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CUHOPOM HA JUBERG-MARSIDI

Kp. Koee
Kamedpa no cnewHa meduyuHa, MeduyuHcku yHusepcumem — Cogbusi

THE JUBERG-MARSIDI SYNDROME

Kr. Koev
Department of Emergency Medicine, Medical University — Sofia

Pestome. 0O630pbm npedcmassi padkomo 2eHemuyHo 3abosiseaHe cuHOpom Ha Juberg-Marsidi. Toli 3acsiea MbxKus nos. 3a-
bonsieaHemo ce ycmaHossiea ouwje npu paxodaHemo uniu no epeme Ha paHHama demcka gb3pacm. B mamepuana ca npedcmageHu
HabndasaHume (hu3UYECKU aHOMAasTUU U HapyweHUsl, 8b3 0CHO8a Ha KOUMO 4pe3 3adbyiboyeHama UM KIUHUYHa OueHKa Moxe 0a ce
ycmaHo8U Hanudue Ha mo3u ps0bk cUHOPOM. JledeHuemo usuckea KOOPOUHUPaHU ycunust om MynmuouCUUNIUHapeH exun u mpemu-
pa cneyughuyHume cumnmomu, 8udumMu npu eceku omdesneH uHAUBUO, 3acecHam om 3abosnsieaHemo.
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Abstract. The review article presents the rare genetic disease Juberg-Marsidi syndrome. It affects males. The disease is established
at birth or during early childhood. The review presents the physical abnormalities and disturbances observed, based on which, through
their in-depth clinical evaluation, this rare syndrome can be detected. Treatment requires coordinated efforts from a multidisciplinary team
and manages the specific symptoms that are visible in any individual affected by the disease.
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BbBELOEHUE KO YMCTBEHO M30CTaBaHe. Te ca C O4HU aHOManuu,

CuHAPOMBT Ha Juberg-Marsidi e u3knunTEnHO KaTo CTpabusbm, EMNMUKaHTYyC, TENEKaHTYC, NpoMAHa B

paaKo X-CBbp3aHO rEHETUYHO Pa3CTPONCTBO, KOETO €
HanbMHO U3pa3eHO CaMo NpU MBbXe, Hanuue € olle
OT paXKAaHETO UMK OT MNbPBUTE HAKOMNKO CeaMULN OT
xuBota [1, 2, 3]. 3acerHaTute geua nposiBABaT TEX-

LiBeTa Ha npuca, HamarneHue Ha 3peHneTo; CbC 3ary-
Ba Ha cnyxa; HefoCTaTbYyHO pas3BUTWE Ha reHuTanu-
nTe unu aHomanuu B obnacTtTa Ha rnasaTa 1 nNuueTo,
kato HeobuyalHO Manka rmasa (Mukpouedanus),
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NAOCHK HOCOB MOCT UMW B HAKOW CryyYan ¢ JOMbMHU-
TenHu usnyeckn aHomanuu [4, 5, 6]. AnanasoHbT K1
TeXecTTa Ha CUMNTOMUTE MoraT ga BapupaT B 3aBu-
cumocT OT cnyyasd. CuHgpomsT Ha Juberg-Marsidi e
HacnencTBeH.

[MpnbnnsnTenHo LWeCT 3acerHatu cemeicTBa ca
cboOlleHn B mMeguumHckata nuTepatypa [16]. ®u-
3M4eCcKUTEe aHOManuMu U CUMNTOMUTE, CBbP3aHM CbC
cuHgpoma Ha Juberg-Marsidi, ce Habntogaeart nsus-
N0 caMO MNpu MbXKe, a 0OXBaTbLT M TEXECTTA Ha Te3un
CUMMNTOMU MOrat fa BapupaT 3a BCEKU KOHKpPETeH
cnyyan [8]. Hakou xeHun obade, KOUTO HOCAT €4HO KO-
nve oT reHa Ha 3abonsaBaHeTo (XeTepos3nroTn), Morart
Oa NposiBAT HAKOW OT CUMMNTOMUTE, CBbP3aHu C pas-
cTpoiicteoTo [9].

NMPU3HALIM U CUMNTOMU

[Mpn 3acerHatuTe MBXE MNBbPBUYHUTE [OaHHM,
CBbp3aHu cbC cuHapoma Ha Juberg-Marsidi, ca Tex-
KO YMCTBEHO M30CTaBaHe; 04HM aHoManuu; 3aryba Ha
crnyxa, KOeTo 4eCTo BOAW A0 MMyXoTa; aHoOManuu Ha
reHMTanumuTe Kato Heobu4yaHO ManbK NeHNc (MUKPO-
neHuc), cnabo passuT (pPyaAMMEHTapeH) CKpOTyM, B
KOWTO TecTucuUTe He moraTt fa cnsasaT (KpMnTopxu-
3bMm) [10].

B ponbrnHeHWe KbM Texkara YMCTBEHa U30CTa-
HamnocCT Mpu 3acerHaTnTe MbXe MoraTt ga ce rnpos-
BAT M30CTaBaHe Mpu HacTbMBaHe Ha BaXHW eTanu oT
pasBUTMETO (Hanp. Nbn3eHe, cefeHe, XO4eHe U T.H.),
3abaBeH pacTeX Ha KOCTUTe, KOETO BOAW OO HUCHK
pbCT. 3acerHatute 6ebeta morat ga NPOSABAT CbLUO
MYCKyfHa cnabocCT 1 HamarneH MyCKyfneH TOHYC (Xuno-
TOHUS), KaKTO M MYCKYfHa CKOBaHOCT U CMAaCTUYHOCT
[11]. Hakown 3acerHatu nuua He moraTt ga XO4sT, a no-
paav yBpeXaaHus Ha cnyxa W 3aKkbCHSIBaHe B pasBu-
TUETO MOXE Aa UMAaT 3aTpyAHEHWS B roBopa Unu ga He
mMorar ga roeopsaT [12].

B HAkou cnyvan MbXeTe CbC CMHAPOM Ha Juberg-
Marsidi moraTt ga nposiBAT JOMNBbAHUTENMHN PU3NYECKU
aHomanuu. Hanpumep noHskora ce Habnitogaear He-
npaBunHM 1 o0Be3LBETEHN HOKTU Ha pbUETe uUnu kpa-
kata. B ponbrnHeHue, npu HAKoW 3acerHatu morat ga
ce NposABAT KOHBYNCUBHU npunagbum [13].

>KeHun, KouTo HOCAT efHOo konue OoT BonecTHus
reH 3a cuHgpoma Ha Juberg-Marsidi (xeTeposurotu),
mMoraT Aa NposiBAT HAKOW OT CUMMATOMUTE, CBbP3aHu
C pa3CTpONCTBOTO. TakmBa XeTepPO3UTrOTHU KEHU MO-
rat Aa nposiBABaT HeobUYaHO HUCKA UHTEMNUreHT-
HOCT unu ga ca c HeobuyaHo marnka rnasa (MUKpo-
uedanus).

[Mpn 3acerHatnte MbXe aHOManuuTe U CUMMTO-
MUTEe, CBbp3aHW CbC cuHgpoma Ha Juberg-Marsidi,
Bkntovsar [8, 10, 11]:

Maga v wuaTa: No-manka oT HopmanHara rnasa
0BNKHOBEHO Ce KOMBUHMPa C HeJOCTaTbYHO pasBUTUE
Ha obnacTTa oKono Hoca 1 ycTara.

Ouum: o ronsmMo pascTosiHne Mexay ovute, Bep-
TUKamHa KOXHa rbHKa Ha Knenayute BbB BbTPELUHUS
KnenaveH brbr, pasnonoXeHa CUMETPUYHO (ennKaH-
TyC), CTpabnsbMm, pedpakunOHHN HapYLLIEHNS.

Hoc: Manbk TpubrbrneH HOC C U3NbKHaNW Harope
HO34pPW U NNOCHK MOCT.

YcTa: LUnpoka ycta ¢ ronsim e3uk, KONTo YecTo U3-
nnsa. Bb3MOXHO e Aa MMa U HeHopMarHo pasnoro-
XKEHW 1 pa3BuTh 30M.

Myckynu: Cnabuv myckynu cneg paxgaHeto (Heo-
HaTanHa XMnoTOHUS).

YporeHuTtanHa cuctema: CKpoTyMbT € Hefopas-
BWUT M € ManbK, CBbpP3aH C MHOrO Manku Tectucu, a
HEPSAKO — N C ManbK NeHuC.

Pactex u pasButue: HUCHK PBCT, KAKTO N yM-
CTBEHO U30CTaBaHe.

Apyru: [nyxotata ce OAb/MKU Ha yBpexaaHe unu
HEe0CTaTbYyHO Pa3BUTUE HA HEPBUTE B YXOTO.

NMPUYUNHA

CuHgpombT Ha Juberg-Marsidi e HacnegcTeeHo,
X-CBBbP3aHO peLecmMBHO reHeTUYHO 3abonsaBaHe.

X-CBbp3aHWTE peLecuBHW reHeTnyYHn 3abonssa-
HUS1 ca CbCTOAHWUSA, NMPUYUHEHU OT aHOPMAareH reH
BbpXy Xpomodomarta X. XeHute umat ase X Xpo-
MO30MU, HO efHa oT X XpOMO3oMUTe € “uskntodeHa”
N BCUYKN FEHW Ha Ta3nm XpoOMO3OMa Ca WUHaKTMBMpa-
HW. YKeHu, KouTto umaTt BonecTeH reH, Hanu4vyeH Ha
€[Ha OT TexHnTe X XpOMO30MU, Ca HOCUTENN Ha TOBa
3abonsBaHe. Hocutenknte o6MKHOBEHO HE NokassaT
CUMMNTOMU Ha pa3CTPONCTBOTO, Thih KaTo X XpOMO30-
MaTa € C aHOpManHus reH, KOMTo € “nskntoden”. Mb-
XeTe nmaT egHa X XpomMo3oma U ako Hacnegar X
XpOMO30Ma, CbAbpXalla reH Ha 3abonasaHeTo, Te
LLie r0o pa3BUAT.

MMpu HAKOW >XeHun, Hacneaunu egHo konve Ha 6o-
NecTHUa reH 3a cuHgpoma Ha Juberg-Marsidi (xete-
po3nroTtun), BoNecTHNTe YepTn Ha xpomoszomara X He-
BUHarn morat ga 6baat MackupaHn oT HOpMarnHus reH
Ha gpyrata X xpomosoma. B pesynTtart Ha ToBa Tesu
XEHW MoraT Aa nposiBAT HAKOM OT CUMMTOMUTE, CBBP-
3aHu ¢ pascTponcTeoTo [15].

[eHbT, 32 KOWTO Ce cMATa, Ye yyacTBa B CUHAPO-
Ma Ha Juberg-Marsidi, ce Hamupa Ha AbNroTo pamo
(q) Ha X xpomosomara (Xq13) [1]. Xpomo3omuTe, Ha-
MUpaly ce B SAPOTO Ha YOBELUKUTE KNETKW, HOCAT
reHeTu4yHaTa UHopmaumsa 3a Bcekn uHameua. Kner-
KATE Ha YOBELUKOTO TANO OBMKHOBEHO MMaT 46 xpo-
MO30MW. [IBOVMKMNTE YOBELUKM XPOMO3OMU Ca HOMeE-
pupaHn ot 1 Oo 22, a nornosuMTe XpOMO3OMM Ca 03-
HayeHn kato X n Y. Mbxete umat eaHa X n egHa Y
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XpOMO30Ma, a XeHute — gse X xpomosomu. Bcska

XpOMO30Ma € C KbCO pamo, 06o3HayYeHo KkaTo “p”, u
OBMro pamo, O3Ha4yeHo kato “q”. XpomMo3omMuTe LO-
NMbMAHUTENHO Ce MOAPa3AenaT Ha MHOrOOpPONHU HO-
MepupaHu yyacTbuu. Hanpumep Xxpomosdoma Xg13
ce OTHacg Ao y4vacTbk 13 Ha AbnAroto pamo Ha X
Xpomo3omara. HomepupaHuTe yyacTbuUm onpegenat
MECTOMOMOXEHNETO Ha XUNAAUTE reHu, KouTo npwu-

CbCTBAT Ha BCAKa XpoOMOo3oMa.

AVNO®EPEHLIMAINTHA OAWATHO3A

CumnTOoMUTE Ha CMHAPOMa Ha anda-Tanacemus,
cuHapoma Ha Borjeson, cuHgpoma Ha Gustavson Mo-
rat ga ca nogobHu Ha Tesn Ha cuHgpomMa Ha Juberg-
Marsidi. CpaBHeHnATa Morat ga Obaar nonesHn 3a
AndepeHumanHa guarHosa [19, 20, 21].

CuHOpom Ha anda-manacemusi

CUHAPOMBT Ha anda-Tanacemua/ymcTBeHa us-
octaHanocT (ATR-X), nsBecTteH cbLo kaTo 6onect
Ha HbH, e nsknwoynTenHo pagko HacneacTBEHO 3a-
BonsBaHe, KOeTO ce Habnogasa M3UANO caMo Npwu
MBbXe. XapakTepusupa ce ¢ anda-tanacemus u
TEXKO YMCTBEHO M30cTaBaHe. Anda-TanacemudaTa
€ CbCTOSIHME, Npu KOETO nma AedeKT B Npou3Boa-
CTBOTO Ha KMCNOpoACbAbPXALUTE MUIMEHTU Ha
YEpBEHUTE KPBLBHU KNETKN (xemornobuH). dopma-
Ta Ha anda-tanacemus, cBbp3aHa CbC CUHAPOMA
Ha ATR-X, ce Hapu4a BonecT Ha xemornobynuH H,
KOeTo MOXe Aa AOBeAe [0 HUCKW HMBA Ha LMPKY-
nupawym YyepBeHW KpbBHU KNeTkn (aHemus). Opyru
CUMMTOMM BKMoYBaT 3abaBsHe Ha eTann OT pas-
BUTWETO, HaMareH MYCKyneH TOHYC unv npunagb-
umn. 3acerHatmute KbpmMadeTa CbLO MoOraT ga npos-
BSABAT reHUTAaNHW aHoOManuu, BKIOYUTENHO abHop-
MarHa rbHKa Ha KoxaTta, pasnpocTupalya ce oKkono
OCHOBaTa Ha fneHuca; HegopassuTHe (Xunonnasus)
Ha CKpOTYyMa; HEBB3MOXHOCT Ha TecTucuTe ga cns-
3aT B CKpOTyma (KpMNTOpXUAn3bM); Heobu4vamHo
Manbk neHuc (microphallus). OcBeH TOBa 3acerHa-
TnTe 6ebeTa CcbLWO MoraT ga ce YCTaHOBM OTCHCT-
Bue Ha 6bbpeunte Mnu HeobuyaHoO HaTpynsBaHe
Ha ypuHa B B6bbpeunTe (xugpoHedposa). Kbpma-
yeTata cbC cuHagpom Ha ATR-X moraT cbwo ga
Ca C XapakTepHW YepTu Ha NMULETO, BKIIOYUTEMHO
ManbK, TPUBIbIEH HOC; NIOCHK MOCT Ha HOCa; A0~
NbJIHUTENHA MbHKA Ha KoXaTta OT ABETe CTpaHu Ha
HOCa, KOSITO MOXE Aa NMOKPUE FOPHUTE U LOMNHUTE
knenayn. CuHapombT Ha anda-tanacemnsa (ATR-
X) e HacnepctBeH kato X-cBbp3aH. CUHLPOMBT
ATR-X u cuHgpombT Juberg-Marsidi ca anenHu
pascTpoiictBa. MyTaummTte, 3a KOUTO Ce CMATa, Ye
NPUYNHABAT TE3UN HapyLIeHNs, ce cpeLlaT B CbLyus
permoH Ha X xpomo3omara.

CuHOpom Ha Borjeson

CvHOopomMbT Ha Borjeson € n3KNi4YUTENHO PSfKo
HacnefcTBeHO 3abonsiBaHe, xapakTepusmpallo ce C
Heobun4anHM YepTy Ha NULIETO, YMCTBEHO M30CTaBaHe,
npunagbuy, HUCHK PBCT, MyCcKyrHa cnabocT, HamaneH
MYCKYyfeH TOHYC UMW HamansBaHe Ha pasMepuTe Ha
ARYHULNUTE NPU KEHUTE UNN TECTUCUTE NPU MBXKETE
(XMnoroHagmsbM). YMCTBEHOTO 3abaBsaHe MOXe fa €
NEKO [0 TEXKO. XapakTePHM OCODEHOCTM Ha NULETO
MoraT Aa BKM4YBaT HeobnyaHo Manka rnaea, obn-
Bokn pbboBe Hag ounTe (M3NbKHaNWM HagopOuTanHu
xpebeTn), yBucHanu knenadm (ntosa), HeobOu4anlHO
AbnOokn o4m nnm kbe Bpat. CuHApoMbT Ha Borjeson,
3a KOWTO ce CMATa, Ye € HacneacTBeH Kato X-CBbp-
3aHO JOMUWHAHTHO UITN PEeLIeCUBHO reHeTUYHo 3abons-
BaHe, ce Habntogasa ususano camo npu mbxerte. XKe-
HWUTE, KOUTO HOCHAT €A4HO KOonune Ha reHa Ha 3abonsiea-
HeTo (xeTeposurotn) obade, morat Aa NPOSBAT HAKOM
OT CUMNTOMUTE, CBbP3aHN C Pa3CTPONCTBOTO, U TE3N
CYMMTOMU OBMKHOBEHO Ca NO-NEKN OT NPosiBABaHUTE
Npwv 3acerHaTnTe MbXe.

CuHdpom Ha Gustavson

CuHApOMBT Ha Gustavson e U3KINIYUTENHO PSIAKO
HacneacTBeHo 3abonsiBaHe, KOETO 3acsira KakTo Mb-
XeTe, Taka 1 xeHuTe. CUMNTOMUTE MoraT Aa BKnoysaTt
YyMCTBEHa M30CTaHanocT, Heobu4aitHo Manka rnaea,
HapyLLEHO 3pEHVE UMK CrenoTa, atpodust Ha rnaeara
Ha 3pUTENHUA HEPB, aHOMaNUK Ha Cryxa, MyCKyrHa
CKOBAHOCT W HEKOHTPOMMUPAHU NMPUHYAUTEINHU MYCKYI-
HU ABWXKEHUS, eNUNENTUYHN NMPUCTBNN U OrPaHNYEHO
ABWXEHNE Ha cTaBuTe. CMsiTa ce, Ye CUHAPOMBT Ha
lyCTaBCOH € HacneACTBEH KaTo peLiecBHO 3abonsia-
He, CBbp3aHo ¢ X Xpomo3somara.

TEPAMNUA

JleyeHneto Ha cuHgpoma Ha Juberg-Marsidi e
HaCoOYeHO KbM CneundPuUYHUTE CUMNTOMU, KOUTO ca
BUAMMW NPU BCEKU UHAMBUA. JleueHneTo Moxe Aa
M3UCKBa KOOPAWHWPAHW YCUIMUA OT eKun cneuvanu-
cTn. Heobxoanmo e NeYeHneTo Ha 3acerHaToTo AeTe
Ja ce nnaHupa CMCTEMHO W LUSMOCTHO, OT neanarbp,
cneumanucTu No XpaHeHe, ayamonosun, odranmMono-
31 1 gpyru cneunanncTn B obnactra Ha 3gpaseonas-
BaHeTO.

PasnnyHn ca metoguTe, KOUTO Ce U3nonseaTt 3a
NeYeHne 1 KopurnpaHe Ha OYHUTE aHOMarnum — o4Ha
XUPYPrusi, KOpUrmpaLwim ovmna unm KOHTaKkTHU neLw,
3a Ja ce nogobpu 3peHmeTo [22]. B HAKkown cny4vaum ce
13nons3sat CryXoBMn anaparu.

PaHHaTta Hameca e BaxHa, 3a Ja ce rapaHTu-
pa, ye 3acerHatuTe geua CbC cuHApPOM Ha Juberg-
Marsidi we gocturat ceosi noteHunan. CneunanHurte
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YyCnyru BKMOYBAT crneunanHa meguuumHcka nomolLy
husnoTepanua 3a nogobpsiBaHe Ha MYCKYMHWUS To-
HYC 1 ApYrY MeQULUHCKK, coLmanHu unu npodecno-
HanHW ycnyru.

JleyeHuneto Ha cuHgpoma Ha Juberg Marsidi kaTo
uano nognomara obrnek4yaBaHe Ha CUMMATOMUTE U
no3BonsiBa Ha MHAMBKMAA A BOAW Bb3MOXHO Hali-He-
3aBMCMM XMBOT. Bbnpekn ToBa CUMNTOMUTE Ha pas-
CTPOICTBOTO BapupaTt npu pasnnyHnTE WHAUBUAW, a
nporHo3arta 3aBucu OT TexecTTa um [23].

[eHeTUYHOTO KOHCYynTMpaHe 6y 6Guno ot nonsa 3a
3acerHatute cemeincTtea. [loHacTosdWwEeM HAMa KOH-
KPETHM METOAM UNN HACOKM 3a npefoTBpaTsaBaHe Ha
cuHgpoma Ha Juberg Marsidi.

[eHeTMYHOTO TecTBaHe Ha ObaeLynTe poauTenm (1
CBbp3aHUTE C THAX YNEHOBE Ha CEeMeWCTBOTO) U npe-
HaTanHaTa QuarHocTuka (MONeKynsipHO TecTBaHe Ha
nnoga no Bpeme Ha BPEMEHHOCT) MOXe Ja NMOMOrHe
3a No-fobpoTo pa3bupaHe Ha PUCKOBETE MO BPEME Ha
©pemeHHocT [17].

[MoHacTosALWeEM ce M3BbpLUBAT akTUBHU M3cneaBa-
HWSI 32 MPOy4YBaHE Ha Bb3MOXHOCTUTE 3a NEYEHNE U
NPEBEHLMSA HA HACNEACTBEHN U NPUAOOUTN FrEHETUYHM
3abonaBaHusa Kato cmHapoma Ha Juberg Marsidi.

Buenunorraeus

1. Tsukahara, M., Nasu, T., Takihara, H., Hattori. Juberg-Marsidi
syndrome: Report of an additional case. Am J Med Gen, 1995,
58(4), 353-355.

2. Villard, L., Gecz, J., Mattéi, J. F. et al. XNP mutation in a large
family with Juberg-Marsidi syndrome. Nature genetics, 1996,
12(4), 359-360.

3. Lubs HA, Stevenson RE, Schwartz CE. Fragile X and X-linked
intellectual disability: four decades of discovery. Am J Hum
Genet 2012;90:579.

4. Stevenson R, Schwartz C, Rogers C Atlas of X-linked intel-
lectual disability syndromes. New York: Oxford University
Press, 2012.

5. Piton A, 2 Redin C, Mandel JL. XLID-causing mutations and
associated genes challenged in light of data from large-scale
human exome sequencing. Am J Hum Genet 2013;93:368-83.

6. Stevenson RE Splitting and lumping in the nosology of
XLMR. Am J Med Genet 2000;97:174-82.

7. Kleefstra T, Hamel BC. X-linked mental retardation: fur-
ther lumping, splitting and emerging phenotypes. Clin Gen-
et2005;67:451-67.

10.

1.

12.

13.

14.

15.

16.

17.

18.

19.

20.

21.

22.

23.

Juberg RC, Marsidi I. A new form of X-linked mental retardation
with growth retardation, deafness, and microgenitalism. Am J
Hum Genet 1980;32:714-22.

Villard L, Gecz J, Mattéi JF, et al. XNP mutation in a
large family with Juberg-Marsidi syndrome. Nat Gen-
et 1996;12:359-60.

Mattei JF, Collignon P, Ayme S, et al. X-linked mental retarda-
tion, growth retardation, deafness and microgenitalism. A sec-
ond familial report. Clin Genet 1983;23:70-4.

Brooks SS, Wisniewski K, Brown WT. New X-linked mental re-
tardation (XLMR) syndrome with distinct facial appearance and
growth retardation. Am J Med Genet 1994;51:586-90.

Ramser J, Abidi FE, Burckle CA, et al. A unique exonic splice
enhancer mutation in a family with X-linked mental retardation
and epilepsy points to a novel role of the renin receptor. Hum
Mol Genet 2005;14:1019-27.

Takano K, Liu D, Tarpey P, et al. An X-linked channelopathy
with cardiomegaly due to a CLIC2 mutation enhancing ryano-
dine receptor channel activity. Hum Mol Genet 2012;21:4497-
507.

Yang Y, Do H, Tian X, et al. E3 ubiquitin ligase Mule ubiquiti-
nates Miz1 and is required for TNFalpha-induced JNK activa-
tion. Proc Natl Acad Sci USA 2010;107:13444-9.

Parsons JL, Tait PS, Finch D, et al. Ubiquitin ligase
ARF-BP1/Mule modulates base excision repair. EMBO
J 2009;28:3207-1.

Markkanen E, Van Loon B, Ferrari E, et al. Regulation of oxida-
tive DNA damage repair by DNA polymerase lambda and Mu-
tYH by cross-talk of phosphorylation and ubiquitination. Proc
Natl Acad Sci USA 2012;109:437-42.

Vandewalle J, Langen M, Zschatzsch M, et al. Ubiquitin ligase
HUWE1 regulates axon branching through the Wnt/beta-
catenin pathway in a Drosophila model for intellectual disabil-
ity. PLoS ONE 2013;8:e81791.

Saugier-Veber, P., Abadie, V., Moncla, A. The Juberg-Marsidi
syndrome maps to the proximal long arm of the X chromo-
some (Xg12-g21). Am J Hum Gen, 1993, 52(6), 1040.
Zweier C, Kraus C, Brueton L, et al. A new face of Borjeson-
Forssman-Lehmann syndrome? De novo mutations in PHF6
in seven females with a distinct phenotype. J Med Genet.
2013:50(12):838-847.

Saugier-Veber, P., Munnich, A., Lyonnet, S. Lumping Juberg—
Marsidi syndrome and X-linked a-thalassemia/mental retarda-
tion syndrome. Am J Hum Gen, 1995, 55(3), 300-301.
Mefford, H. C., Baumbach, L., Panguluri. Evidence for a
BRCA1 founder mutation in families of West African ancestry.
American journal of human genetics, 1999, 65(2), 575.
Hirose, S., Mitsudome, A. X-linked mental retardation and epi-
lepsy: pathogenetic significance of ARX mutations. Brain and
Development, 2003, 25(3), 161-165.

Gibbons, R. J., Wada, T., Fisher, C. A., Malik, N. Mutations
in the chromatin-associated protein ATRX. Human mutation,
2008, 29(6), 796-802.



