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Figure 1S. Evolution over time of genetic study requests in Spain, LATAM and Turkey.
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In light blue, effect of Coronavirus pandemic.


Figure 2S. Evolution over time of requests for genetic studies by LATAM countries.
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In light blue, effect of Coronavirus pandemic.

Figure 3S. Distribution of sample types by geographical area.
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Figure 4S. Time elapsed between different steps by geographical area.
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Figure 5S. Allele distribution according to the different genotyping reasons in different Latin American countries.
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Table 1S. Description of the allelic variants and associated alleles tested by A1AT Genotyping Test; Information about the activity of the A1AT protein expressed
	Allelic variant (RefSeq: NM_001127701.1)
	Associated Alleles
	Predicted Protein Activity

	c.187C>T
	PI* I
	Reduced (mild)

	c.194T>C
	PI* M procida
	Reduced (severe)

	c.226_228delTTC
	PI* M malton, PI* M palermo, PI* M nichinan
	Reduced (severe)

	c.230C>T
	PI* S iiyama
	Reduced (severe)

	c.552delC
	PI* Q0 granite falls
	None (no protein)

	c.646+1G>T
	PI* Q0 west
	None (no protein)

	c.721A>T
	PI* Q0 bellingham
	None (no protein)

	c.739C>T
	PI* F
	Reduced (mild)

	c.839A>T
	PI* P lowell, PI* P duarte, PI* Q0 cardiff, PI* Y barcelona
	Reduced (severe)

	c.863A>T
	PI* S, PI* T
	Reduced (mild)

	c.1096G>A
	PI* Z, PI* Z augsburg
	Reduced (severe)

	c.1130dupT
	PI* Q0 mattawa, PI* Q0 ourem
	None (no protein)

	c.1158dupC
	PI* Q0 clayton, PI* Q0 saarbruecken
	None (no protein)

	c.1178C>T
	PI* M heerlen
	Reduced (severe)


Most frequent Associated Allele highlighted in bold



Table 2S. Cases in which sequencing revealed additional mutation from direct genotyping.
	Direct genotyping
	Gene sequencing

	-/Z
	Z/Z-Wrexham

	-/Z
	Z/Z-Wrexham

	-/Z
	Z/M würzburg

	-/Z
	Z/M würzburg

	-/Z
	Z/M würzburg

	Z/M malton
	Z/M palermo

	Z/M malton
	Z/M palermo

	Z/M malton
	Z/M palermo

	Z/Z
	Z/c.1066-26C>T

	-/Z
	Z / c.1177C>A

	-/S
	S/Zbristol + c.-428G>A + c.-10T>C

	-/S
	S/Zbristol

	-/S
	S/QOmadrid

	-/S
	S/M würzburg

	S/M malton
	S/M palermo

	-/-
	Q0kayseri/Q0kayseri

	-/-
	Q0 Brescia/Q0 Brescia + c.-10T>C

	-/P lowell
	P lowell/Yorzinouvi

	-/P lowell
	P lowell / Z bristol

	-/-
	M/Zbristol

	-/Z
	M/Z + c.918-10T>A + c.917+37C>T

	-/Z
	M/Z + c.918-10T>A

	-/Z
	M/Z + c.287C>T

	-/Z
	M/Z + c.-428G>A + c.-10T>C

	-/Z
	M/Z + c.-428G>A + c.-10T>C

	-/Z
	M/Z + c.-428G>A + c.-10T>C

	-/Z
	M/Z + c.-428G>A

	-/Z
	M/Z + c.-428G>A

	-/Z
	M/Z + c.-344A>C

	-/Z
	M/Z + c.-10T>C

	-/Z
	M/Z + c.-10T>C

	-/-
	M/Z

	-/S
	M/S + c.97C>T

	-/S
	M/S + c.922G>T

	-/S
	M/S + c.922G>T

	-/S
	M/S + c.646+2T>G

	-/S
	M/S + c.485A>G

	-/S
	M/S + c.-428G>A

	-/Q0 mattawa
	M/Q0mattawa + c.1052del

	-/-
	M/Q0 madrid

	-/P lowell
	M/P lowell + Yorzinuovi

	-/P lowell
	M/P lowell + c.-109+41A>G

	-/-
	M/M würzburg

	-/M procida
	M/M procida + c.194T>C + c.853C>T

	-/M procida
	M/M procida + Q0porto

	-/M malton
	M/M palermo

	-/M malton
	M/M palermo

	-/M malton
	M/M malton + c.-428G>A + c.424C>T

	-/-
	M/M + c.871C>T

	-/-
	M/M + c.853C>T

	-/-
	M/M + c.647-69T>C + c.1033G>T

	-/-
	M/M + c.424C>T

	-/-
	M/M + c.286_287dup

	-/-
	M/M + c.286_287dup

	-/-
	M/M + c.211A>C + c.930del

	-/-
	M/M + c.1095C>G

	-/-
	M/M + c.1068C>T

	-/-
	M/M + c.1045G>C

	-/-
	M/M + c.1033G>T

	-/-
	M/M + c.-5+1G>A + c.-428G>A + c.-10T>C

	-/-
	M/M + c.-428G>A HOM+ c.424C>T HOM

	-/-
	M/M + c.-428G>A + c.424C>T

	-/-
	M/M + c.-428G>A + c.424C>T

	-/-
	M/M + c.-428G>A + c.424C>T

	-/-
	M/M + c.-428G>A + c.424C>T

	-/-
	M/M + c.-428G>A + c.-342G>A + c.424C>T + c.647-71T>C

	-/-
	M/M + c.-428G>A + c.-127G>A + c.-10T>C

	-/-
	M/M + c.-428G>A + c.-10T>C + c.109+41A>G

	-/-
	M/M + c.-428G>A + c.-10T>C + c.109+41A>G

	-/-
	M/M + c.-428G>A + c.-10T>C

	-/-
	M/M + c.-428G>A + c.-10T>C

	-/-
	M/M + c.-428G>A + c.-10T>C

	-/-
	M/M + c.-428G>A + c.-10T>C

	-/-
	M/M + c.-428G>A + c.-10T>C

	-/-
	M/M + c.-428G>A + c.-10T>C

	-/-
	M/M + c.-428G>A

	-/-
	M/M + c.-428G>A

	-/-
	M/M + c.-428G>A

	-/-
	M/M + c.-428G>A

	-/-
	M/M + c.-428G>A

	-/-
	M/M + c.-428G>A

	-/-
	M/M + c.-428G>A

	-/-
	M/M + c.-342G>A + c.647-71T>C

	-/-
	M/M + c.-10T>C + c.-109+56C>T

	-/-
	M/M + c.-10T>C

	-/-
	M/M + c.-10T>C

	-/-
	M/M + c.-10T>C

	-/-
	M/M + c.-10T>C

	-/-
	M/M + c.-10T>C

	-/-
	M/M + c.-109+56C>T

	-/-
	M/M + c-10T>C + c.424C>T + c.725_727dup

	-/-
	M + c.1066-26C>T

	-/-
	M + c.1066-26C>T

	-/-
	c.286_287dup HOM



image2.png
Monthly testing (Argentina)
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Monthly testing (Brazil)
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Monthly testing (Chile)
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Monthly testing (Colombia)
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Monthly testing (Total LATAM)
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