ThalassemiaSeq
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3awo aa npoBexagame reHeTU4YHO
uscneaBaHe 3a Tanacemus

YCTaHOBEHO €, Ye BCcsAka roguHa npubnusmTenHo

300 000 po 500 000 pgeua B uenus CBAT ce paxajaT ¢
Tanacemus. Okono 7% OT CBETOBHOTO HaceneHne
(okono 500 MnnmnoHa gyLun) ca HOCUTENN Ha FEHHU
MyTaumu Ha Tanacemus. Cpef nauneHTuTe C Texka 3-
Tanacemusi HernekyBaHaTa CMbPTHOCT Npu Aeua noa 5
roguHu moxe ga gocturHe 90%, koeTo 03Ha4aBa, ye
Bcsika rogmHa okosio 50 000 go 100 000 HoBopoaeHU
ymupaT nopagu ycroxXHeHusl, CBbp3aHu ¢ Tanacemumsliil,

TexkoTo 3abonaBaHe TanaceMmusi BOAW A0 3HAYUTENHO
o6peMeHsiBaHe Ha XMBOTa Ha XopaTta B pasBuBaLLuTe ce
CTpaHu, 0COGEHO B HOrOM3TOYHUTE CTPaHU, KbETO
NPOLEHTBT Ha HOCUTENCTBO Ha TanaceMusl € OTHOCUTENHO
BUCOK. [eHeTUYHOTO M3cneaBaHe 3a Hanv4dme Ha
TanaceMus Moxe [a NnoMorHe Ha [BoikuTe ga pasbepat
penpoayKTUBHUS pUCK@a TexHUTe 6ebera 1 oa
{NPeAOTBRATAT BPOAEHNS AEREKT N0 PEHTaBUNEH; HauNH.
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Bubnuorpadus:

[1] https:/Awww.bgi.com/global/news/bgi-genomics-global-2023-state-of-thalassemia-aware'

HoBa TexHonorus 3a npoBexagaHe Ha
reHeTu4HoO n3criegaBaHe 3a TajiacemMus

BGI Group ctapTupa TeXHOSIOrM4YHa MHOBaLMs Ha
reHeTUYHOTO M3cre[BaHe TecT 3a Tanacemusi, 6asupaHa Ha
Cyclone, konTo npeacraensasa cobcTeeHa nnatcgopma 3a
HaHOMOPbLO3HO €AUHNYHO MOMEKYIHO CEKBEHNpaHe Ha BGI
Group, ocurypsiBallia UsinoCcTHO OTKpMBaHE Ha NaToreHHn
SNV, nugenn, CNV, TpunneTHN NOBTOPEHUS U XOMOJSIOXKHA
pekoMOuMHaLWsi, CBbp3aHu € a- U B-Tanacemust B eauH LMKbI.
T4 HagexaHo naeHTudmumpa cis- 1 trans-koHpurypauusata
Ha [Ba BapuaHTa, KOETO yIeCHsIBA KIMMHUYHUTE reHETUYHU
KOHCYNTauum 1 npeogonssa orpaHnyeHnsTa Ha
TPAOVLUNOHHUTE ANArHOCTUYHU METOAN.



http://www.bgi.com/global/news/bgi-genomics-global-2023-state-of-thalassemia-awareness-report

MNpeaumcTBa Ha Cyclone ThalassemiaSeq

Obnro pasuurtaHe -~ B peanHo Bpeme
M3nonssaHe Ha MeToga Ha HaHOMOPLO3HO r(:u [HeckTton cuctema, paboTeLla B peariHo BpeME,
€0VHUYHO MOJIEKYITHO CEeKBEHMpaHe 3a R KOATO MOXe [a ce Crnpe no Bpeme Ha
npuuenHa amnnmdurkaumsa Ha o- u 3-rnobrHosm CeKBeHupaHeTo 1nu aa ce gobasat
reHu. OOMBbIAHUTENHN NOTOYHM KNeTku, 6e3 aa
NPUYMHSABA CMYLLIEHUS.

Bucoka To4HOCT

@ TouHa ngeHTUdMKaLMS Ha TOUKOBM MyTaLmn Ha Bucoka npoussoauTenHoct
Tanacemus, To4Ha gudepeHumnaums Ha [Ba uuna moxe ga 6baaT nscneBaHun
XOMOJOXHW FeHU U pasrpaHnyaBaHe Ha Cis- €[IHOBPEMEHHO B €[VH LMKbI1, KATO BCEKUN YuN
trans-sapunaHTu MOXe [ia U3BbpLLUBa AeTekums B 0o 48 npobu.

WauepnarteneH

X MoLLHM anropuTMUYHM NOAXOAMN 1 codTyep 3a
paboTa ¢ roneMm MacuBu OT CEKBEHLIMOHHN
OaHHW 3a OTKPMBAHE Ha Pas3nuyHN BapuaHTy Ha
6pon konusa (CNV) n BapnaHti Ha eanHUYEH
Hykneotua (SNV) Ha Tanacemus.

O6xBaTt Ha getekuma Ha ThalassemiaSeq

BapuaHT Ha Tanacemus Bug MsicTo Ha BapuaHTa
a-thal aeneuund 32* Bupa _SEA 37, 42, --THAI __FIL 276 _q219 _q24
B-thal peneuwns 36" Buga Kuraiickn Gy+(AydB)0, SEA-HPFH, Kutaiickn, 3.5kb aeneums

Hb Westmead, Hb Quong Sze, Hb Constant Spring, Ha4aneH kopoH (-T),

Hb kogoH 8 (-C) Alpha0, Alpha2 kopoH 30 del GAG, a2 kofoH 31 (AGG>AAG), KoaoH
a-thal myTaums 206" Bnoa 40 AAG>AA-, kogoH 61 AAG>TAG , Hb Phnom Penh, Hb Amsterdam-A1,
Dy3noHeH reH, IVS-1-117 (G>A)

-90 (C>T), -88 (C>T),-72 (T>A), -31 (A>C), -29 (A>G), -28 (A>G),

HavaneH kogoH ATG>AGG, kofoH 5 (-CT), kogoHu 8/9 (+G), kogonu 14/15 (+G),
KofoH 17 (A>T), Hb E, Hb Dhonburi, kogonu 27/28 (+C), kopoH 31, kogoH 37 (TGG>TAG), kofoH 41
B-thal myTauus 374* Buga (-C), komoHu 41/42 (-TTCT), koroH 43 (G>T),

kopoHu 54-58 ((-TATGGGCAACCCT), kopoHu 71/72 (+A),

kofoHM 89-93 (-14bp): ((-AGTGAGCTGCACTG), IVS-I-1 (G>T), IVS-I-5 (G>C), IVS-II-5 (G>C), IVS-
11-654 (C>T), Poly A (A>G)

a-thal xomonoxHa

5 BMnaa (aaaanti3.7, aacanti4.2, HKaa, anti-HKaa, HKaaa)
pekombuHaums

e UauckeaHe 3a npobata: [MepudpepHa kpbB (= 1 mL)

e  Bpewme 3a n3nbnHeHne: 4-5 paboTHM AHW (NokanuaupaH TexHonornyeH TpaHcdep), 20 paboTHu AHKM (docTaBka)

e  Llenesa nonynauus: MnaHupaHe Ha 6pak; Cb3aaBaHe Ha ceMeincTBo; MnaHupaHe Ha GpPeMeHHOCT.

www.bgi.com/global/ info@bgi.com
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WHdopmauusiTa, onucaHnsTa 1 cneumdukaumuTe B Tasu nybnukauns noanexar Ha npomsiHa 6es npeaussectue.

My6nukysaHo centemspy 2024.

Onpe/eneHm CeKBEHATOPU 1 PeareHTy! 3a CeKBEHMpaHe He Ce NpeanaraT B OnpeaenieHn AbPasi UMl PErMoHN, OCBEH ako € NOCOYEHO Apyro. Mosisi, CBbpxeTe ce ¢ @BGI Genomics
NpeACTaBuUTEN 3a PEr1oHasHa HanuYHoCT.

Komnanusita cvt 3ana3sa NpaBoTO Ha OKOHYATENHa UHTEpnpeTaLus.
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