Supplementary Table SIl Details of HGNC Genes identified within CNVs in 46, XY DSD boys. Information was not
available for cases 72 and 121.

Subject CNV

Ref
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Del 7q34

Del 2p.22.3
Del 4q13.3
Del I6p12.2
Dup 20p12.3
Del 1g31.1
Del 5p14.3
Dup 13g32.1

Del 12q13.12

Dup 15ql 1.1

Dup 16pl1.2
Dup 2p16.3

Dep 18q21.32

Del 20p13

Dup llqllq

Protein coding genes

MTRNR2L6, PRSS|

Does not span any genes
ADAMTS3, NPFFR2

IGSF6, METTL9, NPIPB4, OTOA,
PLCBI, PLCB4

Does not span any genes
CDHI8

FARPI, HS6ST3, IPO5, MBNL2, OXGRI, RAP2A, RNF 1 | 3B,
STK24

AQP2, AQP5, AQP6, BCDIN3D, FAIM2, FAM186B, FMNL3,
KCNH3, MCRS I, NCKAP5L, PRPF40B, RACGAP, SPATS2,
TMBIM6,

CYFIPI, GOLGAG6LI, GOLGA6L2, GOLGA6L6, MKRN3, NIPAI,
NIPA2, OR4M2, OR4N4, POTEB, POTEB2, TUBGCP5

Does not span any genes

FSHR, GTF2AIL, LHCGR, STON|, STONI-GTFAIL, TCEB2P3,
TPTIPII

ADNP2, ALPK2, ATP9B, BCL2, Cl80f63, CBLN2, CCBEI,
CCDCI102B, CD226, CDH 19, CDH20, CDH7, CNDP I, CNDP2,
CPLX4, CTDPI, CYB5A, DOKé, DSEL, FAM69C, FBXO15, GALRI,
GRP, HMSD, HSBPILI, KCNG2, KDSR, KIAA 1468, LMANI,
MALT |, MBP, MC4R, NETO I, NFATCI, PARD6G, PHLPPI, PIGN,
PMAIPI, PQLCI, RAX, RBFA, RNF152, RTTN, SALL3, SECI IC,
SERPINBI I, SERPINB 12, SERPINB I3, SERPINB 1, SERPINB2,
SERPINB3, SERPINB4, SERPINBS, SERPINB7, SERPINBS,
SIMIM21, SOCS6, TIMM2 1, TMX3, TNFRSFI A, TSHZI,
TXNL4A, VPS4B, ZADH2, ZCCHC2, ZNF236, ZNF407, ZNF516,
ZNF532

ANGPT4, C200rf202, C200rt96, CSNK2A |, DEFB 125, DEFB 126,
DEFBI27, DEFB128, DEFBI29, DEFBI32, FAMI 1 0A, FKBPIA,
NRSN2, NSFLIC, PSMFI, RAD21L1, RBCKI, RSPO4, SCRT2,
SCRT2, SDCBP2, SIRPB 1, SIRPB2, SIRPD, SIRPG, SLC52A3, SNPH,
SOX12, SRXNI, TBCID20, TCFI5, TMEM74B, TRIB3, ZCCHC3,

ORIOAGI, OR4A15, OR4A16, OR4CI I, OR4CI5, OR4CI 6,
OR4C6, OR4P4, OR452, OR5AS I, OR5D 13, OR5D 14, OR5D 16,
OR5D 18, OR5F1, OR5I1, OR5J2, OR5L1, OR5L2, OR5W2,
OR8H2, OR8K3, OR8I2, OR8J2, OR8J3, ORSK5, TRIM5 |

Non-protein coding genes

PGBD4PI, TRBVI0-1, TRBVI -1, TRBVI2-1, TRBVI9, TRBV20-1,
TRBV21-1, TRBV22-1, TRBV23-1, TRBV24-1, TRBV 25-2, TRBV26,
TRBV27, TRBV28, TRBV29-1, TRBV5-2, TRBV5-3, TRBV6-4,
TRBV7-3, TRBVS-1, TRBVS-2, TRBV9, TRBVA, TRBVB

Does not span any genes
HNRNPA[P67
RNU6-1005P, RNU6-196P, RRN3P!

Does not span any genes
GUSBPI

FARPI-ASI, FTLP8, HSP90AB6P, LINCO0359, LINC00456,
MIR3170, PSMA6P4, RN7SKP7, RN7SKP8, RNA5SP37,
RPL7AP6 1, TULP3PI

BCDIN3D-AS 1, HIGD IAP9, LSM6P2, POLR2KP I, RNU6-834P

ABCBI0OPI, BMSIPI6, CT60, CXADRP2, ELMO2P |, GOLGASCP,
GOLGA8DP, GOLGASEP, GOLGASI, GOLGA8S, GRAMD4P5,
GRAMD4P6, HERC2P2, HERC2P3, HERC2P7, IGHD | OR25-1B,
IGHD20R | 5-2B, IGHD30R [ 5-3B, IGHD40OR | 5-4B, IGHD50R | 5-
5B, IGHVIORI5-1, IGHVIORI5-3, IGHVIOR15-4, IGVIOR15-6,
IGHV40R15-8, KIAAO125P2, MIR1268A, MIR3 1 18-4, MIR3 1 | 8-
6, MIR4508, MIR4509-1, MIR5701-1, MIR5701-2, NBEAPI,
ORIIH3P, ORI'IJIP, ORIIJ2P, ORI [J5P, ORI IKIP, OR4H6P,
OR4N3P, OR4QIP, RN7SL106P, RN7SL400P, RN75L495P,
RN7SL536P, RN75L545P, RN7SL759P, RNU6-1235P, RNU6-
498P, RNU6-63 1P, RNU6-749P, SPATA3 | E2P, SPATA3 | E3P,
TUBGCP5, WHAMMP3

Does not span any genes
CTBP2P5, RNU6-439P, STONI-GTFAIL, TCEB2P3, TPTIPI |

ACTBPY, AKRIB10P2, ARL2BPPI, ATP5GIP6, ATP9B, BDPIP,
CTBP2P3, FAM60CP, FAUPI, GLUD I P4, GTSCRI, HNRNPAIPI I,
LINC00305, LINC00683, LINC00908, LINC00909, LINCO1029,
MIR501 1, MIR548AV, MRPL37P1, MRPS5P4, NFE2L3PI,
OACYLP, PRPFI9P1, RBFADN, RN7SLI 12P, RN75L342P,
RN7S5L401P, RN7SL551P, RN7SL705P, RN7SL795P, RNA5SP46 1,
RNU2-69P, RNU4-17P, RNU6-1037P, RNU6-1 | 6P, RNU6-142P,
RNU6-2 19P, RNU6-346P, RNU6-39P, RNU6-567P, RNU6-655P,
RNU7-146P, RPIAPI, RPLI2P39, RPLI7P44, RPL26P35,
RPL30P|4, RPL31P9, RPL9P3 1, RPS2P6, RPS3AP49, SDCCAG3PI,
SDHCP1, SERPINB 10, SLC25A6P4,

ACTGIP3, RN75L56 1P, RNU6-917P, SDCBP2-AS |, SIRPB3P,

ORIOAFIP, ORI0AKIP, OR4A10P, OR4A1 P, OR4A|3P,
OR4A14P, OR4A 7P, OR4A2 1P, OR4A50P, OR4A9P, OR4CI I,
OR4C14P, OR4PIP, OR4VIP, OR4X7P, OR5AQ10, OR5BEIP,
OR5BN/P, OR5BN2P, OR5D 7P, OR5D2P, OR5D3, OR5F2P,
OR5J1P, OR5J7P, ORSW I P, OR7E5P, OR8H3, OR8I4P, ORSK4P,
OR8VIP, ORIMIP

Abbreviations: HGNC, HUGO Gene Nomenclature Committee; CNV, copy number variants; Dup, duplication; Del, deletion.
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