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Inherited Bone Marrow Failure Syndromes
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Inherited marrow failure syndromes (IMFSs) L‘ﬂuﬂ’sj'N
Iﬁ@ﬁvlmﬂiz@ﬂﬁmuﬁayaw%aﬁ@ﬂ‘mamﬁqmmﬁ@ﬁwu
Ineaudnaioy Ingflemaunnsasasssumasisasmey

[~3 A o Y A a [~1 A o‘
LSJ@L&@@GL%\IL?JH%@JN MlmAnnzde Wadanane uay
inSaiand dmsumsmanaemaiugnasylungulan
IMFSs ﬁmﬂuv[éjﬁumu sporadic, autosomal recessive,
autosomal dominant by X-linked recessive I@Hﬁ%}ﬁu\l@f
v I AA o ﬂdld | /dl v (% |
@uwmmamwmmmmmummmmﬂﬂsﬂhﬂqm IMFSs
i Fanconi anemia, Diamond-Blackfan anemia,
. [ M va
Schwachman-Diamond syndrome (14611 I@&meﬂ,m
mehBmanindelumaitasalsadanam ldemums
1 athalsfmufsaflonlddnsnulitosfiosa wuans
Aetnfuasfusanan Tanve aanwoeandin wazms
vaalfiiamaidhldathedaauiilanlungs IMFSs' Fodfag
samsfnei by éluwmmﬁasmamqmﬁqmmwwq@ﬁﬁﬂ
mmmaamilﬁﬂsﬂmzﬁuﬁmaﬂiﬂhﬂﬁjm IMFSs

Fanconi anemia
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Fanconi anemia (FA) fiulsalungal IMFSs fishemen
wWGWMTJ;ﬂ‘ﬁNLLU‘LI autosomal recessive (Hﬂﬁu FA sub-
group B %@azmammmu X-linked recessive) I@aﬁmm
N (prevalence) 1-5 ARYNINUINNA 1 AL LAZNLANN
Gqﬂsﬂaﬁwmzaauiﬁ 1 T 3007 Enwouzanslsn FA azlssnaly
e mmi”lmmz@mla ANNAMIUAMILTHA mm?ﬁlmﬁlﬂm
%miaﬂmﬁ@ myelodysplastic syndrome (MDS) Lag Li4)
Iﬁuﬁﬁm%ﬂumsﬁ%ﬁwuﬂﬁ dulsnuedadaidanam

l3suduaiy 1 wawmen 2551 Tsiaadviand 23 wowmen 2551
Fosmasnduatudade wn s las05 mielafiainen nosnang
1nssn [raweninawseangind) nunsI9aA waTm3 g 10400
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Beunaulneamzaiabniin acute myeloid leukemia
(AML)*
A 1 o A ;dl o % 1 1
eamsusirdieingldeslu FA 1dun tynnseu
A 3 . ;:;a 0% Aa ::u:i |
fiswiin cafe-au-lait AWK uae eMaARUnGTTINslR
| \IL < vy % \IL ' A av a4
athalsnenariesasay 25-40 ldwuanaAaUn@AsINa?
- 5 . LA a oL
Tuszesusniin auld FA dwmlvgjasiidaidonund vion
e lanszgade azSuietulugiseny 510 T leeflong
wheegi 7 1 uasiaray 90 Nemmnaun 40 T sy FA
Samuhfienaidassionafin MDS way AML fidiaas Lo
nywderaithefifio MDS uas AML tiuagi 14 T° wan
KXo, v A A A A & A
e FA Sallanuidesidemaiansismaasie
(solid tumors) N3 5%»1,571,151' squamous cell carcinoma
2YDFITHELALAD gynecologic squamous cell carcinoma
Ne590MARRRINT §1U dand ks LA [ laemnenade
109%1he FA flazfio szSawanil suagi 26 T°
v e s v v X _asa 5
dmsumsSnndihe FA sha Saqthuinslsidon msld
&N androgen ¢ cytokines Gl granulocyte colony-stimu-
lating factor (G-CSF) & granulocyte macrophage colony-
stimulating factor (GM-CSF) Iégrahsnldludihe FA 95
[~ A (: 1 [ A Yoy 1 t:; 1
e Wiadaamshann athalsimafifdihoinengsmlsl
AoUFuRsIMIN® wadassnmlaematgnanelanszgn
laefisanmssentinludihe FA Aldlanszgnaniistas
(matched sibling donor) avagfisnnmri3oeas 70 wasde
maseeiin udthedldlanszgnainddu (matched unre-
lated donor) AtiaeN30Lay 407 Yish mawennaoilaalag
v gj [ A v Ao Aa ‘2; ]
sulludfihe FA thilidosdiin lnefdemnssantinedeg
#120-30 T°
fMaesNsiialen lussAuRwgNTaN (Genetic &
Molecular pathogenesis)
FA Wiulsafifimathemanmaiugnasaiay recessive

(Lﬂﬂﬂé’fﬁd autosomal ey X-linked recessive) ﬂﬁmqﬁuﬁ FA
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et 2 uaengaEiiniendasludihe Fanconi Anemia

Complementation Chromosome Exon Estimated
group Gene locations number incidence (%)

A FANCA 16q24.3 43 65

B FANCB Xp22.31 10 Rare

C FANCC 9q22.3 14 15
D1 FANCD1/BRCA2 13q12.3 27 Rare
D2 FANCD2 3p25.3 44 Rare

E FANCE 6p21.3 10 5

F FANCF 11p15 1 Rare

G FANCG/XRCC9 9p13 14 10

I Not identified ? ? Rare

J FANCJ/BACH1/BRIP1 17q22.3 20 Rare

L FANCL/PHF9/POG 2p16.1 14 Rare

M FANCM/Hef 14q21.3 22 Rare

I¥anutisdaoraaniu 12 subgroups muuiifiana
Rerdassislummad 2 Toelusdiufignasiddaetumen 4
s s mumshusiFe uassensd R TstunsEIu
M¥TaNues DNA 209as Uszanmisosas 90 904ty FA
Qﬂﬁmagﬁlu subgroups A, C Uay G I@aéﬂwmmwmggﬁ
Jmat/lu subgroup A UANNEALWLT genotype LA
phenotype Tuithe FA femudaniusiu dagugiaely
subgroup C agﬁa"@mmﬁa@%imau%a@‘ﬁﬂdwﬁﬂaﬂu sub-
group A° LLazmiﬂamﬁuiZWiw‘mmm (IVS+4A —» T)
Turthe subgroup C azflandaniusiu enadmsud
miflenareaiialunguands’ Toeluaniyd
MmN (mutation) weniuitlilens
Saiudiy emafinsudidialueudguu’
uammﬁfé’awudwﬁﬂw FA subgroup D1
(biallelic mutation T BRCA2) ﬁmmgm
FifisGusiomsiinlsanzSs (solid tumors)
5%1@7&71' medulloblastoma, Wilms’ tumor
wae AML lgin®

ANNENRUSTENY FA waenalnmstas

Fane X2 =

W DNA 999588 snsnsnasunelean FA
pathway slugil 1 log FA T1sfiu 9 ¢
foFanca b, c e f g, i 1 Uas m WaINeh
o [~ 2 I

4 1 nuclear core complex” (@8 complex
4 iU Wlnga9 S phase 989 cell cycle
Towzagabedemusndudmsunsine

Fumibsas Fancd2 Wdssumisnsiinnduafising
vhangees DNA Wieflazdasums Taeazlsmiuiy FA
Iﬁi@%éuﬂ A Fancd1/Brea2 uag Fancj/Bach1/Bripl
wazlilsdin ﬁm fiReatadldun Breal, Rads1 Nbs1?
@?fgamqﬁmm@miﬁmm 989 FA pathway 919%1 7ifi
chromosomal instability mmﬁlmmaqmi amanae
g waw AadzsransAelanasSeRisiu athals
maeNNENTUSTEe FA funnelanszgnile Selsid
fusiFa vatoaesingldnnmeiia apoptosis 789 stem

cells®

ﬂq.ﬂ.ii]‘illl:im abialgiim

[Muclear Care Complex)

DNA Dumage Tu3zoz & phase
¥ * Fane b,

U bigwitinaied

BRCAZ

Chiramalin

51t 1 uamanalnmsgosuas DNA lneliséiu Fanconi Anemia (FA)
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maadelsn FA luthqiis Usznaylidae 4 Suman
Soid

1. Induced chromosomal breakage test: WuAas
WAy 989 FA laeld diepoxybutane (DEB)/
mitomycin C (MMC) ﬁﬂﬁ \® chromosomal breakage
284 lymphocytes GL‘H, peripheral blood uaﬂﬁmﬂimiwm
flow cytometry 289 FA lymphocytes £98195WLNAM3
azamawﬁaéﬁm@ag’ﬁ G2/M phases 283 cell cycle
aa'nvlﬁﬁ’mm M chromosomal breakage test 1‘% lympho-
oytes ThaLnG LL@ié’ﬂwmmmﬂgﬁﬂmmﬁﬂa&Jﬁummﬁaaam
Faiausio FA e3h skin fibroblast 2asthesnldlums
Aeneisilyl Lﬁaammjﬂwmamﬁ hematopoietic so-
matic mosaicism #9enaazyhltiAenansiatng &

2. M3AFM Fancd2 I@]El Western blot analysis:
msmevnelies Fancd2 U hilesnnmaasaslisin
éfﬂﬁﬁmﬁﬂ% nuclear core complex proteins (Fanca, b,
c e f g ilveem) aniienglony Fancdz oy Wlnng
m%ﬁﬁm‘mmaﬁuﬂu Fancd! (Brca2) vi3® Fancj/Bach1/
Brip1®®

3. Complementation group analysis: §1%3UN7
G]i’mﬂiﬂﬂ‘%/ retroviral vectors q7l{l,l,f:1®\‘1aaﬁ FA proteins fiae
3 L"EIW\LUSLM peripheral blood FA lymphocytes Lﬁa@’iﬂ
is@uaiio laansnsnunla cytogenetic instability ?Sagﬂ
‘]JizLﬂ%I@H chromosomal DEB/MMC breakage test o)
flow cytometry Lﬁamaam G2/M arrest’

4. Mutation analysis: %8931N complementation
analysis (325U mmﬁ@ﬂﬂ@maaﬁuﬁ%gﬂm’mﬁam
Fummananeiug

Diamond-Blackfan anemia

2IMameAdiin

Diamond-Blackfan anemia (DBA) Vl,ﬁgmwmmvl’ﬂuﬂ
o.¢1. 1938 Tnedthedulvgjazdionmdadousifuman
WUY normochromic %38 macrocytic anemia FRTURIEY
1 reticulocyte slnewuhfimadensaureadindan
LLma@aﬂ@mmaa%ﬁﬁ@ﬁua%ﬁlummsﬁﬁﬂaLLazﬁmﬁuﬂ'm%maa
3¥@U erythrocyte adenosine deaminase (€ADA) Tuszere
mufluan @wmasrasmaitadbai 2 wew) laswuh
Uszanm 1 T 3 999%the DBA wuilenwfiaundaas
sumesandaeiuldun aynuuw madn aula dide

g Vol DBA 3oeay 16-20 haiflensddu
1% £ [ 1 1 [~ A v v 1
fasSnusinendla aehslsfionsBniouay 80 TednLhema
Ko o @ ¥ v v X !
affsfionasndudassnmlaalden prednisone loamuh
Seeaz 40 aUFURIAGD prednisone SL‘WIJm@ 1-2 an./nn./
b ém%fﬂuﬁﬂaaﬁvbimauauawiam prednisone 813
- N “ v L Xe avy a
NamansNanaendu 4-6 an/nn/Au velidedntaean
o A A Y A o G ¥ A v X
Swnuwnifionnasdasionudndulumslfidon v
Y ” Ay ow g 4 42
Jouay 1.9 9a9thy DBA danNduiusiuansaesiis
Isamaifalsanzss lagamzatheis AML, MDS,
Hodgkin lymphoma Wa¢ osteosarcoma®
smazasmsiialsn luszduwugnssa (Genetic &
Molecular pathogenesis)
gifinmsnizas DBA Uavanms 5-10 Tasoymanusniio
ik menlulsmengaylay dmSumsmemaamaiug
mssoLay 80 adthuasiuuuy sporadic” dmfivie
dnSauay 20 WU autosomal dominant, autosomal
recessive 9138 X-linked recessive MN&GTL
Usssnmuioaeay 20-26 909518 DBA wuhdl manans
v 6 n‘d v v 6o
Wud e RPS19 uulealalan 19q13.2 leedasiudiums
EVEATALNIINULY autosomal dominant WaZANS
TN MINMUANUF9 RPS19 31N 60 #He 39
1synaueny missense, nonsense, frameshift, splice site
defects, insertions WAy deletions™®™® 19t kiWLANN
v v 6 1
FNWUDTENIN RPS19 genotype L& phenotype
RPS19 ¥hh#is519 ribosomal protein 19 (Rps19) GR
Wndmlsznaseas 408 subunit 984 eukaryotic ribosome
a z o W 1 A! a o @ (%
uay lusfiuiidrieaglu nudeolus Feflonuédnfiums
#5149 ribosomal RNA (IRNA) Ua¥ ribosome uilaqif,
% dl % (<1 A L% [~ dl
Whfiwas Rps19 lawumsasdiadonuas falsidum
dhlawidasin athslsfiougmilawn Rps19 azilana
AérysarLumIsNaladanuas g uan Feaiinle
QInsEeL 999 Rps19 fignnlumsstadindoauasaosn
A Iy A 6]7 , v o0 o Ao | ¢ VL
WAL NN naI T 19Nae” TREINLIITRRAN 1
nszgnyizesnfvhASimsanmsaine Rpst9 laeld siRNA
Tuvaeaneaad® WUMIEIadiAEALARART
fagiiuldimadnmisenafinld|$h gene therapy
anlFlumssnw DBA lae/ldfmmeaadld retroviral vector
Tunsladiu Rrs19 Whlulu cD34” cell mnlanszgnass
AtJae DBA 71§ RPS19 mutation a1NN3NARBIRNL
overexpression 983 RPS19 ﬁﬂﬁlﬁ@ﬂmﬂﬁmawﬁaé
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G A 221 A A XX, <
INALRDALEN™ LOUENVNIWLUULNTI gene therapy Rzl
a A ﬁé (% v /ﬂld v €
afWrNLaaﬂm%ﬂiﬁﬂqjﬁﬁt‘?ﬁlmﬂﬂ'ﬂﬂ DBA NAMINAEWUDUN
RPS19

Shwachman-Diamond syndrome
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Shwachman-Diamond syndrome (SDS) L'flu}sﬂélu
nax IMFSs ffsnsaraadaaussnauludurmuinUng
ga3lanszgn I@aﬁﬂ’;Hﬁﬂ%ﬁmmﬁ@Lﬁa@mn@‘ﬁmmﬁau
LTI LA Aa AN TR
unwsaafidudan®” vinlidihedmlnwudl made
@ammﬂuﬁwﬁu (steatorrhea) Lﬁaqmﬁmi@@%maﬂmﬁu
AeunfawiliAamoussodulad wonamidludiie
SDS é’am‘mwudwﬁmmﬁ@ﬂiﬂammmz@ﬂﬁmmm%
n3van femur”

ms¥nm gy SDS dsznaulddemssnmuuy
Usseiuszaesinems henlasdfsusen saafuimind
avanelilashusaniuns 1y G-osF lunsdififidadenm
i ﬁm%fﬁ%‘mﬁwﬂ@aﬂﬁﬂqﬂmﬂmmz@ﬂﬁuwua”@m
mmreeiaesszannidenay 50 Foasiaronns
dgnmelanszgnlunadifigihetanglansgndouds
whte® aehalafiemamuhiihenguilidafioemumasnm
lUdnsrerarnuianaidasdemsifioasSodiadantn
afin AML snniu?’

PNNANUS TN R IEY LaTWenTan N
ga9nszgnilal SDS ﬁd\lgiLﬂuﬁwsmLLu%@Gluﬁa@ﬁu ms
aaas lnszgnuasdihe SDS laiwudhilame chromo-
somal instability aehaisulugihe FA usmsinmeasn
wurh dlevimsing CD 34° cell Unfium stroma aniihe
SDS axnuhimsacasesgad dowAuuifeutumeme
CD 34" cell L% stroma 209AULNG* AMMIneaesiian
qstihemaAinUnglu SDS ﬁ?umaazag’ﬁ stroma 183N
1ﬁﬁﬂﬁiwudwﬂﬂWiLﬁN5umad Fas expression 1 cD34*
stem cells ‘ﬁﬂﬁlﬁ@ apoptosis ELWE'ﬂ’JEJ SDS Lﬁanﬁa‘u
Feufln stem cells Fn2 Tnsanmsdnenitenaastiss
11 CD34" cells luithe SDS e apoptosis WM Fas
pathway uaﬂmﬂﬁmﬂmiﬁﬂmmqmvl,é’wudwmw34mqmﬁa
telomere 2983 SDS mononuclear cells ﬂmm@%uﬂ’iw mono-
nudlear cells Unfinehafitieddny Feormasdienaiiendos
FUmeRaATYas apoptosis wamaTasam s

yeiin® aelafioal telomeres TNARUANATSIRAEINY
3 lslsedulunga IvFSs e Iur FA, dyskeratosis
congenita (DC) g

smazasmsiialsn luszduwugnasa (Genetic &
Molecular pathogenesis)

mathemanmaitignasdlu SDS Wi autosomal
recessive” Wl 2003 Boocock WALADL A EUNUTIEN
SBDS feamadasivdiiu DS leefiu SBDS ﬁ”?ua%iuu chro-
mosome 7q11 Usznavliéng 5 exons L 250 amino
acids laetszanmiosay 90 909l SDS wuhl ms
naneug 9998 SBDS™ uarioray 90 gasmEnMILWIg
WL exon 71 2 T(ﬂaa"mslmy'Lﬁmmm‘mmaﬁuﬁmgaﬂﬁ
(T pseudogene (SBDSP) I@&J@W%L‘ﬂu missense, non-
sense, frameshift, splice site defects, insertions e
deletions” filawueMENTEEd19 SBDS genotype
W% phenotype hﬁa@gﬁuﬁwﬁwﬁﬂumﬁu SBDS thudielalifius
FrmuwiFe oehalsfassimsdnsmwutlisiu Shds o
AP NNFNUSILILIMMIE RNA®

Congenital amegakaryocytic thrombocytopenia
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Congenital amegakaryocytic thrombocytopenia
(CAMT) Lﬂﬂﬁﬂﬁwﬂleﬁaamﬂiﬂmﬁmim’wym@mdﬁuﬁ;
ﬂﬁﬂ\l%ﬂLLll‘Ll autosomal recessive LLa&ﬁ’]EJ‘V]a@LL‘U‘U X-
linked recessive I@HL%WWBLLU‘LI x-linked recessive 81M3
onaazlaiguisg Faazuen|Fennif Wiskott-Aldrich syn-
drome il fihuasandiumungadenshoths
wenlaewuluszazusnesen uazaznaendiulsalansygn
Hamealuszsnm 3-5 I*

lamsaamslanszgnasnuiadsngaurasinde
a0 (megakaryocyte) anasathaienlaeisadaiingulu
innain® mstgnenelansegnéseafivitms¥nmadia
Genflimena® athdlsfioslugrisomegnenela
nasgi e biingedantiaans uasdmaomms
enlunga steroid Ua cytokine s IL-3, TL-11 wudleina
Caspi

mm@;mmmstﬁﬂisﬂ‘luszﬁnﬁuqnﬁu (Genetic &
Molecular pathogenesis)

S mstenaameRugnssx e CAMT iuuy

autosomal recessive IaeWuNal nsnaeug 99 fu e
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mpl %ﬂlflu receptor 9849 thrombopoietin (TPO receptor)”
uaﬂmﬂﬁé’qwudwéﬂw CAMT femadaniudszning geno-
type L& phenotype I@aﬁﬂaaﬁﬁmmmaﬁuﬁmu frame-
shift ¥30 nonsense aviinmifnlanszgnelanthemindn
ﬂﬂ?t}ﬁﬂ’mﬁﬁ heterozygous a0 homozygous missense
mutations TteaasdauERUmsTiseilsiu c-mpl 7
fgavhauae ém%m:{ﬂwmsiwudwﬁ MaNMeRug 909 ¢
mpl usiRanwosdn ¢y CAMT i mensaedasiaiidee
SW] Tunqa IMFSs 14¢e g 194 Fanconi anemia,
thrombocytopenia and absent radii (TAR) La¢ dyskera-
tosis congenita (DC)
ﬂaﬂ,ﬂﬂmﬁ@ma:m%@Lﬁamﬁmﬂmsﬂmaﬁuﬁﬂumﬁu e
mpl fhuiidhlaiuathafaan nanfalfa TPO receptor
aPRsvERELTT FsardanarhlHAMaRsdvessE
PO lefimafisimassyd TPO fﬁsimmsamzéju TPO
receptor ¢ ¥lAANY InSadane Hiasnn TPO e
éw‘fmu@iaﬂmﬁmwmmaq(ﬁaéaum%@Lﬁmsl,uvlmmz@ﬂ
(megakaryocyte) aﬂ?ﬂ‘iﬁ@ﬂﬂﬁ%ﬂ@‘ﬂ@ﬁ%ﬂi&@uﬂE]a T
caMT Solsiduidnlatuathaunitn Taglutaqinilldide
Aud) TPO uae c-mpl AenNdudusda stem cell by
nEgn’” @7\‘1‘*’71'Lﬁ%iﬁﬂﬁﬂﬂwm@aaaiumw@aaa Toemih
yEesiai o-mpl axiinzniadonssaiums i
down3eiden uavassiy TPO Tigstvdendatiuinglalu
K CAMT Foinnmaf CAMT femadasiugaths
AL Bsna i siudsinluemea gene
therapy oanilusnmadenvilslumssnm CAMT

Dyskeratosis congenita

2IM5N9AAKA

Dyskeratosis congenita (DC) Lﬂﬂiﬂﬁﬁmﬁmma@mq
ﬂﬁﬁ\lﬁuﬁﬂmm‘u X-linked recessive I@&Jmﬁmﬁm’m
TNMLALNUINEUYDY reticulated hyperpigmentation
loenanzusnndiven s wazae 3auiuny leukoplakia
9994891 UAY dystrophic nails” 3INTIANNRGAUNGDENS
D @ §de anNAaUnfresTruumMaiwne e My
(% }7%% [~ 1% 41
WENLIMTE L1613

L x B 2 -

TahenuRaUnGIasTrUUEaaazEawyla s 10 Pusn
lnsmmasnuifhdnsoafiorasiafoeammothafemie

AaA [ A z: 12 [N 9/3: if
REaLaUNaAEANISIMEMAH stz

I [~ R v U 1 Z

navgnlausimgmametistesay 71 ludhanguiiven

mﬂﬂ’?ué’qwudwﬁﬂaamjmﬁﬁqﬁiamm?im@iamiﬂmEJL‘}“J%
MDS uazaziSasindanndemduaio AML lugisane)
30-40 T feseuay 10

%@ﬁmiﬂqﬂﬁm%mz@ﬂhﬁﬂaa DC siudislsiszay
miﬁ%%ﬂmmﬁﬁLﬁa\%ﬂﬂr}zﬂﬂEJ%L%EJ%%G]QWWWJ%LLWSH%@%
ﬁLﬁuLﬁaﬁhﬂaﬁ (pulmonary hypertension) \unan®

smazasmsiialsn luszduwugnssa (Genetic &
Molecular pathogenesis)

DC Lﬂﬂ‘mﬁ‘é’@aaﬂihmjm chromosomal instability
disorder Wt Fanconi anemia IneAmsmevanyg
Wugnaanlet 3 udulelun X-linked recessive, autosomal
recessive W@y autosomal dominant™ I@EJLL‘LIU X-linked
recessive Wﬂlmuawﬂ@ﬂ‘symmaaau 70 Gnaqwﬂw DC
LLa“‘wﬂ,‘mm@mmm@ﬂﬂ@wsmmwa@ SwawmImeman
mawwqﬂﬁmwmammaam@a autosomal recessive
L&Y autosomal dominant §NEAL

Bufinu e wdsiustu DC e DKCI uay TERC
Gaflemaanéioyelo telomere %@Lﬂuﬁ'auﬂamqmm chromo-
some dWSLMATNaS telomere @oMVh1 chromosome
asifatiosunsduames chromosome lyiszing DNA
replication, YN WAAAANNLANGNTEMINUAY chromo-
some Uni U DNA ﬁmmmﬂmﬁgﬂﬁwma uaedlarmi
sutislsfléans) chromosome sniessiafs st telomere
avgnenunlnaewle tlomerase Zuonlafisznanly
Gﬁ’;&ld’mﬁlﬂu RNA (TERC) Sumnrulisdive reverse tran-
scriptase (TERT) LLaziﬂiauéuﬂ Fulaun dyskerin, Garl,
Nhp2 8¢ Nop10

£l DKC1 ptjum chromosome Xq28 Wazaialisdivs
dyskerin FrarflenaduiuE UM Ise RNA uay
telomere elongation Tneduifu TERC® vioid manMeug
vas8u DKC1 wulelungudaedifimamenasmaiug
NTINULY X-linked recessive® 1o ymiﬂmaﬁuﬁﬁwudm
ELWJJ \hi missense mutations uaﬂmﬂ“f‘:msﬂm mﬁuﬂu@u
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Thrombocytopenia and absent radii
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lar pathogenesis)
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