Microphtalmia, chorioretinopathy,
retinal detachment: ZNF335,
ANKLE2, RBBP8, NSMCE2, XRCC4,
Pituitary deficit: PLK4, TUBGCP6/4, KIF11,

PCNT, NINEIN, CDK5RAP2, +/-KIF14

RECQL3, XRCC4

eurodevelopmental disorder:
all PM and MPD proteins

Progressive
occlusive cerebal
arteriopathy: PCNT

Abnormal dentition: vy
PCNT, CEP152, ATR,
RBBP8, CDC6, PCNT

Coronary artery
disease: PCNT, CENPE
BUB1, XRCC4, ANKLE

Sensorineural hearing
loss: CDK5RAP2, PLK4,
XRCC4, GMNN, ZNF335

Skin anomalies: PCNT, CEP152,
CDK5RAP2, PLK4, RECQL3, ANKLE?2,

Insulin resistance: ]
LIG4, CDK5RAP2, CEP152

RECQL3, PCNT, NSMCE2, XRCC4

Immunodeficiency/
bone marrow failure:
LIG4, PCNT, ATR, T
RECQL3, XRCC4,
ANKL2

Renal dysgenesis:
TRAIP, PCNT, KIF14, XRCC4

Spinal muscular atrophy:
DYNC1H1

Cancer predisposition:
RECQL3, LIG4, XRCC4

Skeletal anomalies: MCPH1, CENPJ, CEP152,
ZNF335, CENPE, PCNT, ANKLE2, COPB2, BUB1,
ATR, NINEIN, TRAIP, ORC1-6, CDT1, CDC6, GMNN
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Figure S1: Affected organs related to mutations in PM and MPD genes
(created with BioRender.com)



