Table 2.A : MLPA regions covered by the P036 MLPA probe set

	PCR product length
	SALSA MLPA probe
	Gene detected
	Chromosomal position

	64-70-76-82
	Q-fragments
	
	

	88-92-96
	D-fragments
	
	

	100
	X specific probe
	
	

	105
	Y specific probe
	
	

	118
	Y specific probe
	
	

	130
	02269-L01761
	TNFRSF4
	1p36.33

	137
	02274-L08758
	ACP1
	2p25.3

	144
	01721-L01329
	CHL1
	3p26.3

	151
	02005-L02047
	PIGG
	4p16.3

	160
	01723-L01327
	PDCD6
	5p15.33

	165
	01724-L02048
	IRF4
	6p25.3

	172
	02275-L02049
	CENTA1
	7p22

	179
	02397-L01845
	FBXO25
	8p23.3

	186
	01727-L02050
	DMRT1
	9p24.3

	194
	02277-L01768
	DIP2C
	10p15.3

	202
	03315-L02733
	RIC8
	11p15.5

	210
	02276-L01767
	SLC6A12
	12p13.33

	218
	02399-L01847
	PSPC1
	13q11

	226
	01732-L01318
	HEI10
	14q11.2

	232
	07291-L08858
	MKRN3
	15q11.2

	242
	01734-L01316
	POLR3K
	16p13.3

	250
	01735-L01315
	RPH3AL
	17p13.3

	258
	01736-L02051
	USP14
	18p11.32

	266
	01737-L01313
	CDC34
	19p13.3

	274
	02396-L01844
	SOX12
	20p13

	282
	01739-L01311
	RBM11
	21q11.2

	290
	01740-L01310
	BID
	22q11.21

	298
	01148-L01331
	SHOX
	Xp22.33

	306
	02392-L02149
	SH3BP5L
	1q44

	314
	01742-L01308
	CAPN10
	2q37.3

	322
	02013-L02052
	BDH
	3q29

	329
	12050-L11446
	TRIML2
	4q35.2

	338
	03319-L02737
	GNB2L1
	5q35.3

	346
	01746-L01304
	PSMB1
	6q27

	354
	01747-L01303
	VIPR2
	7q36.3

	362
	01748-L01302
	ZC3H3
	8q24.3

	370
	08205-L08170
	EHMT1
	9q34.3

	379
	09142-L09953
	PAO
	10q26.3

	386
	01751-L01299
	NCAPD3
	11q25

	394
	02687-L02154
	ZNF10
	12q24.33

	402
	01753-L01297
	F7
	13q34

	410
	02778-L02201
	MTA1
	14q32.3

	418
	01755-L01295
	ALDH1A3
	15q26.3

	426
	03201-L02669
	GAS8
	16q24.3

	434
	01757-L01293
	TBCD
	17q25.3

	442
	01758-L01292
	C18orf22
	18q23

	447
	09143-L10626
	BC2
	19q13.43

	458
	02688-L02884
	OPRL1
	20q13.33

	466
	02586-L02059
	PRMT2
	21q22.3

	474
	01762-L08761
	RABL2B
	22q13.33

	485
	01763-L02150
	VAMP7
	Xq28


Table 2.B : MLPA regions covered by the P070 MLPA probe set
	PCR product length
	SALSA MLPA probe
	Gene detected
	Chromosomal position

	64-70-76-82
	Q-fragments
	
	

	88-92-96
	D-fragments
	
	

	100
	X specific probe
	
	

	105
	Y specific probe
	
	

	118
	Y specific probe
	
	

	130
	04084-L03605
	SH3BP5L
	1q44

	137
	02781-L03168
	ATG4B
	2q37.3

	144
	02690-L02842
	KIAA0226
	3q29

	151
	02691-L02843
	FRG1
	4q35.2

	158
	02790-L02232
	GNB2L1
	5q35.3

	165
	02694-L02844
	TBP
	6q27

	172
	02793-L03167
	VIPR2
	7q36.3

	179
	02695-L00610
	RECQL4
	8q24.3

	186
	02792-L02846
	EHMT1
	9q34.3

	194
	02696-L02847
	ECHS1
	10q26.3

	202
	02697-L02848
	IGSF9B
	11q25

	210
	02686-L02849
	ZNF10
	12q24.33

	218
	02698-L00753
	CDC16
	13q34

	226
	02699-L02850
	MTA1
	14q32.3

	234
	02701-L02851
	TM2D3
	15q26.3

	242
	02702-L00734
	GAS8
	16q24.3

	250
	02703-L03169
	SECTM1
	17q25.3

	258
	02704-L03607
	CTDP1
	18q23

	266
	02705-L02853
	BC2
	19q13.43

	274
	02706-L00642
	UCKL1
	20q13.33

	282
	02587-L02854
	S100B
	21q22.3

	290
	02707-L00661
	ARSA
	22q13.33

	298
	02708-L02855
	VAMP7
	Xq28

	306
	02270-L01762
	TNFRSF18
	1p36.33

	314
	02709-L02856
	ACP1
	2p25.3

	322
	02896-L02363
	CHL1
	3p26.3

	330
	02779-L02221
	ZNF141
	4p16.3

	338
	02791-L02233
	LOC133957
	5p15.33

	346
	04077-L03462
	IRF4
	6p25.3

	354
	02780-L02857
	UNC84A
	7p22

	362
	02715-L00973
	FBXO25
	8p23.3

	370
	02716-L00688
	DOCK8
	9p24.3

	378
	05180-L02227
	ZMYND11
	10p15.3

	386
	02784-L02226
	BET1L
	11p15.5

	394
	02787-L02229
	JARID1A
	12p13.33

	402
	02717-L03608
	PSPC1
	13q11

	410
	02718-L00732
	ADPRTL2
	14q11.2

	418
	04026-L01542
	NDN
	15q11.2

	426
	02720-L00648
	DECR2
	16p13.3

	434
	04081-L03465
	RPH3AL
	17p13.3

	442
	02789-L02231
	THOC1
	18p11.32

	450
	03501-L02880
	PPAP2C
	19p13.3

	458
	02723-L00641
	ZCCHC3
	20p13

	466
	02724-L00334
	STCH
	21q11.2

	474
	02725-L00660
	IL17RA
	22q11.1

	481
	03714-L00910
	SHOX
	Xp22.33


Table 2.C : MLPA regions covered by the P245 MLPA probe set
	PCR product length
	SALSA MLPA probe
	Gene detected
	Chromosomal position

	64-70-76-82
	Q-fragments
	
	

	88-92-96
	D-fragments
	
	

	100
	X specific probe
	
	

	105
	Y specific probe
	
	

	118
	Y specific probe
	
	

	130
	02269-L01761
	TNFRSF4
	1p36.33

	136
	07632-L07317
	GATA3
	10p15.1

	142
	04120-L03532
	PAFAH1B1
	17p13.3

	148
	09310-L09999
	MECP2
	Xq28

	154
	02595-L08077
	NSD1
	5q35.3

	160
	04620-L00863
	UBE3A
	15q12

	166
	04690-L07966
	GABRD
	1p36.33

	172
	03087-L02487
	CREBBP
	16p13.3

	178
	02890-L07968
	GNB1
	1p36.33

	184
	09311-L10002
	MECP2
	Xq28

	190
	08380-L10003
	SEMA7A
	15q24.1

	196
	01218-L06270
	CLDN5
	22q11.21

	202
	03409-L02797
	MECP2
	Xq28

	208
	05464-L10114
	GP1BB
	22q11.21

	214
	06282-L01542
	NDN
	15q11.2

	220
	03253-L02690
	PAX6
	11p13

	226
	07856-L08385
	MAPT
	17q21.31

	232
	04190-L05920
	LETM1
	4p16.3

	238
	01443-L08394
	PAFAH1B1
	17p13.3

	247
	02026-L10004
	SNRPN
	15q12

	253
	10181-L11409
	SHANK3
	22q13.33

	260
	03778-L11180
	NF1
	17q11.2

	267
	08386-L11411
	FANCL
	2p16.1

	274
	01452-L00936
	LRRC48
	17p11.2

	283
	01126-L00684
	CRR9p
	5p15.33

	292
	01318-L07970
	SNRPN
	15q12

	297
	01412-L01059
	DMD
	Xp21.2

	303
	01453-L08499
	LLGL1
	17p11.2

	310
	01333-L00876
	ELN
	7q11.23

	319
	04652-L04036
	TGFBR1
	9q22.33

	325
	06811-L06406
	CYP1A1
	15q24.1

	335
	02508-L02620
	NF1
	17q11.2

	342
	07857-L08501
	MAPT
	17q21.31

	349
	01232-L07388
	DKFZp566L0824
	10p15.1

	359
	08395-L08249
	DLG1
	3q29

	364
	01336-L00878
	ELN
	7q11.23

	373
	01235-L00773
	SNAP29
	22q11.21

	382
	10182-L11174
	SHANK3
	22q13.33

	391
	01337-L02333
	LIMK1
	7q11.23

	401
	03081-L07411
	TRPS1
	8q24.12

	409
	04653-L10006
	TGFBR1
	9q22.33

	418
	08401-L08255
	DLG1
	3q29

	427
	01108-L00679
	EIF3S3
	8q24

	436
	03761-L02477
	TERT
	5p15.33

	445
	06058-L05513
	WHSC1
	4p16.3

	454
	02600-L02071
	NSD1
	5q35.3

	472
	07859-L07620
	CRHR1
	        17q21.31

	486
	09860-L10628
	REL
	2p16.1


Table 2.D : List of the syndromes and genes explored with the P245 MLPA probe set.

	Syndrome
	Region
	Gene detected

	1p36 deletion syndrome
	1p36.33
	TNFRSF4

	
	
	GNB1

	
	
	GABRD

	2p16.1 microdeletion syndrome
	2p16.1
	FANCL

	
	
	REL

	3q29 microdeletion syndrome
	3q29
	DLG1

	Wolf-Hirschhorn syndrome
	4p16.3
	LETM1

	
	
	WHSC1

	Cri du Chat syndrome
	5p15.33
	TERT

	
	
	CRR9p

	Sotos syndrome
	5q35.3
	NSD1

	Williams syndrome
	7q11.23
	ELN

	
	
	LIMK1

	Langer-Giedion syndrome
	8q24.12
	TRPS1

	
	
	EIF3S3

	9q22.3 microdeletion syndrome
	9q22.33
	TGFBR1

	DiGeorge region 2 syndrome
	10p15.1
	GATA3

	
	
	DKFZp566L0824

	WAGR syndrome
	11p13
	PAX6

	Prader-Willi/Angelman syndrome
	15q12
	NDN

	
	
	SNRPN

	
	
	UBE3A

	15q24 deletion syndrome
	15q24.1
	CYP1A1

	
	
	SEMA7A

	Rubistein-Taybi syndrome
	16p13.3
	CREBBP

	Miller-Dieker region
	17p13.3
	PAFAH1B1

	Smith-Magenis syndrome
	17p11.2
	RAI1

	
	
	LRRC48

	
	
	LLGL1

	NF1 microdeletion syndrome
	17q11.2
	NF1

	17q21.31 microdeletion syndrome
	17q21.31
	CRHR1

	
	
	MAPT

	DiGeorge syndrome
	22q11.21
	CLDN5

	
	
	GP1BB

	
	
	SNAP29

	Phelan-McDermid syndrome
	22q13.33
	SHANK3

	RETT syndrome
	Xq28
	MECP2


