints and muscles. Death may occur usually from infection.

HLA (Human Leukocyte Antigens) - The antigens on blood cells which are used to match a donor to a
recipient for a transplant. If the antigens are not adequately matched, then the risk of GVHD and graft
rejection are increased.

IBMTR - The International Bone Marrow Transplant Registry collects data on most of the transplants in
the United States.

Induction Chemotherapy - The chemotherapy given to try to put a patient with leukemia into remission.
Irradiation of Blood Products - Irradiation of blood products kills the lymphocytes which can cause graft
vs. host disease in an immune deficient patient.

Isoamylase - One of the digestive enzymes produced by the pancreas.

Leukemia - A clonal disorder of the marrow where the cells in the marrow are very abnormal with
greater than 20% abnormal blasts in the acute leukemias. Cancer of the bone marrow.

Leukofiltration - A process of removing the white cells out of a blood product such as red cells or
platelets.

Lymphocytes - The white blood cells which are distinct from neutrophils. These cells provide us most of
our immunity to viral infections. The lymphocytes also can mediate GVHD or graft rejection.
Megakaryocytes - The precursor cells in the marrow of platelets.

Metaphaseal Chondrodysplasia - Flaring and damage to the end of the long bones.

Myelodysplastic Syndrome (MDS) - A disordered production of blood cells in the marrow which is clonal
in origin. The cells in the marrow usually appear abnormal. Cytogenetics are usually abnormal as well.
The number of blasts is less than 20%.

Myeloblasts - the early precursor cells of myeloid cells (neutrophils, monocytes). Normal marrow
contains up to 5% normal myeloblasts. Higher percentages of abnormal myeloblasts indicates the
presence of leukemia.

Myeloids - The precursor cells in the marrow of neutrophils and monocytes.

National Marrow Donor Program - The organization in the USA which provides volunteer unrelated
donors for transplant.

Neutopenia - A low number of the cells in the blood which fight infections due to bacteria and fungi,
usually defined as less than the norms for age. Mild neutropenia is defined as <1000/uL of blood, severe
as <500/uL and very severe as <200/uL. Infections are mildly increased between 500 and 1000, frequent
below 500, and often life threatening below 200.

Organ Toxicity - Damage to the major organs by the transplant preparative therapy. Heart Failure -
Damage to the heart muscle by the transplant preparative therapy.

Pulmonary Failure - Damage to the lung tissue by the transplant preparative therapy.



Kidney Failure - Damage to the kidneys by the transplant preparative therapy. Liver Failure - Damage to
the liver by the transplant preparative therapy.

Pancreatic Enzyme Replacement - Giving pancreatic enzymes by mouth prior to eating to aid in
digestion.

Pancreatic Insufficiency - An inadequate production of the enzymes of digestion by the pancreas.
Platelet Transfusions - Transfusion of platelets into a patient.

Single Donor Apheresis Platelets - Platelets for transfusion which have been obtained by apheresis.
Usually equivalent to about 5 or 6 random donor units. Pooled Random Donor Platelets - Platelets for
transfusion which have been prepared by removing the platelets from single units of blood donated by
blood donors. It usually takes about 5 or 6 units of such platelets to transfuse a number of platelets
equivalent to a single donor apheresis unit.

Preparative Therapy - A combination of chemotherapy and/or irradiation given to a patient prior to
bone marrow transplantation to immunosuppress the patient in order to prevent graft rejection and to
clear the patient's marrow of abnormal or cancerous cells.

Red Cell Transfusions - Transfusion in the blood stream of red cells from a blood donor.

Relapse - Regrowth of the leukemia to the point that again it can be identified under the microscope on
a bone marrow sample.

Remission - A reduction in the amount of leukemia present in the marrow to the point that it cannot be
identified under the microscope on a bone marrow sample.

SBDS Gene - The gene which is responsible for 90% or so of patients with SDS. The gene is located on
chromosome 7.

SBDS Protein - The protein produced by the SBDS gene which is either very low or nonfunctional in SDS.
The actual function of the protein is not yet clearly known.

SDS-Like - A disease which appears to be SDS with pancreatic insufficiency and marrow dysfunction, but
in which no SBDS mutations have been identified to explain the disease.

Sepsis - The presence of bacteria in the blood stream associated with severe symptoms such as low
blood pressure, high or low temperatures, confusion, and severe prostration.

Short Stature - Being shorter than the norms, based on standardized growth charts.

Standard Cytogenetics - A method of looking at all the chromosomes in the phase of cell division when
the chromosomes are identifiable one from another. Generally, only about 20 cells can be easily
counted, thus the sensitivity is low when compare to FISH.

Thoracic Dystrophy - Narrow chest and abnormal appearance of the ribs with flaring (widening) of the
ribs at the ends. The chest cavity may be so narrow that respiration is compromised.
Thrombocytopenia - A low number of platelets in the blood. Platelets help prevent and stop bleeding.
Thrombocytopenia is usually defined as around <135,000/uL. If the count is <100,000, there is some
mild increased risk of bleeding with trauma. Most surgeons want a platelet count >50,000 for
procedures, or even higher. Counts <20,000 may be associated with spontaneous bleeding. Below
10,000 the risk is very high.

Total Body Irradiation - The irradiation of the whole patient to kill off the lymphocytes which can cause
graft rejection and also to destroy the MDS or leukemia or the patient's dysfunctional marrow prior to a
transplant.

Trypsinogen - One of the digestive enzymes produced by the pancreas.

This publication is intended for use by medical professionals and as an aid to parents of children with
SDS. SDA cannot be held liable for results stemming from the practical use of this information.
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