Supplementary Figure S1 Multipoint LOD scores based on a recessive model with full
penetrance. Only chromosomes that yield scores >2 are presented.
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Supplementary Figure S2 Chromatograms showing the identified mutations in a homozygous
individual and the reference sequence.

Affected 401

T S C

F X

LR o S L

e ol el el i o e ]

Exon 9 _..Il_

Intron 9

Control
T S C F R
c T 6 AT 6 6T TG c

Gy I 2 A G 2
ExunD—.“—Inlmng

ool |

TAF4B ¢.1831 C>T (p.R611X) in family 1

Affected 405 Control

Q N S H X Q N K Q S L K

C_'___'___'___'__c_'___l-:;Ic_'__crg'_ CRAR A % C& Al G BT CAE T 6 W RSB
delAACA

ZMYNDI5 ¢.1520delAACA (p.K507Sfs*3) in family 2

Supplementary Figure S3 Quantification of transcript levels for ZMYND15 isoforms 1 and 2
relative to POLR2A in various tissues.
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