

Table 2- Genomic location of pathogenic/probably pathogenic CNVs and gene content with OMIM reference number. 

	Patient
	CNV
	Affected genes (OMIM number)
	Classification

	2
	Yp11.31
(2,661,306-9,690,184)x1  
	SRY (480000), RPS4Y1 (470000), ZFY (490000), TGIF2LY (400025), PCDH11Y (400022), AMELY (410000), TBL1Y (400033), PRKY (400008), TSPY1 (480100)

	Pathogenic

	2
	3q29
(195,677,895-197,413,261)x1
	TFRC (190010), SLC51A (612084), PCYT1A (123695), RNF168 (612688), WDR53 (615110), NRROS (615322), PIGX (610276), PAK2 (605022), SENP5 (612845), NCBP2 (605133), PIGZ (611671), MFI2 (155750), DLG1 (611014), BDH1 (603063), KIAA0226 (613516)
	Pathogenic

	5
	Yp11.31 
(2,650,424-9,768,860)x1
	SRY (480000), RPS4Y1 (470000), ZFY (490000), TGIF2LY (400025), PCDH11Y (400022), AMELY (410000), TBL1Y (400033), PRKY (400008), TSPY1 (480100)
	Pathogenic

	5
	Xp22.33 
(2,693,466-11,724,896)x1
	XG (300879), GYG2 (300198), ARSD (300002), ARSE (300180), ARSH (300586), ARSF (300003), MXRA5 (300938), PRKX (300083), NLGN4X (300427), VCX3A (300533), PUDP (306480), STS (300747), VCX (300229), PNPLA4 (300102), VCX2 (300532), ANOS1 (300836), FAM9A (300477), FAM9B (300478), TBL1X (300196), GPR143 (300808), SHROOM2 (300103), CLCN4 (302910), MID1 (300552), HCCS (300056), ARHGAP6 (300118), AMELX (300391)
	Pathogenic

	6
	10q24.32
(103,988,265-104,000,307)x1
	PITX3 (602669), ELOVL3 (611815)
	Likely pathogenic

	7




	10q25.3-q26.2 (118,087,298-129,753,712)x1
	PNLIP (246600), PNLIPRP1 (604422) PNLIPRP2 (604423), HSPA12A (610701), KIAA1598 (611171), VAX1 (604294), KCNK18 (613655), SLC18A2 (193001), PDZD8 (614235), EMX2OS (607637), EMX2 (600035), RAB11FIP2 (608599), CASC2 (608598), PRLHR (600895), NANOS1 (608226), EIF3A (602039), PRDX3 (604769), GRK5 (600870), RGS10 (602856), TIAL1 (603413), BAG3 (603883), INPP5F (609389), MCMBP (610909), WDR11 (606417), FGFR2 (176943), ATE1 (607103), NSMCE4A (612987), TACC2 (605302), PLEKHA1 (607772), ARMS2 (611313), HTRA1 (602194), DMBT1 (601969), PSTK (611310), IKZF5 (606238), ACADSB (600301), HMX3 (613380), HMX2 (600647), BUB3 (603719), GPR26 (604847), CHST15 (608277), OAT (613349), FAM175B (611144), ZRANB1 (611749), CTBP2 (602619), MMP21 (608416), UROS (606938), BCCIP (611883), DHX32 (607960), FANK1 (611640), ADAM12 (602614), DOCK1 (601403), NPS (609513), PTPRE (600926)
	Pathogenic


	15
	14q11.2-q12 (19,280,733-25,869,811)x3
	OSGEP (610107), APEX (107748), PNP (164050), RNAE9 (614014), TRNAP1 (189930), TRL-AAG2-1 (189932),  TRNAP2 (189931), TRNAT2 (189933), ANG (105850), RNASE4 (601030), EDDM3A (611580 ), FAM12B (611582), RNASE6 601981), RNASE1 (180440), RNASE3 (131398), RNASE2 (131410), METTL17 (616091), SLC39A2 (612166), NDRG2 (605272), TPPP2 (616956), RNASE7(612484), RNASE8(612485), SOLO (610018), ZNF219 (605036), HNRNPC (164020), RPGRIP1 (605446), SUPT16H (605012), CHD8 (610528), RAB2B (607466), TOX4 (614032), METTL3 (612472) SALL2 (602219), TRDC (186810), TRAC (186880), DAD1(600243), OXA1L (601066), SLC7A7 (603593), MRPL52 (611856), MMP14 (600754), LRP10 (609921), REM2 (616955), PRMT5 (604045), HAUS4 (613431), AJUBA 609066), PSMB5 (600306), PSMB11 (611137), CDH24 (618599), ACIN1(604562), CEBPE (600749), SLC7A8 (604235), HOMEZ, KIAA1443 (608119), BCL2L2 (601931), PABPN1 (602279), SLC22A17 (611461), EFS (609906), IL25 (605658), CMTM5 (607888), MYH6 (160710),MIR208A (611116), MYH7 (160760), MHRT (616096),MIR208B (613613), NGDN, NGD (610777), THTPA (611612), ZFHX2 (617828), AP1G2 (603534), DHRS2 (615194), DHRS4AS1 (616925), DHRS4 (611596), DHRS4L2 (615196), DHRS4L1 (615195),
LRRC16B (614716), CPNE6 (605688), NRL (162080), PCK2 (614095), ARVD3 (602086),
DFNB5(600792), SPG32 (611252), DCAF11 (613317), FITM1 (612028), PSME1 (600654), PSME2 (602161), RNF31 (612487), IRF9 (147574), REC8L1 (608193), TM9SF1 (618965),TSSK4 (610711), CHMP4A (610051), NEDD8 (603171),GMPR2 (610781), TINF2 (604319), TGM1 (190195), RABGGTA (601905), DHRS1(610410), NOP9 (618308), CIDEB (604441), LTB4R2 (605773), LTB4R (601531), ADCY4 (600292), RIPK3 (605817), NFATC4 (602699), CBLN3 (612978), SDR39U1 (616162), CMA1 (118938), CTSG (116830), GZMH (116831), GZMB (123910), STXBP6 (607958)

	Pathogenic


	15
	21p11.2-q21.3 (14,613,203-27,328,175)x1
	POTED (607549),  LIPI (609252), RBM11 (617937), ABCC13 (608835), STCH (601100), SAMSN1 (607978), NRIP1 (602490), USH1E (602097), MIR99AHG (615964),  MIR99A (614509),  MIRLET7C (612144), MIR125B2 (610105), CXADR (602621), BTG3 (605674), CHODL (607247), TMPRSS15 (606635), NCAM2 (602040), MIR155(609337), MRPL39 (611845), JAM2 (606870), ATP5PF (603152), GABPA (600609), APP (104760) 
	Pathogenic

	22
	13q33.1-q34 (104,205,799-115,107,733)x1
	DAOA-AS1 (607415), DAOA (607408), EFNB2 (600527), ARGLU1 (614046), LIG4 (601837), TNFSF13B (603969), MYO16 (615479), IRS2 (600797), COL4A1 (120130), COL4A2 (120090), NAXD (615910), CARS2 (612800), ING1 (601566), ARHGEF7 (605477), SOX1 (602148), ATP11A (605868), MCF2L (609499), F7 (613878), F10 (613872), PROZ (176895), PCID2 (613713), CUL4A (603137), LAMP1 (153330), ADPRHL1 (610620), TFDP1 (189902), ATP4B (137217), GRK1 (180381), GAS6 (600441), RASA3 (605182), CDC16 (603461), UPF3A (605530), CHAMP1 (616327)
	Pathogenic
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