1. Cykuunataa cinb coayku (1), mpeacTaBieHa HACTYITHOIO CTPYKTYPHOIO (hOPMYJIOKO:

()

OPUYOMY MOJISIPHE CIIBBIIHOMICHHS MK croiiykoro () i OypIITHHOBOIO KHCIIOTOK CTaHOBHUTH
1:1,5.

2. CykumHaTHa CiIb 3a 1. 1, MpUYoMy CYKIIMHATHA CUTb € KPUCTAJIIYHOIO.

3. CykuuHaTHa cisib 3a 1. 1, npuyoMy CyKIIMHATHA CLIb IPUCYTHS B OJIHINA KpUCTaNiYHil dopMmi.

4. CyknuHaTHA Cith 32 Oy/Ib-SIKUM 13 11, 1-3, mpuuoMy CyKIIMHATHA CLIIb € HECOJIbBAaTOBAHOIO.

5. CykumHaTHa cuib 3a Oyab-fkuM i3 nn. 1-4, mpudyomy CyKUIMHATHa CUIb HPUCYTHS B OJHIN
KpuctamiyHii  ¢opmi, ¢opmi A, 10 XapaKTEpPU3YEThCS MOPOIIKOBOIO PEHTTEHIBCHKOIO
IU(QpaKTOrpaMoro, sKka MICTUTh HIKM NpH 3HAYCHHAX KyTa 20, mo craHoBATh 8,5°, 15,4° Ta
21,3°+0,2, mpuuoMy WiKH MOPOUIKOBOI peHTreHiBcbkoi mudpaktorpamu (XRPD) onepkani 3
BUKOpHCTaHHAM Bunpominrosanns Cu Kal, 1=1,5406 A.

6. CykuuHaTHa ciib 3a Oyab-skuM i3 nn. 1-4, mpudyomMy CyKUIMHATHa CUIb HPUCYTHS B OJHIN
KpuctamiyHid  ¢opmi, ¢opmi A, 10 XapaKTEpPU3YEThCS MOPOIIKOBOIO PEHTTEHIBCHKOIO
IU(pakTorpaMoro, sika MICTUTh ULIOHAliMeHIIe TpH iKW, BUOpaHi 31 3HadeHb KyTa 20, mo
cranoBiTh 4,3°, 8,5°, 14,0°, 15,4° ta 21,3°+0,2, npuuomMy MiKA MOPOIIKOBOi PEHTIE€HIBCHKOT
mudpaxrorpamu (XRPD) onepskani 3 Bukopuctanuam sunpominiopanns Cu Kal, A=1,5406 A.

7. CykumHaTHa cuib 3a Oyap-skuM 13 nm. 1-4, mpuuomy CyKIMHAaTHa CLIb NMPUCYTHSA B OJHIM
KpUCTamiuHil Qopmi, ¢opmi A, 10 XapaKTEepU3YEThCS IOPOIIKOBOI PEHTTEHIBCHKOIO
IUGPaKTOrpaMolo, sika MICTUTh IMIKM MPH 3HaueHHSAX KyTa 20, mo craHoBisaTh 4,3°, 8,5°, 14,0°,
15,4° Ta 21,3°+0,2, mpruuoMy iK1 OPOIIKOBOT peHTreHiBchKoi audpakrorpamu (XRPD) oxepkani
3 BUKOpUCTaHHsIM BunpomiHioBanHa Cu Kal, A=1,5406 A.

8. CykumHaTHa cinb 3a Oyab-skuM i3 mm. 1-4, mpudyomMy CyKIWHATHA CUTb TPUCYTHS B OJHIN
KpUCTaliuHil Qopmi, ¢opmi A, 10 XapaKTepU3YeThCS IOPOIIKOBOI PEHTTEHIBCHKOIO
IUPaKTOrpaMolo, sika MICTUTh MIKM MpPHU 3HAYEHHAX KyTa 20, mo craHoBisats 4,3°, 6,7°, 8,5°,
12,8°, 14,0°, 154°, 17,0° Ta 21,3°£0,2, npuyoMy TiKH TOPOIIKOBOi PEHTTEHIBCHKOI
muppakrorpamu (XRPD) onepskani 3 BUKOpUCTaHHSAM BunpomiHioBanHs Cu Kol, 11,5406 A.

9. CykuuHatHa ciib 3a Oyab-skuM i3 nn. 1-4, mpudyomy CyKUIMHATHa CUIb HPUCYTHS B OJHIN
KpuctanmiuHii  gopmi, dopmi A, 10 XapaKTEpU3YEThCA TMOPOIIKOBOK PEHTICHIBCHKOIO
TUPPAKTOrpaMolo, sIKa MICTHTH MKW MPH 3HAYCHHAX KyTa 20, mo cranoBusats 4,3°, 6,7°, 8,5°,
12,8°, 14,0°, 15,4°, 15,7°, 16,6°, 17,0°, 18,1°, 19,4°, 19,8°, 20,1°, 20,7°, 21,3°, 22,3°, 25,0°, 29,1°
ta 34,4°+0,2, mpu4oMy MiKM MOPOUIKOBOI peHTreHiBchbkoi audpakrorpamu (XRPD) oxepxkani 3
BUKOPHCTaHHAM BunpoMinioanas Cu Kal, A=1,5406 A.

10. CykmuHaTHa cuth 3a Oyab-KUM 13 Tm. 5-9, mpuyoMy CyKIIMHATHA CUIb TPUCYTHSI B OJHIM



KpuctanmiyHin dopmi, dopmi A, sKa XapaKTEPU3YEThCSA IIKOBOIO TeMIiepaTyporo (a3oBoro
nepexoay 3a pesyiabTaramu audepeHiianbaol ckanyrouoi kamopumerpii (DSC), mio cTaHOBHUTH
177+2 °C.

11. CykuumnatHa cigb 3a Oyap-skuMm i3 mm. 5-10, npuyomy monaiimenme 90 % 3a macoro
CYKITMHATHOI COJII MPUCYTHI B OJIHIN KpUCTamiuHii Gopmi A.

12. ®apmaneBTHYHA KOMITIO3MIIis, IO MICTHTh CUTb 3a Oyab-skuM i3 mm. 1-11 i gapmaneBTHyHO
MPUHHATHUNA HOCIH a00 po3pipKyBady.

13. Cinb 3a Oyap-sxum i3 m. 1-11 nyis 3acTocyBaHHS NpH JTiKyBaHHI a00 ocnabiaeHHI TPOTrpecyrdol
ocudikyrouoi hidbpoaucmiazii y cyo'exra.

14. Cinb 3a n. 13 ans 3actocyBaHHA, IpuuoMy cy0'ekT Mae myTanito B reri ALK2, sixa npuBoauTh
y pesynbTaTi 10 ekcnpecii ¢pepmenty ALK2, mo mae Momudikaiito aMiHOKHCIOTH, BUOpaHy 3
onuiei abo Oinmpire 3 L196P, PF197-8L, R2021, R206H, Q207E, R258S, R258G, R325A, G328A,
G328W, G328E, G328R, G356D Ta R375P.

15. Cinp 3a n. 14 pns 3actocyBanHs, npuaomy ¢epmeHT ALK2 mae moaudikamito aMiHOKHCIOTH
R206H.

16. Cinp 3a Oynp-saxuMm i3 mm. 1-11 ans 3actocyBaHHS npu JiKyBaHHI abo ociaOneHHi nudy3HOl
TJ1I0MH CTOBOYpa roJIOBHOTO MO3KY Y CY0'eKTa.

17. Cinb 3a n. 16 amst 3actocyBaHHA, MpuUoMy cy0'ekT Mae myTamito B reri ALK2, sixka npuBoanuTh
y pe3ynbTari a0 ekcmpecii pepmenty ALK2, mo mae mMoaudikamito amMiHOKHCIOTH, BUOpaHy 3
onniei abo 6imbie 3 R206H, G328V, G328W, G328E Ta G356D.

18. Cinb 3a n. 17 s 3actocyBanHs, npudomy depmeHT ALK2 mae monudikarito aMiHOKUCIOTH
R206H.

19. Cinp 3a Oymp-skum 13 nn. 1-11 nns 3actocyBaHHS AJis iHTIOyBaHHS abepaHTHOI aKTUBHOCTI
ALK2 y cy0'exTa.

20. Cinb 3a n. 19 s 3actocyBaHHA, IpuuoMy abepaHTHa akTUBHICT ALKZ BuKIMKaHa MyTali€lo
B reHi ALK2, sixa nmpuBoauTh y pe3ynbrati 1o ekcrpecii pepmenty ALK2, mo mae momudikarito
aMIHOKHCIIOTH, BUOpaHy 3 onHiei abo Oinbmie 3 L196P, PF197-8L, R2021, R206H, Q207E, R258S,
R258G, R325A, G328A, G328V, G328W, G328E, G328R, G356D ta R375P.

21. Cinb 3a n. 20 i 3actocyBaHHs, npudomy ¢epmeHT ALKZ mae moaudikaliiro aMiHOKUCIOTH
R206H.

22. Cinp 3a Oyap-skuM 13 mm. 19-21 1y 3acTocyBaHHs, NMPUUOMY CYO'€KT CTpa)<iae BiJ
nporpecyrouoi ocudikyroudoi ¢pidpoaucmiasii adbo qudy3Hoi r1oMu cToBOypa TOJIOBHOTO MO3KY.



