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XA 13/21 (D-5602-100-0G)

MpeasupeHa uen

CoHpaTa 3a npebposiaHe XA 13/21 e kayecTBeH, HeaBTOMaTU3MpPaH
TecT 3a OTKpUBaHe Ha Bapuaumun B 6pos Ha KONMATa Ha XpoOMo3oMa
13 n xpomo3zoma 21 upe3 ¢yopecueHTHa in situ xmbpuansaums
(FISH). CoHpata 3a wu3bposiBaHe XA X/Y/18 e KadecTBeH,
HeaBTOMaTU3MpaH TeCT 3a OTKPMBaHe Ha MPOMeHW B 6posi Ha KonuaTa
Ha xpomo3oma X, xpomo3oma Y 1 xpomosoma 18 upes ¢pyopecLieHTHa
in situ xmbpuansaums (FISH). MpoaykTnTe ca npejHasHayveHW 3a
npeHaTasHO TecTBaHe Ha 6pPeMeHHOCTM C pUCK 3a BapuaLuun B 6pos
Ha KonuATa Ha xpomosomute X 1Y 1 Tpusomusa 13, Tpusomns 18 n
Tpysomust 21 BBbPXY HEKYNTUBMPAHW aMHUOUUTK, dUKCMpaHu B
MeTaHO//OLeTHa KUCeNnHa.

OnuvcaHue Ha NpoAyKTa

XA AneuScore | CbAbpXa pasiyH CMecu OT COHAN, MPeAoCTaBeHN B
oTAeNHN GNakoHW 3a TecTBaHe.

XA 13/21 (D-5602-100-0G)

CoHparta 3a npebpossaHe XA 13/21 ce cbCTOM OT XMBpUAN3MPpaLLA ce
B 3e/eHO COoHAA KbM obnactta Ha reHa RB7 B 13q14.2 un
X1bprAM3MpaLLIa Ce B OPaHXXeBO COHAA KbM 0bnacTTa Ha reHa DSCR4
B21922.1-22.2.

XA X/Y/18 (D-5606-100-TC)

CoHpaTa 3a npebposiaHe XA X/Y/18 ce cbCTOM OT MapkvpaHa B
3€e/1eHO COHJa, XMbprAM3npalLa ce B LleHTpoMepa Ha X-xpoMo3oMmara,
MapKrpaHa B OpaHXeBO COH/a, XMbprAM3npalLa ce B LleHTpomepa Ha
Y-XxpoMo30MmaTa, 1 MapKkupaHa B LIBAT akBa COHAQ, XMbpuamnsmnpalla ce
B LleHTpoMepa Ha xpomo3oma 18.

MN3BecTHa KpbCTOCaHa peakKTUBHOCT
He ca n3BeCcTHM KpBCTOCaHN XM6PUAM3aLMN.

MpepocTtaBeHU MaTepuanu

100 pl (10 TecTa) oT XA 13/21 1 XA X/Y/18, coHanTe ce

pa3TBapAT B XnbpuAam3aLumoHeH pasteop (> 50 % v/v dopmammg, < 30
% w/v gekctpaH cyndat 1 < 2 nbtu SSC (dm3nonornyeH pasTeop -
HaTpueB LMTpaT)) 1 ca roToBwM 3a ynoTpeba.

XA X/Y/18 (D-5606-100-TC)

OrpaHunyeHwus

AHanU3bT, WHTeprpeTauusaTa Ha JAaHHUTE W /JOKNajBaHeTO Ha
ANArHOCTUYHWUTE pesynTaTh, mnonyveHu 4dpes FISH, Tpsbea pa ce
M3BBLPLWBAT B CbOTBETCTBME C MpOpecMoHanHNTe HOpMK 1
CbOTBETHUTE HAcoOKM OT KBanMULUMPaH W OMUTEH MepcoHan.
MpojyKTLT He e NpeAHa3HayeH 3a U3MoN3BaHe KaTo CaMoCToATe/Ha
AMArHOCTNKA, CKPUHUHI Ha 3ab0onsaBaHnS AW KaTo Npujpyxasalla
AnarHoctuka.  CnejosaTeniHO  AMArHOCTUYHOTO — U3Cne/BaHe,
Moly4eHo 4pes TO3W MPOAYKT, BUHAru ce npasu B KOMBUHaLMA C
APYrN ANArHOCTUYHWM MeToan. OTKNOHeHMATa OT MPOTOKOAWTe Ha
npoussogMTens MoraT Ja MOBAVSAAT Ha  HajeXAaHocTTa U
epeKTVBHOCTTa Ha TecTa U Aa AOBejaT A0 MojBeXAalyn pesyntaTu.
Kaptte Ha coHauMTe ce (Cb3jaBaT B  CbOTBETCTBME C
npejHasHayeHMeTo Ha NpojykTa. MAbTHO oLBeTeHUTe NeHTU He
03HauaBaT HenpemMeHHOo, Ye COHAAaTa MOKPMBa M3LSAN0 MOCOYEHUS
reHomeH pervoH. MokasaHu ca camo nponycku, no-ronemu ot 10 kb.
Mopagn ToBa Ce npernopbyBa MOBULIEHO BHUMaHWe Mpu
NHTeprpeTnpaHeTo Ha pe3ynTaTuTe, NoNy4eHn Ypes ynotpeba nssbH
npeAHasHaueHneTo. JonbiHUTENHa WHPOPMaUWsa ce MpejocTaBss
npw nomncksaHe.

KaTo 6asvpaH B lepmaHusi npoussoguten u Anctpubytop Ha IVD,
MetaSystems Probes cnassa gelicTBallyTe eBpPONeNcKN 1 repMaHCckm
pasnopeabun, KouTo 3abpaHaBaT BCAKAKBU W3SABAEHWS OTHOCHO
MUHTEprpeTaumaTa Ha /JaHHW, CBbP3aHW C NauvieHTa, KakTto U
CbOTBETHO ANArHOCTUYHM 1 TepaneBTUYHN NPenopbKu.

CbXxpaHeHue n o6paboTka

CoHauTe TpsibBa Aa Ce CbXpaHsaBaT Ha TbMHO Npu Temnepatypa -20 °C
(£5 °C). JokasaHo e, Ye edpeKTMBHOCTTA Ha COHAATa He ce NMPOMeHs
npy 20 uukbNa Ha 3ampasseaHe W pasmpassaBaHe. CoHauTe ca
YYBCTBUTENHU KbM CBETNINHA, MOPaAW KOETO U3/1araHeTo Ha CBeTANHA
TpabBa fa ce orpaHnymn 4o MMHUMYM MO BpeMe Ha paboTa.

JocTtaBKa

MpoaykTuTe, NpoussBejeHn oT MetaSystems Probes, ce gocTaBaT npu
cTaliHa Temnepartypa.
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O6opysBaHe UM MaTepuanu, KouTo ca

Heo6Xo4MMM, HO He ca A,O0CTAaBEeHM

BogHa 6aHs ¢ To4YeH KOHTPOA Ha * DAPl/aHTndag
Temneparypata o Kayuykos LumeHT
lopewya nnoya, ¢ TBbPAa Nio4a u ¢ MUKPOCKOMCKYM CTbKNa
TOYeH KOHTPO/ Ha TemnepaTypara MoKpUBHYM CTbKNA:
Mukponunetu c obemu oT 1 pl o 1 22mmx22mmu

ml, kanubpupaHm 24 mm x 32 mm

pH MeTbp, kKannbpupaH PbkaBuun

Ppuzep -20 °C (£5 °C) BaHu 3a ouBeTaBaHe
OBnaxHeHa kamepa 37 °C (+ 1 °C) Coplin

¢ diyopecLUeHTeH MUKPOCKOM ¢ e MuHceTn
NoAXOAALLM GUATPU (BX. NO-A0Y) e 20x SSC
« Macno 3a notansHe, npenopb4yaHo ¢ Tween-20

OT MPOV3BOANTENSA HA MUKPOCKOMa o [lecTunmpaHa Boga
(knac 3a pnyopecueHUs) * MukpoueHTpodyra
TepmomeTbp * Talimep

Cneundukauma Ha ¢nyopoxpoma

MapKupoBKa Bb36yXxaaHe EmMucuma maxc.
MakKc.

c1HA (aqua) 426 nm 480 nm

3eneHa 505 nm 530 nm

opaHxeBa 552 nm 576 nm

Mpenopbka 3a ¢pnyopecL,eHTeH MUKPOCKON

e ®dnyopecleHTHO  ocBeTABaHe: [ogxoAsawm  cuctemu  3a
¢dnyopecueHTHO OcCBeTiBaHE C  MeTalHW  XaNoreHuan WUnun
CBETOANOAN VN KOHBEHLMOHaNHW 100-BaTOBM XNBaYHW TaMnn.

o O6eKTNBM, NOAXOAALLM 3a enndayopecLeHTHO ocBeTsIBaHe.

o ®OnyopecueHTHN  duntpu:  3a  HabnwgeHne/npebposiBaHe
n3nonsgarite MOAXOAALL, KOMMNEKT MHOroneHTosu ¢untpu. 3a
3acHeMaHe Ha M306paxeHus UM HabnjeHve Ha OTAeNHU
LBETHN KaHaiu Ha MUKPOCKoMa WK3nonssaiTe MOAXOAALLM
KOMMNeKT eAAHONEeHTOBM GUATPU 38 CbOTBETHUTE GNyopOXPOMU
(Hanp. oT MetaSystems).

anIHLI,VIﬂ Ha nanunutBaHe

®nyopecueHTHaTa in situ xubpugmsaums (FISH) wmsnonssa [AHK
dparMeHT, B KOUTO Ca BK/OYEHW HYKNeOTUAM, CBbP3aHN C
dnyopodopn, 3a OTKpMBaHe Ha  KomnnemeHtapHu  AHK
nocneAoBaTeNHOCTN BbB GUKCMPaHWU KNeTKM Moj ¢payopecLeHTeH
Mukpockon. AHK Ha u3bpaHute coHam n [HK Ha nauveHTa ce
JeHaTtypupar, KoeTo o3Ha4aBa, Ye asete JHK Bepurn Ha gBoriHaTa
cnupana ce pasgenst. Mo Bpeme Ha MociefBalloToO peHaTypupaHe
AHK coHanTe Xxnbpuamsmpat ¢ KOMMAeMeHTapHUTe CekBeHUUW Ha
naumenHTckaTta AHK.

MoproToeka Ha npo6ara

06 KOMeHTapu

MpogyKTbT e npoekTMpaH 3a ynoTpeba, KakTo e MOCOYEeHO B
npejHasHayeHneTo.

AMHVOUMTUTE, $UKCMpaHW B MeTaHON/OLETHa KucelvHa, ce
NPUroTBAT OT aMHMOTUYHA TeUYHOCT. MoAPOBHOCTY 3a CTaHAapTHUTE
npouegypu Morat ga 6baaT HamepeHun B fabopaTopHUTe
pbkoBOACTBa W nybavikaumn (Hanpumep, The AGT Cytogenetics
Laboratory Manual, 4th Edition n Schwartz (2015) Curr Protoc Hum
Genet 85:8.9.1-8.9.16).

CTabuaHOCT Ha XMbpuAM3MpaHnTe npenapaTu
* XnbpuansnpaHute cnaingose 3a FISH morat ga ce aHanusmpaTt B
NpoAb/AXEHEe Ha NOHe LUecT Mecela, ako Ce CbxpaHsaBaT Ha
TbMHO npwn -20 °C (5 °C).

JonbAHNTENHN NPenopbKK 3a npoLieca

M3non3saHeTo Ha KanubpvipaH TepMOMETbp €  CWIHO
npenopbYMTeNHO 3a W3MepBaHe Ha TemnepaTtypata Ha
pa3TBopW, BOAHW 6aHW W WHKybaTopu, TbI KaTo Tesu
Temnepatypu ca OT pellaBalio 3HayeHWe 3a OMNTUManNHaTa
pa6oTa Ha MpoAyKTa.

BHMMaTenHo nposepeTe TemnepaTypaTa Ha npejBapuTeNnHo
3arpaTuTe pasTeopu.

BHUMaTeIHO NpoBepeTe CTOMHOCTTa Ha pH Ha BCUYKM pa3TBopW.
Ta TpsbBa fAa 6bAe B WHTepBana 7,0 - 7,5 npu cTaiiHa
Temneparypa.

KoHueHTpaumsTa Ha bydepuTe (CTpUHreHc), pH 1 TemnepatypaTa
Ca BaXHW, Tbl KaTO HUCKUAT CTPUHIEHC MOXe Aa joBeje /0
HecneunpunUHO CBbP3BaHe Ha COHAATa, a TBbPAE BUCOKUAT
CTPUHrEeHC MOXe Aa JoBe/e A0 HaManeH MHTEH3UTET Ha C1rHana
UK [0 Y34e3BaHe Ha curHana.

Mpean oTBapsiHe: LeHTpopyrnpaiiTe 3a KpaTko, 3a Aa CbbepeTe
CoHJaTa Ha AbHOTO Ha enpyseTkaTa.

MpoTtokon 3a FISH 3a AAHK coHan Ha MetaSystems

MoarotoBka Ha cnangoseTe

1.KanHeTe kneTbyHaTa npoba BBLPXY MUKPOCKOMCKO CTHKO.
OcTaBeTe fja M3CbXHE Ha Bb3AyX. AKO NpejMeTHUN CTbKNa He ce
13NoN3BaT Npes cneAsalymTe HAKOKO AHW, CbXpaHsaBaiiTe rv npu
-20 °C (x5 °Q).

2.HaHeceTe 10 pl oT coHgaTa.

3.MokpuniATe € MOKPUBHO CTBKAO 22 mm X 22 mm.

4.3anevaTaiiTe C ryMeH LMIMeHT.

[JeHaTypauns
1.[eHaTypupaiiTe eaHOBpeMeHHO npobata W coHAaTa, KaTo
HarpsiBaTe npegmeTa BbpXy ropetua naoda npu 75 °C (£1 °C) 3a
2 min.

Xnbpunamnsaumns
1.VHKybupaiite B oBnaxHeHa kamepa npu 37 °C (£1 °C) 3a ejHa
HoLL,
MNpomMuBaHe cneg xmbpuansaumns
Heobxoavmu pelieHus
e 0,4x SSC(pH 7,0 - 7,5) npn 72 °C (1 °C)
e 2x SSC, 0,05 % Tween-20 (pH 7,0) npwu cTaliHa TemnepaTtypa

MNpoueaypa
1.07cTpaHeTe BHMMaTEHO MOKPUBHOTO CTHK/IO U BCUYKMN Clegun OT

nenwvno.

2.M3muinTe cnariga B 0,4x SSC (pH 7,0) npun 72 °C (1 °C) 3@ 2 MUH.

3.0TueaeTe cnanga v ro nsmuinte B 2x SSC, 0,05 % Tween-20 (pH 7,0)
npw cTaliHa Temnepatypa 3a 30 cekyHAu.

4./13nnakHeTe 3a KpaTKo B AeCTUMpaHa BoAa, 3a Aa u3berHete
o06pa3yBaHeTo Ha KPUCTanu, U ro oCTaBeTe 3 U3CbXHe Ha Bb3AyX.

KoHTpact
Heobxoavmu peleHus:
« DAPl/antifade (Hanp. MetaSystems Probes DAPI/antifade, D-0902-
500-DA)

MNpouegaypa:
1.HaHeceTe 10 pl oT DAPI/aHTUdaa 1 NOKpUiATe C NOKPUBHO CTBK/IO

¢ pasmepu 24 mm x 32 mm.
2.0cTaBeTe NpoHukBaHeTo Ha DAPI/aHT1dag 3a 10 MUH.
3.TpogbaxeTe ¢ MUKPOCKOMNKMATa U aHaNun3a.
4.CbxpaHsaBaiite npegmeTHN cTbkna npu -20 °C (£5 °C).
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OuakBaHu pe3ynTaTu
XA 13/21 (D-5602-100-0G)

Moka3saHu ca Camo Hai-4ecTo cpeLLaHnTe KOHCTeNaLUmm oT curHany,
KaTo MoraT ja ce HabnoAaBaT v APYrn MOAXOAALM MOAenu Ha
curHanu.

HopmanHa kneTka:
[lBa 3enenu (2G) n gBa opaHxesu (20) curHana.

AbepaHTHa kneTka:
Tpu 3enenu (3G) n gsa opaHxesu (20) curHana.

AbepaHTHa kneTka:
[lBa 3eneHn (2G) n Tpy opaHxesu (30) curHana.

AHanNNTU4YHO NpeacTaBsHe
XA 13/21 (D-5602-100-0G)

[JaHHWTe 3a aHanuTMyHaTa edeKTMBHOCT ca CbbpaHW, KaTo ca
M3MON3BaHU  WHTepdasHM sgpa  OT  AUMPOLMTHU  KYATypw,
ctumynupadu ¢ PHA. CbbupaHeTo Ha KNeTkuTe e V3BbpLUEHO B
CbOTBETCTBUE C LMTOreHeTUYHUTE CTaHAapTW. EKBMBaneHTHOCTTa Ha
pe3yntatTe MexAy HeKyNTUBMPAHU aMHMOLMTL U CTUMYMPaHW C
PHA nvméoumnTn Gellie ocvrypeHa Ypes CpaBHUTENIHO MpoyYBaHe.

AHanuTM4Ha cneuduyHoCcT

CneununyHOCTTa Ce W3UNCAsABa KaTo MPOLEHT Ha OTKpUTUTe
MpaBVIHY Lenn oT 06LLyst 6pOi OTKPUTU LeNu.

M3uncneHata aHannTyHa cneunduyHoct e 100 % cneg 20 oueHeHN
MeTadasu oT 5 pasNnNUHU KapUOTUMHO HOPMaNHN MbXe.

AHaNUTNYHa YyBCTBUTENHOCT

AHanUTUYHaTa YYBCTBUTENHOCT C€ W3YUCIABA KaTO MPOLEHT Ha
NHTeppasHNTe A4pa, KOUTO MMAaT OYakBaHWS HOpManeH Mojen Ha
curHana, oT obwma 6pol  aHanuMsupaHu uHTepdasHu  Agpa.
AHanunsnpaHu ca curHanute Ha 400 agpa oT Bceku oT 10 KapnoTUMHO
HOPMasIHN NHANBUAE.

CTeneHTa Ha OTK/IOHEHMe OT cpeAHaTa CTOMHOCT ce MpejcTaBs C
OTHOCUTENHOTO CTaHAAPTHO OTKIOHeHwMe (% RSD).

YyBCcTBMUTENHOCT

2G 20 (HopmanHo) 99.1 % 0.8%

Bb3npoussogmumocTt

Ycnosusa % RSD

OT AeH Ha geH
e/lHa 1 Cblla NapTuAa 1 eHO 1 CbLLo 12%
nvue B TpY AHK
Lot-to-Lot EgHO

1.0%
1 CbLLO NILEe U AeH C TPU NapTuamn
EaHa
1 Cblya NapTuaa v eAviH 1 CbLUy eH C 0.0%
TP AnLa

OTpsasBaHe
I'paHmu,aTa 3a KayecTBeH TecCT e nparvT, Haj KOVTO pe3ynTareT Ce
C4MTa 3a NoJsIoXuUTEeNeH U Nnoj KOMTO pe3ynTateT Ce c4nTa 3a
oTpuuaTeneH.

CTOMHOCTTa Ha rpaHMUaTa e Mn3uMcieHa Bb3  OCHOBa  Ha
XM6PUAM3aLMM Ha COHAM BbPXY MHTep®asHW siapa Ha 10 KapuoTUMNHO
HopManHu avua. CToMHOCTUTE Ha rpaHuuUaTa ce ocHosaBaT Ha 400
oLeHeH sApa BCSKO.

Mopen ‘ OTpsizBaHe ‘
3G 20 33%
2G 30 1.9%

CTOMHOCTTa Ha rpaHvuaTta e MHpopMaTBHa M 3aBUCU OT HSIKONIKO
napameTpu, CBbp3aHu C nabopatopusaTta. CnegoBaTenHo 3a
AVarHOCTMYHa ynoTpe6a rpaHUYHWTE CTOWHOCTM TpsibBa fa ce
onpeAensiT HANBUAYaIHO OT BCsKa 1abopaTopus.

MpeunsHoCT (BL3MNPon3BOAMMOCT/MOBTOPSAEMOCT)
B'bBI'IpOI/IBBO,CI,I/IMOCTTa € (TeneHtTa Ha CbOTBETCTBME MeXAY
pesyntatnTte OT aHaIUTUYHUTE U3cnejBaHNA Ha YyBCTBUTENHOCTTA,
npoBeAeHV NpuY PasvyHN yCNnoBus (4eH, napTuaa v npoba). 3a Bcsiko
yCnoBue ca n3BbpLUeHV Tpy aHanmsa ¢ no 100 agpa.

B'I:3I'IpOl/I3BOAI/IMOCTTa ce onpejena Kato cteneH Ha OTK/IOHeHue OT
cpesHaTa CTOMHOCT upe3 OTHOCUTE/IHOTO CTaHAAPTHO OTK/IOHEHKe
(% RSD).

MoBTOpsieMocTTa e  cTeneHTa Ha  CbOTBETCTBME  MEXAYy
n3cnesBaHNATa, NPOBeAEHN NPU eAHW U CbluM ycnoBus. OTAeNHU
n3cnesBaHNA Ha MOBTOPSEMOCTTa He ca MpoBeXAaHu, Tbil KaTo
CTerneHTa Ha OTK/IOHEHWe OT cpeAHaTa CTOMHOCT Npu nU3cieiBaHnATa
Ha Bb3MNPOM3BOAMMOCTTa NPY PA3NNYHN YCI0BUS ce onpeaens ¢ <5 %
OTHOCUTENHO CTaHAAPTHO OTKNOHeHWe (% RSD). CnegoBaTtenHo belue
HanpaBeH M3BO/ 3a CTeMeH Ha OTK/IOHeHMe OT cpejHaTa CTOMHOCT
npw eAHaKBM yc10BKA C <5 % OTHOCUTENIHO CTaHAAPTHO OTK/IOHeHne
(% RSD).

KnuHnyHo npeacTaBsHe
XA 13/21 (D-5602-100-0G)

My6avKyBaH onuT, NPUAOGUT OT PYTUHHUN ANArHOCTUYHN
TectoBe

JaHHUTE OT PYTUHHW AWArHOCTUYHW TeCToBE Ca MOAyYeHn OoT
eBpOonenckn AnarHocTuyHM nabopatopum K ca nybavkysaHW Ha
yebcaiita Ha MetaSystems Probes (BX. CbOTBETHUA INCT C JaHHW 3a
M3NbJHeHVEe B CbOTBETHUA Pa3/es 3a U3TernsHe 3a TO3M KOHKpeTeH
nNpoAyKT). HannumeTo Ha uenesns Mapkep B NONOXUTENHUTE Caydan
1 OTCHCTBMETO MY B OTpULIATENHNUTE CyYau, OTKpUTK Ypes FISH, 6elue
NOTBBLPAEHO Upe3 pedpepeHTHN TEXHONOTUM (aHaIN3 Ha XPOMO3OMHM
neHTn). TecToBaTa KOXOpTa BK/HOYBA MaLMEHTKU C BpeMeHHOCTU C
puck oT Tpusomust 13 n Tpmsomus 21. Mpobute ca nonyyeHn ot
HeKyNTUBUPaHM aMHUOLNTH.

AvarHoc- AwvarHocT-
MpeHapex- Bpoii TUYHA NYHa

AaHe cnyyau  4yBCTBU- | cneuuduy-
TeNHoCT HoCT

Bapwuauuu B 6pos
Ha KonusTa Ha 933 100 % 100 %
Xpomo3soma 13
Bapuauumu B 6pos
Ha KonusTa Ha 933 100 % 100 %
Xxpomosoma 21

Apyrv U3TOUHULM Ha JaHHU 38 KIVHWYHNTE pe3ynTtaTtu
OueHKaTa Ha AMarHoCTUYHWTE AaHHW 3a BanngnpaHe, CbbpaHu KaTto
yact ot VDD 1 knacnduumpaHmn KaTo Apyr M3TOUHULM Ha AaHHW 3a
KNVHWYHOTO npejcTaBAHe, Mokasea, 4Ye XA 13/21 npasuaHo
naeHTUPULMpa BCUYkK 16 aHannsmpaHu ciydas Ha abepauus.
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OuakBaHu pe3ynTaTu
XA X/Y/18 (D-5606-100-TC)

Moka3saHu ca Camo Hai-4ecTo cpeLLaHnTe KOHCTeNaLUmm oT curHany,
KaTo MoraT ja ce HabnoAaBaT v APYrn MOAXOAALM MOAenu Ha
curHanu.

HopmanHa kneTka (MbXxka):
EanH 3eneH (1G), eanH opaHxes (10) v ABa cnHK (2B)
curHana.

HopmanHa kneTka (keHcka):
[Ba 3enenHun (2G) n asa cnuHK (2B) curHana.

AbepaHTHU KNeTkn (MBXKK):
EavH 3enen (1G), eanH opaHxes (10) n Tpu cnHun (3B)
curHana.

ABepaHTHU KNeTkn (KeHCKM):
[lBa 3eneHu (2G) n Tpu cnHm (3B) curHana.

AbBepaHTHU KNeTkn (MbXKN):
[lBa 3eneHu (2G), eanH opanxes (10) 1 ABa cnHK (2B)
curHana.

AbepaHTHW KNeTKn (KeHCKM):
EanH 3eneH (1G) u gBa cnHmM (2B) curHana.

AHaNNTUYHO NpepacTaBsHe
XA X/Y/18 (D-5606-100-TC)

[JaHHWTe 3a aHanuTMyHaTa edeKTMBHOCT ca CbbpaHW, KaTo ca
M3MON3BaHN  WMHTeppasHU sgpa  OT  AUMPOUMUTHU  KYATypw,
ctumynupadu ¢ PHA. CbbupaHeTo Ha KNeTkuTe e V3BbpPLUEHO B
CbOTBETCTBUE C LIUTOreHeTUYHUTE CTaHAapTW. EKBMBaNeHTHOCTTa Ha
pesyntatTe MexAy HeKyNTUBMPaHU aMHVOLMTL U CTUMYIVPaHW C
PHA nvméoumnTn Gellie ocvrypeHa Ypes CpaBHUTENIHO MpoyYBaHe.

AHanUTNYHa cneumduyHoCT
CneundunyHOCTTa Ce UM3UNCNABa KaTo MPOLEHT Ha OTKpUTUTe
npaBUAHM Lienn oT o6LLna 6poli oTKPUTK Lienu.

M3uncneHaTa aHanuTu4YHa crneumuyHocT e 100 % cnea 40 oueHeHM
MeTadasu oT 5 pasNnNyHU KaPUOTUMHO HOPMATHN MBXe.

AHaNNTNYHA YyBCTBUTEHOCT

AHanUTUYHaTa YyBCTBUTENHOCT Ce WM3YNCNABA KaTO MPOLEHT Ha
NHTeppasHNTe A4pa, KOUTO MMAaT OYakBaHWS HOpManeH Mojen Ha
CWrHana, oT obwua 6poii  aHanM3MpaHu WHTeppasHuU sapa.
AHanusnpaHu ca curHanute Ha 400 agpa oT Bceku oT 20 KapuoTUMHO
HOpMaHN HAMBUAA.

CTeneHTa Ha OTK/IOHEHMe OT cpeAHaTa CTOMHOCT ce MpejcTaBs C
OTHOCUTENIHOTO CTaHZAPTHO OTKIOHeHwMe (% RSD).

YyBCcTBMTENHOCT

1G 10 2B 1 2G 2B

97.3% 2.1 %
(HopMasiHo)

Mogaen (MbXXKW KNeTKn) ‘ OTpsa3BaHe ‘

1G103B 3.9%
2G 10 2B 6.6 %
1G 2B 2.6 %
Mopgen (OKeHCKU KNneTKwn) ‘ OTpsizBaHe ‘
2G 3B 1.6%
1G 2B 5.1%

CTOMHOCTTa Ha rpaHvuaTta e HpopMaTBHa M 3aBUCU OT HSIKONKO
napameTpu, CBbp3aHW C nabopaTtopusTta. CnegoBaTenHo 3a
AVarHOCTMYHa ynoTpe6a rpaHUYHWTE CTOWHOCTM TpsibBa fa ce
onpeAensiT HANBUAYaNHO OT BCsika 1abopaTopusi.

MpeunsHoCT (Bb3MNPon3BoAMMOCT/MOBTOPSAEMOCT)
B'I:3I'Ip0VI3BOAI/IMOCTTa € (TeneHTa Ha CbOTBETCTBME MeXAy
pe3yntatnTe OoT aHaIUTUYHUTE U3cnejBaHNA Ha YyBCTBUTENHOCTTA,
npoBeAeH N NPY Pa3NNYHK yCIoBKA (AeH, NapTuia 1 Npoba). 3a BCAKo
ycnoBue ca n3BbpLUEHW Tpu aHanu3a c no 100 agpa.

B'I:3I'IpOl/I3BOAI/IMOCTTa ce onpejena Kato cteneH Ha OTK/IOHeHue OT
cpeaHaTa CTOMHOCT ype3 OTHOCUTE/IHOTO CTaHAAPTHO OTK/IOHEeHKe
(% RSD).

Bb3npoussogmumocTt

Ycnosusa % RSD

OT feH Ha aeH
e/lHa 1 Cblla NapTuAa 1 eHO 1 CbLLo 43 %
nnue B TpY AHK
Lot-to-Lot EgHO

42 %
1 CbLUO e 1 AeH C TPU NapTuan
EaHa
1 CbLya NapTuaa U eAviH 1 CbLy eH C 22%
TPU AnUa

OTps3BaHe
rpaHmu,aTa 3a KayecTBeH TecCT e npareT, Haj KOVTO pe3ynTaTbT Ce
C4MTa 3a NoJIoXUTENEeH W Noj KOMTO pe3ynTateT Ce c4nTa 3a
oTpuuaTeneH.

CToiiHOCTTa Ha rpaHuuata 6elle M34nCieHa Bb3 OCHOBa Ha
XNBPUAN3ALMN Ha COHAN BbPXY MHTEpdasHY siApa Ha 10 KapuoTUMHO
HOpManHU Auua oT Bceku nos. CTOMHOCTMTE Ha rpaHuuaTa ce
ocHoBaBaT Ha 400 oLieHeHW spa BCSKO.

MoBTOpsieMocTTa e  CcTeneHTa Ha  CbOTBETCTBME  MEXAYy
n3cnejBaHuNATa, NPoOBeeHN NpU efHn 1 Cblyn ycnosus. OTAenHu
n3cnesBaHNA Ha MOBTOPSEMOCTTa He ca MpoBeXAaHu, Tbil KaTo
CTerneHTa Ha OTK/IOHEHWe OT cpeAHaTa CTOMHOCT Npu nU3ciesBaHNATa
Ha Bb3MNPOM3BOAMMOCTTa NPY PA3NNYHN yCI0BUA ce onpejens ¢ <5 %
OTHOCUTENHO CTaHAAPTHO OTKNOHeHWe (% RSD). CnegoBaTtenHo belue
HanpaBeH M3BOJ 3a CTereH Ha OTK/IOHeHMWe OT cpejHaTa CTOMHOCT
npw eAHaKBM yc10BKA € <5 % OTHOCUTENIHO CTaHAAPTHO OTK/IOHeHne
(% RSD).

KnuHuyHo npeacraBsiHe

XA X/Y/18 (D-5606-100-TC)

My6ankyBaH onuT, NPUAOOUT OT PYTUHHU ANArHOCTUYHM
TectoBe

JaHHUTe OT PYTUHHW ANArHOCTUYHW TecToBe Ca MOAyYeHW OoT
eBpOonenckn AnarHocTnyHM nabopatopum K ca nybavkysaHW Ha
yebcaiita Ha MetaSystems Probes (BX. CbOTBETHUA INCT C JaHHW 3a
N3NbAHEHVE B CbOTBETHNA pa3jen 3a U3TernsaHe 3a To3M KOHKpeTeH
nNpoAyKT). HannumeTo Ha uenesns Mapkep B NONOXUTEAHWUTE Caydan
1 OTCLCTBMETO My B OTpULIaTENIHWTE Cydan, OTKpUTK upes FISH, 6elue
NOTBBLPAEHO Upe3 pedpepeHTHN TEXHONOTUM (aHaIN3 Ha XPOMO3OMHM
neHTW). TecToBaTa KOXOPTa BK/HOUBA NALMEHTM C 6PEeMeHHOCTH C pUCK
OT BapuaLumm B 6post Ha konuata Ha xpomosomuTe X, Y 1 18. NMpobute
Ca NONYYEHN OT HEKYNTUBMPAHN aMHNOLUTL.

AwvarHoc- AwvarHoc-
lNMpeHapex- Bpoii TUYHA TUYHA

AaHe cnyyau  4yBCTBU- | cneuuduy-
TeNHoCT HoCT

Bapwuauuu B 6pos
Ha KonusTa Ha
Xpomo3oma X 1
Xpomosoma Y
Bapwuauunu B 6pos
Ha KonuATa Ha 716 100 % 100 %
Xpomo3oma 18

933 100 % 100 %

Apyry U3TOUHULM Ha JaHHW 38 KIVHWYHUTE pe3ynTtatu
OueHkaTa Ha ANarHOCTUYHUTE JaHHW 3a BainanpaHe, CbbpaHu KaTo
yact ot VDD n knacnduumpaHmn KaTo Apyr U3TOUYHULM Ha AaHHW 33
KIMHWYHOTO MpejcTaBsiHe, Mokassa, 4e XA X/Y/18 npaBuaHO
naeHTUOULMPa BCUYKM 5 aHanmsnpaHu ciydas Ha abepauyus.
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Mpoueaypa 3a KOHTPON Ha KA4YecTBOTO

Mpean MbpPBOHAYaNHOTO W3MON3BaHE Ha TO3W MPOAYKT B
AMarHoctkaTa TpsibBa fa ce npoBepu Aanu Toii paboTu crnopej
ovakBaHusiTa. TpsibBa fAa ce B3eMaT MpeABuj PbKOBOACTBATa M
npenopbkMTe 3a NpuiaraHe Ha Hosw FISH TecToBe B gnarHocTukara
(Hanpumep CLSI Fluorescence In Situ Hybridization Methods for
Clinical Laboratories; Approved Guideline - Second Edition).

WHcTpyKumm 3a 6e3onacHocT

Bcuukm  coHAn, npomsBeAeHM OT MetaSystems Probes, ca
npeAHasHayveHu camo 3a npodecnmoHanHa ynortpeba n Tpsabea ja ce
13nonseat oT kBannduumpaH 1 obyyeH nepcoHan. 3a Aa ocurypute
6e3onacHa paboTa 1 Bb3NPOU3BOANMUN pPe3ynTaTti, MOAs, cnassalite
WMHCTPYKLUMUTe 3a 6e30MacHOCT U npeaynpeauTenHUTe 3HaumM no-

zony.
‘ onAcHoCT

Chabpxa: Popmamng,

MpeaynpexaeHns  H360FD Moxe aa yBpeaw Nao40BUTOCTTa.
3a OMacHOCT: Moxe Aa yBpean HepoAeHOTo JeTe.
H351 Mogo3vpa ce, Ye NpuUMHaABa pak.
H373 Moxe aa npuynHmn yBpexsaaHe Ha
opraHvTe NPy NPOAbL/IXUTENHA Un
MHOrokpaTHa ekcrnosuums.
WHCTpyKUMn 3a P201 MonyyeTe cneumanHy MHCTPYKLMN
npesjnassaHe: npeav ynotpe6a.
P260 He BanwBaiite
npax/anm/ras/mbraa/vianapeHusi/cnpeii.
P280 HoceTe 3aLMTHW pbKaBUL/3aLLNTHO
obnekno.
P308+ P313 AKO e 13/10)KeH Ha PUCK 1an e
3acerHar: MoTbpceTe MegnLMHCKa
NoMOLL/BHVMaHWe.
P501 M3xBbpnete
CbAbPXaHNeTO/KOHTeNHepa B CbOTBETCTBUNE
C MeCTHUTe/pernoHanHuTe/HaumoHanHuTe/
MeXAyHapoAHUTe pasnopejou.

CneumnanHo OrpaHunyeHo 3a npodecroHanHn
eTnKeTnpaHe: I'IOTpeGI/ITe}'II/I.
A BHMMAHME: Mopelya BogHa 6aHs 1

ropewm naoun!

3a ZleHaTypauus 1 xmépuamsaums ce

M3M0N3BaT ropeLyy BOAHW 6aHN 1 ropeLum

naoyn c Temnepatypa >37 °C. BHumaBarite

i@ He B/ie3eTe B MPAK KOHTAKT C ropeLy

MOBBPXHOCTU UAN TEYHOCTU.

HoceTe pbkaBuuy 1 nabopaTtopHa

npectuika. B ciydall Ha KOHTaKT € KoxXarta,

He3abaBHO ox/1aieTe CbC CTyjeHa Boja.
A BHMMAHMUE: fo6pa na6opaTtopHa

npakTuka!

M3non3BgaliTe B CbOTBETCTBME C MPUHLMANTE

Ha fobpaTa nabopaTopHa NpakTuKa.
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JoknapaBaHe Ha HeXXenaHn cbonTUA
Bceku ceproseH NHUMAEHT, Bb3HWKHAN BbB BPb3Ka C U3eNNeTO, Ce A0KajBa Ha MPOon3BOANTENS N Ha KOMMETEHTHWSA OpraH Ha AbpXaBsaTa Y1eHKa, B KOSTO
€ yCTaHOBeH NoTpebuTenaT U/Mamn NnauneHTsT.

OTCTpa HfiBaHE Ha HEN3NPaBHOCTU

Mpo6nem

oTkpwuBsart FISH
curHanw.

B MWKpOCKONna He ce

MoTeHumanHa(n) npuumnHa(un)

» 3aTBOpEH LWaTbp 3a OTpaseHa ceeT/MHa / CTonep B
CBETAVIHHUSA MbT

o OTBOpeTe Luapra/ npemMecrteTte ctonepa ot CBETIMHHUA
nouT

ﬂyMI/IHeCLl,eHTHaTa JlaMna e N3KaK4YeHa.

BkntoyeTe dpyopecLieHTHaTa namna.

lMocTaBeH HempaBuaeH ¢ayopecLeHTeH GUATHLP.

lMocTaBeTe NPaBUIHUS GUATHP.

O6eKTuBa He e NOo3UNLUMNOHUPaH.

Mo3vuvoHUpaiiTe MPaBUIHO 06eKTUBa.

3p|/|TenHaTa r/laBa € B PeXUM KamMepa.

Haco4yeTe CBET/IMHHUS NbT KbM OoKyJigpuTe.

CurHanuTte 3a
Xnbpugmsaums
oTcnabeat cnej,
13BECTHO Bpeme.

MacnoTo 3a nMepcna e NPoOHNKHaNo Mexay npeiMeTHOTOo
CTBK/0O U MOKPMBHOTO CTBKJIO.

3amMeHeTe NOKPMBHOTO CTBK/O 1 HaHeceTe DAPI/aHTndaa.
M3non3BaiiTe NOKPMBHO CTBK/O C pa3Mepn 24 mm x 32 mm,
Jl0pY ako Ce XMbpUAM3NPpa CaMo ManbK yqacTbK.

AndysHn curHanu.

O6eKTbT He e 40CTaTbYHO J06pe OCBeTeH.

MpoBepeTe ONTUYHUS MbT Ha MUKpPOCKona. HacTpoiiTe
rnpaBWIHO YATpaBKoaeToBaTa cBeT/nHa. lNposepeTe XnBoTa
Ha UV namnara.

PaBHWHaTa Ha pokycrpaHe He MOXe Aa ce peryampa
npasw/Ho.

M3non3sgarite 40CTaTbYHO MAC/IO0 3a Mepcus. He cmecsaliTe
pasAnyHM Macna 3a umepcus. Msnonssarite macno 3a
1IMepcus, MoAX0AALLO 3a payopecLeHLVs.

CnosiT NpoTVB N3bnejHsABaHe e TBbPAe Aeben 3a
dokycnpaHe. He nsnonssaite T8bpae MHoro DAPI/aHTuags,.
JloctaTbyHM ca 10 pl Ha NnpeAMeTHO CTBKIO (24 mm x 32
MM MNOKPUBHO CTHKJIO).

M3non3sBarite NOAXOAALM NOKPUBHW CTHKAA.

Cnabu curHanu.

MoaroToBkara Ha CﬂaIZAOBeTe € TBbpAe CTapa.

CnaingoBeTe He TpsibBa fa ca No-CTapu OT ABe ceAMUL. AKO
cnaijoBeTe He ce 13Moa3BaT B paMKUTE Ha TO3U Nepuog, ce
cbxpaHsasat npu -20 °C (£5 °C).

JeHaTypaumsita He e MoAXOASLLA.

M3non3eaHeTo Ha cTapu cnalifiose, NeyYeHeTo Uan
JOMbIHUTENHOTO PUKCMPaHe MoxXe Aa nornpeyn Ha
XM6pUAM3aLMATa U He ce NpenopbYBa.

YBennueTe Temnepatypata Ha geHaTypaums 4o 80 °C uaun
yBe/nvyeTe BpemeTo 3a AeHaTypauus 40 3 min.

3a npernej ce n3nosisBa MHOroJ1EHTOB d)I/IﬂT'bp,

M3non3BaiiTe cneuvianeH eqHONEHTOB ¢I/II'IT'bp.

Cnabw BOAHU 1NN
3eN1eHN CUrHann uan
BMCOKO ANPY3eH poH
B 3e/leH L|BeTOBM
KaHan.

MHTeH3nTeTbT Ha DAPI e TBbpAe BUCOK, KOeTO BOAW 10
npunokpueaHe Ha puntepa AQUA nnn 3EJIEHA.

M3nonsBaiiTe DAPI/aHTUaz € HNCKa KOHLeHTpaLms.

» CTOiHOCTTa Ha pH Ha pa3TBoOpuWTE 3a N3MUBaHe e TBbpAe
HuCKa.

YBeperTe ce, Ye CTONHOCTTa Ha pH e mexay 7,0 n 7,5 Ha
pa3Tsopute. Hskou 3eneHn ¢ayopodopu ca MHOro
UyBCTBUTENHM KbM pH nog 7,0.

Bucok
HecneunpunyeH GoH.

OcTaHanvTe UyToMNIa3MeHN MPOTENHU Ha KNeTK1Te MoraT Aa
HapyLLaT X1MépuansaumsTa.

« pegBapuTenHo obpaboTeTe NpeAMETHN CTbK/A C MEMNCUH.

AKO npenopbyaHNTe MEPKU He peLaT npobiema nam NpobiemMbT BY HE € MOCOYEH B CNMChKa, MOAs, CBbpxeTe ce ¢ MetaSystems Probes.

MoaapbXXKa Ha K/INEHTU

Mons, cBbpxeTe ce ¢ MetaSystems Probes GmbH (4aHHWTe 3a KOHTaKT BUXTe M0-A40/Y) NN C HALLWS 0TOPU3UPaH ANCTPUBYTOpP BbB BalliaTa CTpaHa.

ol

MetaSystems Probes GmbH
1. Industriestrasse 7

68804 Altlussheim

FepmaHua

Ten: +49 (0)6205 292760
dakc: +49 (0)6205 2927629
nmeiin: info@metasystems-probes.com

yebcaiT: www.metasystems-probes.com

MetaSystems Probes ce oTka3Ba OT BcsikakBum npasa Ha cobcTBeHOCT BbpPXYy MapKUTe 1 UMeHaTa Ha Apyru nvua.

3a 0606uyeHmne Ha 6€30MacHOCTTa 1 epekTBHOCTTa noceTeTe yebcalita https://ec.europa.eu/tools/eudamed/#/screen/home nnmn HanpaeeTe 3anUTBaHe Ha
info@metasystems-probes.com.
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M3nonsBaHu cmmBONU

[MocouBa mequuynHCcKo 1u3genne, Koero e npejgHasHa4yeHo Aa Ce U3N0A3Ba KaTo MEAULIMIHCKO U34€e/11e 33 H BUTPO ANArHOCTKKa.

c € MapkurpoBka 3a CbOTBETCTBYE, KOSITO yKa3Ba, Ye AaZleHO YCTPOICTBO € B CbOTBETCTBME C MPUIOXVMITE PerynaTopHU 3VCKBaHUA B
EBponeiickus cbto3.

d MocoYBa rpomu3Bo»UTE IS HA MEAULMHCKOTO U34E/ME.

fAE YKka3Ba, ye e Heo6X0AMMO NMOBULLEHO BHMMaHMe npn pa60Ta C yCTpOIZCTBOTO nAn opraHa 3a ynpasseHune B 6/11M30CT A0 MSICTOTO, KBAETO €

NMocTaBeH CYMBO/IBLT, NV Ye HACTosLLAaTa CUTYaLMs 3NCKBa BHYMaHVe UV AeiCTBUe OT CTpaHa Ha onepaTopa, 3a 4a ce u3berHat HexxenaHu
nocneanum.

E]EJ MocouBa, Ye € HEOBXOAMMO NOTPEBUTENAT Aa Ce 3aM03Hae C MHCTPYKLMUTE 38 yrToTpeba.

MpepasrnexaaHe Ha AOKYMEHTa

AaTa Ha NHauKauma 3a npoMsiHa

mn3pgaBaHe

BG-CE-IVD-RevA250512- 13.05.2025 AkTyanusupaHo IFU B cbotBeTcTBre ¢ PETJTAMEHT (EC) 2017/746 OTHOCHO MH BUTPO ANArHOCTUYHUTE
250513v20.2 MeANLMHCKN U3Zenns. AKTyann3aumaTa He 3acara npsiko xapakTepucTuknTe Ha Usjennsta n He okassa
BNNSIHNE BbPXY CbCTaBa UM CbCTaBKMTE Ha HalmMTe NPoAyKTU. Ta He BAnsie U BbPXY HauMHa Ha
NpUoXeHe Ha HallWTe NPOAYKTU, HO NPeAN3BMKBa MPOMeHW B MHPOpMaLWsTa, MpeAocTaBsHa C
NpoAyKTa KaTo eTUKeTW, MpejHa3HayYeHne N MHCTPYKLMK 3a ynoTpeba.

BG-CE-IVD-RevA250512- 11.11.2025 nojobpeHa popmynmpoeka B pasgen ,lpegoctaBeHn maTepuanin”.
251031v20.2
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