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Online Supplementary Table S1. Families with constitutional mismatch repair deficiency (CMMRD) and at least one affected relative with a hematologic
malignancy.

BRIEF REPORTS



Online Supplementary Table S1. continued.

Online Supplementary Table S1. Families with constitutional mismatch repair deficiency (CMMRD) and at least one affected relative with a hematolog-
ic malignancy. *: the description of mutations is based on the nomenclature in the review by Wimmer and Etzler19 following the Human Genome Variation
Society (HGVS) guidelines for the description of sequence variants (http://www.hgvs.org/mutnomen/) with +1 corresponding to the adenine (A) of the
ATG translation start site; †: Pat., patients; F, female; M, male; U, sex not reported; numbers, personal identifier for each family; ‡: malignancies are list-
ed following the order of diagnosis; numbers in brackets, age at diagnosis; ?, unknown age at diagnosis; hematologic malignancies are given in bold
letters; §: A.d., age at death (years); u, patient deceased, but A.d. was not reported; a, patient alive at date of study report; ¶: all five families described
by De Vos et al. were of Pakistani origin (Mirpur region of Northeastern Pakistan), due to marker analysis, a common ancestry seemed possible, but no
consanguinity was reported by the families.12,13 ALL: acute lymphoblastic leukemia; AML: acute myelogenous leukemia; CML: chronic myelogenous
leukemia; CLS: café-au-lait spots; CRC: colorectal cancer; LS: Lynch syndrome; LSF: Lynch syndrome family; LSFAC: LSF Amsterdam criteria are fulfilled;
LSFRBC: LSF revised Bethesda criteria are fulfilled; MDS: myelodysplastic syndrome; MLH1: mutL homolog 1; MSH2: mutS homolog 2; MSH6: mutS
homolog 6; NF1: neurofibromatosis type 1; NHL: non-Hodgkin’s lymphoma; PNET: primitive neuroectodermal tumor; PMS2: postmeiotic segregation
increased 2; SPNET: supratentorial primitive neuroectodermal tumor.



Online Supplementary
Figure S1. Biallelic
germline mutations in
MSH6 causing constitu-
tional mismatch repair
deficiency (CMMRD).
Observed mutations in
MSH6 (NM_000179) are
schematically illustrated
in view of functional
domains (P52701, 1360
AA), i.e. PWWP (green,
90-152 AA), MUTSd
(orange, 753-1102 AA,
DNA binding domain of
DNA mismatch repair
MUTS family), and
MUTSac domain (red,
1127-1321 AA, ATPase
domain of DNA mis-
match repair MUTS fami-
ly) (http://smart.embl-
heidelberg.de).7-10,20-
24 V, site of mutation; |,
missense alteration; pat-
terned shading, altered
reading frame.
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