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Table S1: Spectrum of congenital abnormalities in 142 patients
ID Region Gene Gender Di Tr Ci abnor Facial dysmorphism Skin Other abnor Relatives with FA
FA-01/ FA-536 Tamil Nadu FANCG M NA Danazol Yes NA NA HPOP,Leukoplakia NA NA
FA01/19 Kerala FANCL M MDS BMT NA NA NA CAL, HP NA NA
FA-02 Tamil Nadu FANCJ M MDS Danazol No NA MCH CAL NA NA
FA-03/ FA-515 Assam FANCA F NA Danazol NA TH, TA DF HP NA NA
FA-03/19 West Bengal FANCI M NA Stanozolol No SsS LSE, MOA, MCH, TF HP, CAL NA Sister
FA-04/ FA-509 Kerala FANCA M NA Stanozolol No BT, Absent thumb LSE HP, HPOP, CAL NA NA
FA-05/ FA-500 Tamil Nadu FANCA M NA Stanozolol Yes NA NA HP NA NA
FA-06 West Bengal FANCA M MDS BMT NA SS, TH, Thenar hypoplasia TF HPOP, HP NA NA
FA-07 Andhra Pradesh FANCL M NA Stanozolol/BMT NA NA MCH, frontal blossing HP, HPOP NA NA
FA-08/ FA-552  Andhra Pradesh FANCA M DKC Stanozolol/BMT Yes NA NA HP, leukoplakia NA NA
FA-09/ FA-505 Kerala FANCA F NA Danazol/BMT No NA NA HPOP NA NA
FA-10 Tamil Nadu FANCA & NA Danazol Yes Clinodactyly MCH, MGH, HAP HP, POH NA NA
FA-11/ FA-524 Kerala FANCA M NA Stanozolol No SS, Arachinodactyly DF HP NA NA
FA-12 West Bengal FANCA & NA Danazol No NA NA HP, POH NA NA
FA-12/19 Kerala FANCA M NA Stanozolol No Hypothenar, dlinodactyly, HAP CAL HSK NA
partial syndactyly
FA-13 Kerala FANCG M NA Stanozolol NA NA MCH,TF HPOP, HP HSK NA
FA-14/ FA-534  Andhra Pradesh FANCL M NA Stanozolol No NA NA HP NA NA
FA-15 FA-503  Andhra Pradesh FANCA & NA Danazol/BMT NA Sss MCH HP ARP Sister
FA-16 Andhra Pradesh FANCA F NA Danazol Yes Ss MGH HP NA NA
FA-17/19 Tamil Nadu FANCA M NA Stanozolol No NA MCH CAL NA Brother
FA-18/ FA-551  Andhra Pradesh FANCA M AML Stanozolol No SS LSE HP NA Sister had AA
FA-18/19 Tamil Nadu FANCA M NA Stanozolol No BT, polydactyly DF, EF, HAP HP NA Brother
FA18/20 Kerala FANCL F NA Danazol/BMT No Nail dystrophy, Scoliosis NA HP, oral leukoplakia, CAL NA NA
FA-19 Karnataka FANCL M NA Stanozolol NA BT, SS MOA, MCH HP NA NA
FA-20 Tamil Nadu FANCG M NA Stanozolol Yes BT, Polydactyly AE,MGH HP NA NA
FA-20/19 Andhra Pradesh FANCA M NA Stanozolol Yes NA DF HP Ectopic kidney NA
FA-21/ FA-510 Jharkhand FANCA M NA Stanozolol Yes BT AE HP NA NA
FA-22 Kerala FANCA M NA Stanozolol/ BMT Yes Polydactyly DF Petechiae, POH NA NA
FA-23 Tamil Nadu FANCA F NA NA No Thumb Abnormalities MCH HPOP, HP NA NA
FA-24/ FA-502  Andhra Pradesh FANCA M HCC Stanozolol/ BMT No Thenar hypoplasia NA CAL, HP NA NA
FA-25 Andhra Pradesh FANCL M NA Stanozolol/ BMT No Ss NA HP Ectopic kidney NA
FA-26/ FA-530 Tamil Nadu FANCG M NA Stanozolol Yes SS, Polydactyly, Clubbing MCH HPOP, HP NA NA
FA-27 Andhra Pradesh FANCA F NA Danazol Yes NA NA HP NA NA
FA-27/19 Tamil Nadu FANCA M NA Stanozolol Yes Triphalageal thumb Hypertelorism, HAP HP NA Sister, 1 death at birth
FA-28 Tamil Nadu FANCA F NA Danazol Yes SsS MCH HP NA NA
FA-29 Chattisgarh FANCD2 & NA BMT Yes NA NA NA HSK NA
FA-30/ FA-501 Tamil Nadu FANCF M NA Stanazolol NA Thenar hypolasia LSE, MCH HPOP, CAL, HP NA NA
FA-30/19 Andhra Pradesh FANCL & NA Danazol Yes MCH HP, HPOP NA NA
FA-31/FA-514  Andhra Pradesh FANCA F NA Danazol No SS HAP HP NA NA
FA-32 Jharkhand FANCA M NA Stanozolol No ss LSE HP, HPOP NA NA
FA-33 Tamil Nadu FANCA M NA Stanozololf BMT Yes NA NA HP NA Sisterwilh AR, brother
FA-34 Tamil Nadu FANCA M NA Stanozolol/ BMT Yes Ss TF CAL, HP NA NA
FA-35 Kerala FANCA M NA BMT NA TH, SD De”'esse‘:ﬂga:a' bridge, CAL NA NA
FA-36/ FA-526  Andhra Pradesh FANCG M NA Stanozolol Yes NA TF, ASE CAL, HP NA NA
FA-36/19 Tamil Nadu FANCG M AML Stanozolol No ™ HAP. :’y":s" ?g‘é‘h and HP, CAL Small kidneys Sister
FA-37/19 Tamil Nadu FANCG F MDS Danazol No NA RSP Z’;:s" ':g‘é‘h e HP, CAL NA Brother
FA-38 Maharashtra FANCG F NA BMT No Subtle thumb abnormality NA HP NA NA
FA-39 /FA-518  Andhra Pradesh FANCC M NA Stanozolol Yes Thenar hypoplasia NA HP NA NA
FA-49/19 Andhra Pradesh FANCL M DKC NA Yes Ss NA HP, HPOP, CAL Hypoplastic kidneys NA
FA-511 Andhra Pradesh FANCA M NA Stanozolol/ BMT Yes SST NA HP, CAL NA Sibling died of FA-AML
FA-513 Andhra Pradesh FANCA M NA Stanozolol Yes TH LSE HP, CAL NA NA
FA-516 West Bengal FANCA M NA Stanozolol Yes NA LSE, MCH CAL NA NA
FA-517 Kerala FANCC M NA Danazol/ BMT Yes TA, Ectrodactyly, Clinodactyly HAP, MOA, MCH CAL NA NA
FA-519 West Bengal FANCD2 M NA Stanozolol No SS, Absent simian crease, TH TF HP NA NA
FA-521 Andhra Pradesh FANCA M NA Stanozolol Yes TH AE HP NA NA
FA-523 Kerala FANCL M NA Stanozolol No NA MCH CAL, HP NA NA
FA-525 Tamil Nadu FANCL M NA Stanozolol/ BMT No Syndactyly, DPT NA HP, HPOP NA NA
FA-527 Chattisgarh FANCC F NA Danazol/ BMT No S8, Clinodactyly NA HP NA NA
FA-528 Haryana C170rf70 F NA BMT No Ss MCH NA NA NA
FA-529 Tamil Nadu FANCA F NA Danazol No SS, BT MCH HP NA NA
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FANCG M NA BMT Yes Clinodactyly NA HP, CAL ARP
FANCL F NA Danazol Yes NA DF HP, HPOP NA
FANCA F NA Danazol/ BMT No NA HAP, MGH HP NA
FANCL M NA Stanozolol Yes Ss MGH HP NA
FANCL M NA Stanozolol NA SS, TH MCH, HAP CAL NA
FANCL F NA Danazol Yes Nail dystrophy HAP HPOP NA
FANCA M NA Stanozolol NA Clinodactyly LSE, HAP HPOP, CAL, HP NA
FANCA F NA Danazol Yes Skeletal deformity MOA ,DF, MGH HPOP NA
FANCL M NA Stanozolol No Ss MCH, DF HP, HPOP NA
FANCA M NA Stanozolol No BT, Polydactyly NA HP NA
FANCA M NA Stanozolol No S8, Bilateral clinodactyly NA CAL, HP, Pallor NA
FANCA M NA Stanozolol No NA NA HP Kidney abnormalities
FANCA M NA Stanozolol/ BMT No NA NA HP, HPOP NA
FANCA F MDS Danazol/ BMT Yes Ss Hypertelorism HP NA
FANCL M NA Stanozolol Yes SS MOA COP, CAL NA
FANCA M MDS Stanozolol No Clinodactyly MCH, MOA CAL, Pallor NA
FANCA M NA Stanozolol/ Metformin No SS NA CAL Hypogonadism
FANCA M NA Stanozolol/ BMT Yes SS, TH MCH, LSE, MOA POH NA
FANCG M NA Stanozolol/ BMT No SELEIEICE ST MCH, hypertelorism POH, HP NA
abnormalities
FANCA F NA Danazol Yes Thenar and hypothenar atrophy NA HP, CAL NA
FANCA F NA Danazol/ BMT No Ss NA POH, CAL NA
FANCA M MDS Stanozolol Yes TH (R), TA (L) NA HP NA
FANCL M NA Stanozolol No NA NA CAL, HPOP NA
FANCG M NA Stanozolol/ BMT Yes Ss NA CAL Atrophic left kidney
FANCA F NA Danazol Yes NA Sl CF'|°:§'V gallevess CAL, HP kidney abnormalities
FANCL M NA Danazol/ BMT No NA Oral leukoplakia, MCH HP, HPOP, POH NA
FANCA M NA Stanozolol/ BMT No SS, clinodactyly HAP HPOP NA
FANCA F NA Danazol No NA NA HP NA
FANCG M NA NA No SS, TH HAP, EF NA Absent kidney
FANCA F MDS Danazol No NA DF NA NA
FANCT F  MDS/AML NA No = °°”99"'taégyph"m““'s' MCH, TF HP Solitary kidney
FANCJ M MDS BMT No NA NA NA Ectopic kidney
FANCL M NA Stanozolol No Bilateral clinodactyly, SST LSE, MOA COP, HP, CAL NA
FANCF M MDS BMT No Hypoplasia [’Jnfﬁé’er and lower NA HP, CAL NA
FANCG F NA Danazol Yes SS, TA NA HP NA
FANCA F NA Danazol Yes NA DF NA NA
FANCA M NA Stanozolol/ BMT Yes congenital TH, CTEV. MCH, LSE POH, CAL C°”ge"'“;'i::;’:;‘°"° —
FANCA F NA NA (Pregnant) Yes Polydactyly HAP HP NA
FANCL F NA Danazol Yes S8, clinodactyly MCH, LSE, HAP CAL, COP NA
FANCA M NA Danazol No BT HAP CAL NA
FANCA M NA Stanozolol No TH MCH Patches over body kidney abnormalities, ARP
FANCL F NA Stanozolol/ BMT No NA MCH, EF NA NA
FANCA F NA Danazol/ BMT Yes SS, emaciated MCH, MOA, LSE, HAP, EF POH, HPOP NA
FANCL F NA Danazol No BT MCH POH, HPOP, CAL NA
FANCA M MDS-AML Stanozolol/ BMT Yes Simian crease in both hands LSE, hypertelorism HP NA
FANCA M NA NA Yes NA TF CAL kidney abnormalities
FANCL M NA NA No fleiarendiypetianay NA CAL, HP NA
hypoplasia
FANCE F NA BMT Yes NA NA NA NA
FANCA F NA NA NA NA NA NA NA
FANCA M MDS BMT No NA NA NA NA
FANCG F NA Danazol No NA NA NA Ectopic kidney
FANCA F NA Danazol Yes NA NA Pigmented tongue NA
FANCA F NA Danazol/ BMT Yes NA NA NA Anorectal malformation
FANCA M NA Danazol No NA NA NA Anorectal malformation
FANCA F NA Danazol No NA Epicanthus NA NA
FANCL M NA Stanozolol Yes Clinodactyly LSE, HAP, depressed Ichthyosis, CAL, HP NA
nasal bridge, MCH " ’
FANCA F NA Stanozolol/ BMT No NA NA NA NA
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FA-06/20 Telangana FANCA F NA Danazol Yes Polydactyly HAP, EF NA NA NA
FA-10/20 Andhra Pradesh FANCA F NA Danazol Yes NA MCH, HAP HP, CAL NA NA
FA-10/21 Andhra Pradesh FANCA F NA Danazol Yes Thenar and hypothenar MCH, Small and closely CAL NA NA

hypoplasia set eyes, HAP

FA-11/20 West Bengal FANCA M NA Stanozolol Yes Ss MCH, TF, HAP CAL NA NA
FA-15/20 Lakshadweep FANCG M NA Stanozolol No Ss NA HP ARP NA
FA-16/20 Andhra Pradesh FANCA F MDS Danazol No NA NA NA NA NA
FA-21/20 Andhra Pradesh FANCA F MDS BMT Yes NA MCH HP NA NA

FA-5/21 West Bengal FANCT M MDS Danazol No NA NA NA NA NA
FA-01/20 Kerala FANCG M NA Stanozolol Yes Clinodactyly MCH, MGH NA Left ectopic kidney NA
FA-02/21 West Bengal FANCA M NA Stanozolol No Ss NA NA NA NA
FA-08/19 Andhra Pradesh FANCA F MDS Danazol Yes SS, Polydactyly NA HP sngenital acyanotic heart diseas NA
FA-13/19 Kerala FANCA F NA Danazol No Polydactyly, Thumb anomalies MCH, HAP CAL NA NA
FA-18/21 Tamil Nadu FANCA M MDS Stanozolol Yes SS, TH EF HP NA NA
FA-21/21 Kerala FANCA & NA Danazol/BMT No NA NA HP NA NA
FA-23/19 Tamil Nadu FANCA M NA Stanozolol Yes Ss EF, HAP NA NA NA
FA-26/21 Jharkhand FANCA M NA NA Yes Hypothenar wasting NA HP Anorectal malformation NA
FA-30/21 Tamil Nadu UBE2T/FANCT F NA NA Yes Polydactyly NA HP HSK NA
FA-31/21 Odisha FANCA F NA Danazol NA NA EF, HAP NA NA NA
FA-32/19 Kerala FANCA M NA Stanozolol Yes Musculoskeletal abnormalities Hypertelorism, MCH, HAP CAL NA NA
FA-33/19 Maharashtra FANCL M NA Danazol No NA NA HP, CAL Small testes NA
FA-33/21 Jharkhand FANCA M NA NA Yes NA Fanconi facies CAL NA NA
FA-34/19 Kerala FANCL M NA Stanozolol No NA NA HP NA NA
FA-35/21 Andhra Pradesh FANCA F NA Danazol Yes Thenar hypoplasia NA NA NA NA
FA-649/18 West Bengal BRCA2 M AML NA No Thumb Abnormalities MCH HP, HPOP Wilms tumor Sibling died of FA-AML
FA-12/22 Andhra Pradesh FANCL F NA Danazol Yes Clinodactyly TF, MCH HP Anorectal malformation NA

Skeletal abnormalities: SS- Short stature; TH- Thumb hypoplasia; BT- Bifid thumb; SST- Short stubby toes; TA- Thumb aplasia; CTEV- Congenital talipes equinovarus; HSK- Horse shoe kidney; DPT- Distally placed thumb; ARP- absent radial pulse; SD- Sprengel's

deformity

Facial Dysmorphism: DF- Dysmorphic Face; MCH- Microcephaly; MGH- Micrognathia; AE- Almond shaped eyes; Low set ears- LSE; High arched palate- HAP; Arched palate- AP; Elfin Facies- EF; TF- Triangular facies; Microopthalamia- MOA; ASE- Antemongoloid slant

of eyes

Skin changes: HP- Hyperpigmentation; HPOP- Hypopigmentation; CAL- Café au lait; COP- Circum oral pigmentation; POH- Perioral hypopigmentation
Other anomalies: HSK- Horse-shoe kidney
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