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XpoMOCOMBI X Ha y4acTKe OT OT KOPOTKOro mieya perrona 11.1 10 muHBoro mieua
pernona 11.1. TIpoGa CEP Y - seneHoro upeta Ha anb(GacTeInTHyIO
HOCJIEIOBATEILHOCTE XPOMOCOMBI Y Ha yYacTKe OT OT KOPOTKOTO ruteda peruona 11.1 no
AHHOTO mieda peruona 11.1. IIpo6a CEP 18/X/Y moimkHa GbITH CMECHIO
(nyopecuentno meuensix JJHK npo6 Criexrpym Axsa (Spectrum Aqua), CiiekrpymI'pun
(SpectrumGreen) u CriekrpymOpamk (SpectrumOrange), cienUUHBIX K anbda
carrennTHbiM peruonam (D1871, DXZ1 u DYZ3) xpomocom 18, X u Y. JIHK npo6a LSI
13/21 - pomina npencrasnsrs Crekrpyml pun (SpectrumGreen) u CrnexrpymOparnk

Ne R e e/l U3M Koua-Bo Llena, Tr Cymma, Tr Ycnosusi YcaoBusi onJIaTHI
Texnuyeckas: xapakTepucTHKa NMOCTABKH
JoTa ToBapa .
JuarnocTvyeckue MeIUUUHCKHE H3eHsI
Tepmorpaguueckas ITo 3asBke Ilepeuucnenue, no
mieHka 20x25¢cum - Ilnenku Bomonnena na 168- muxponnoii PET momwioxke, MOKpPBITA COJIIMU cepedpa u 3aKa3yuka, B (akTy mocraBok
TUICHKA JUTSL CYXOi x HMMEET 3AIUTHBIN CII0i. Tedyenuu 2021
NEYaTH C BHICOKUM CKpYTJIGHHBIE YIIIbI UICHKH TTO3BOJISIIOT HCIIONB30BATh €€ KaK NPHBLIYHYIO roma
KOHTPACTOM 1 = peHTreHoBekyio. CepeOpOHeCyIHi Clloii He 1yBCTBHTENEH K CBETY, HO PEarHpyer Ha
BBICOKOMH BBICOKHE TEMIICPATYPhI, 00CCHe rBasi HU3KUIA YPOBEHB BYaH, BBICOKYIO ONTHUYECKYO
ONTHYECKOH MIOTHOCTE M KOHTPACTHOCTH JIMArHOCTHYECKOTO H300PAKEHHS, OJHOBPEMEHHO C
TUIOTHOCTBIO ISt IPEBOCXOAHOH ero CTabMILHOCTHIO. 3aIUMTHBIN CI0H NPUAAET YCTONIUBOCTD IICHKH K
1 QpoBoii LapanuHam
MamMorpaduu. B Texuuueckue nannvie
1 YNaKoBKe HE MEHee - 200 43 500 8700 000 * Texnonorus Ipsavoro Ludposoro dopmupopamms H3zob6paxenus
100 nnenok * I'ony6as nomnosxka
pasmepom 20*25 cm « Makcnmaisnas onmudeckas mioTHocTs >3.7
* JlueHas 3arpyska (IJICHKA He 1yBCTBUTEIIBHA K CBETY)
* Pasmepsr 8 x 10" /20 x 25 cm
* Ynakoska: 100 muctoB B kopoOke.
* Cpox xpanenust: 18 mMecsnes mocie aarhl BBINYCKA.
* YnakoBKa NOBTOpHO 00pabaThiBacMast
* Temneparypa xpanenus: 4 - 25 °C
* Konrpous 3a Otnocutenshoi Braxuoctsio Bosyxa: 30-60%
* Bosmoxnocts apxusupopanus coorserctsyer ANSIIT 9.11 u IT 9.19
MuHHMAILHELA CPOK Xpanenus n3o6paxenns 20 Jer.
JHK-30H 151 Ha xpomocombl (13, 18,21, X, Y) na 50 Tecros. Tonbko juid in vitro ITo 3asBKe Ilepeuucnenue, no
JIMAarHOCTHKH, JJIS ACTCKLMH aHEYILUIOn U xpomocoM 13,18,21, X u Y meroiom 3aKa34yMKa, B (axty nocraBok
(aryopecuentroit rubpumsauuy in situ FISH. Ipo6a CEP 18,X.Y, nomkna TeyeHun 2021
JETEKTHPOBATH allb(ha CATEITUTHYIO HOCIE0BATENLHOCTD IEHTPOMEPHBIX YIACTKOB roja
xpomocom 18.X n'Y nnpo6a LSI 13,21 - nerexrupopsats 13q14 pernona, a Taxe
pernoHoB or 12q22.13 10 21q22.2. Jins nposesienus Ha MHTEPHAZHBIX SAPax KIETOK,
TIOMYHCHHBIX U3 HEKYJILTUBUPOBAHHBIX MU KYJIHTHBHPOBAHHBIX AMHHOIMTOB SKEHIIHH.
ITpo6a LSI 13 - 3e1eHOr0 1BETa HA JUIMHHOE IEY0 perunona 14 xpomocomsl 13. ITpo6a
JHK 30H151 HA CEP 18 - rony6oro npera Ha anb(acTeTTHYIO HOCICA0BATEILHOCTD XpoMocoms! 18 Ha
2 XPOMAaCOMBI yin 2 2902370 5804 740 |YHACTKC OT KOPOTKOTO Myieda peruona 11.1 o amuunoro mieya peruona 11.1. TTpo6a LSI
(13,18,21,X,Y) na 50 21 - opaHXeBOTO IBETA HA Y4ACTOK JUTHHHOTO IJIeYa XPOMOCOMSI 21 OT peruona 22.13
TECTOB 20 22.2. TIpoba CEP X - 3e1eHOro 1BeTa Ha anb(acTe/NITHYIO TI0CIe0BATENBHOCTD




(SpectrumOrange) dnyopecuentnyio npooy, COJCPXKALLYIO YHUKATBHBIC
nocienoparebHoctd JIHK, rubpunusyiomuecs B 13q14 pernone 13 xpoMocomsI u
COJICPIKallyIo yHUKaJbHBIC ocnenoBatensHoctn JIHK, cootBercrByioniye okycam

D215259, D21S341 1 D21S342 peruonos ot 21g22.13 no 21q22.2 na xpomocome 21.
IIpoba CEP 18/X/Y (axBa, 3e1€HbIH 1 OpaHskeBbIi) — JOIDKHA GBITH TPEXLBETHOM
cmechio, npoba LSI 13/21 — apyxuserHoii cMechio (3eIeHbli, opanxeBblif). CMecu
006enx npod JI0JLKHBI OBITH MPE-/ICHATYPUPOBAHDI B rudpuam3aiiMoHHoM Oydepe. Pearent
3apEerucTpUpOBaH Ha Teppuropuu PK.

Mt npeaBaputensHoi 06paboTki 06PA3LOB AMHHOTHYECKOMN SKMKOCTH H ITOATOTOBKH K ITo 3asBke Ilepeuncienue, 1o
p 3 IPOBCACHHIO LIATOTEHETHYECKOT0 MCCIIEI0BAHMS ¢ IOMOMIBIO ()IIyOPECIIEHTHOI 3aKa34uKa, B (akty nmocraBok
€areHTHI JUIsi et &
A " rubpuausanms in situ (FISH) ¢ HHK-3OH[[81V£M, JUIs obecrieueHus MaKCMMa{ILHOH Teuenun 2021
. nponuuaeMocty kierok st FISH ¢ soupavu CEP, LS. Pearentsi, B Habope: bydep nas roja
UMTOJIOTHYECKHX yn 2 664 710 1329 420 i .
npenapatos 5*4 nercuna - He 6onee 3 x 50 M1, 10 MM HCI ; Ilpoteasa - ne 6ojee 3 x 25 mu,
shas e Jlnodunusuposannas nporeasa, 2500-3000 Ex/mr; PBS - ne 6onee 2 x 250 M, 1X PBS;
100X MgCI2 - ne 6onee 3 x 0,5 i1, 2M MgCI2+6H20; 20X SSC - ne Goxee 1 x 66 Ix
XJI0pK1 HATPUS U LIUTPAT Hatpus. Pearent 3apErucTpUpoBaH Ha Tepputopuu PK.
Ha6op auist konuuecTBeHHOTO onpeeneHus PAPP-A (AcconmmupoBaHHOro ¢ ITo 3asBKke Iepeuncnenwue, no
OEpeMEHHOCTBIO NPOTEHH A MUIa3Mbl YETOBEKA) U CBOOOHOM 6eTa-Cy0he MHHLBI 3aKa3yuKa, B (akTy mocraBok
XOPHOHMHCCKOIO rOHAIOTPONMHA YenoBeka (CBoboHas 6era-X1U) B MaTepUHCKOM TeyeHuu 2021
KpOBH, BBICYICHHOM Ha (HIBTPOBANILHON Gymare, /i1 MPEHATANLHOTO CKPUHIHTA rozja
GepeMCHHBIX Ha XPOMOCOMHYIO MATOIOTHIO MIOJA B IEPBOM TPUMECTPE OEPEMEHHOCTH €
UCIIONE30BAHKMEM Ha 3aKPHITOM aHaM3aTope. [IpUMEHSIIOTCS COBMECTHO ¢ MPOrpaMMamu
Bhrauciennus crenenu prcka LifeCycle (TM).Meroa— ummyrogamoopectienis ¢
Habop nns Pa3pCIICHUEM TI0 BPEMCHH Ha OCHOBE JaHTanuAHbIX (Eu u Sm) MeTok — B Hanuume.
NPOBEICHHS Hmanst Bonn usmepenus - 340 M (Bo3Oyxnenue) u 615/640 nm (ucnyckanue)- B
IIPEHATAJILHOIO Hamm4ue M3mepenue (oopeceHun Ha MUKPOILIAHIIeTax (96 yHOK)- B HalMuMe
CKpHMHHUHra B 1 Konuentpaunonnsiii inanason usmepenus: ais PAPP-A = 0-22 En/n, nnst cBoGoaHoi
TpUMeCTpe Ha6o 27 2372 850 64 066 950 | 6era-cyobeaunuunsl XY = 0-500 Hr/mi — B HaTHYHE CranzapTsl Ha GUIBLTPOBANBHBIX
OepeMeHHOCTH Ha p Onankax (Barman Ne903), e Menee 6 ypoBHei, OTKaIMOPOBAHHBIE 0 BTOPOMY
aHanM3arope crannapry BO3 Ne80/558 — B nanmune Kontposm ua GuisTpoBaibHbIX GiaHKax (Barman
AutoDelfia (480 Ne903), 3 yposnus — B Hamuume Ipouent pas6poca B napauensax (CV%) aist crangapros
onpeJencHuii B 1 H KOHTpOJICH He Gosiee 10% MO KakIoMy U3 MapKEpOB — B HAIMYHE AHATUTHYECKAS
Habope) 1yBCTBUTENLHOCTE — MeHee 4eM 0.1 En/n s TTATIT-A u MeHee uem 8 Hr/mu juis
cs.0era XI' — B Hamuue Bocnpouspoaumocts - ne menee 98% npejesax cpoka
roaHocTH — B Hanuyue Cocras Habopa: Crangaprsi (1 ym), kontponu (1 ym), Medenbie
Eu anrurena k PAPP-A (5¢u), meuensie Sm anturena k XI'Y (5 ¢u),, Oydep nns
UHKyOauH (5 ), MUKPOTHTPOBANBHDIC TNIAHILETHI (5 mT.), NOKPHITEIE AHTUTEIAMH K
PAPP-A u x cBoGosHO# Geta-cyOnhemumis XY, cepTU(HUKAT KOHTPOJIS KAYECTBA — B
Hamuyue Ha 480 onpenenenuii mo cyxum nsTHaM KpoBd - B HAJIMYHE. Mapkuposka CE
marked - B Hanmume
Bymara TFN npoussomutcst 3 100% 4HCTOr0 XJI0MKOBOTO 04eca 663 106aBOK JUIst ITo 3asske Ilepeuucnenue, no
YCHJICHHS IPOYHOCTH BO BJIKHOM COCTOSHUU. COCTaB GyMaru MOKET BJIHSTH HA 3aKa34uKa, B (akTy nmocraBok
OHIETPOBATEbE CcTaOMIIBHOCTD c0613aHH0r0 06pasua. MyHKTeIIT HONHOCTBIO KOHTPOIHPYET TeyeHuu 2021
1POM3BO/ICTBEHHbIH NPOLIECC, YTOOBI rapaHTHPOBATH MOCTOSHCTBO COCTABa, rozga
OnaHku st
e YIAKOBK 9 278 079 2502711 | paBHOMEPHYIO TOJIMHY, CKOPOCTE (HMIIBTPALMHA, YMCTOTY U MOTJIOMAIOILYIO
a CIIOCOOHOCTH, 00ECTIEYHBas BLICOKOE KaueCTBO. DUIETPOBANLHEIC GIAHKH IS B3SATHS

ckpunuHra (1000
LIT B yIT)

KkpoBu Gepemennsix prenatal DBS cards, 1ym./ 1000 61ankoB. - DUNBTPOBANBHBIE TECT —
Granky Ha OCHOBE QHIBTPOBAILHOM Gymarn S&S 903, usrotosneHHol U3 100% XJI0MKa.
Buemmuii BuA — Gopma IpAaMoyronsHuka, pasmepom 70x120 MM, ¢ TEKCTOM HHCTPYKIUH
110 B3ATHIO KPOBH, TPEMS KPYIKKaMH [isl B3THsl KpoBK. ITnotHoCTs — 186.3 (160-195)




r/m. Tonuyana — 0.531(0.46 — 0.58) Mmm. O6wem chiBopoTkH — 1.54 (1.37 — 1.71) Mxn Ha
Auck pasmepom 3.2 MM. Bpewmst ajicopbimu ceisopotku — 5.7 (5 - 30) cek. JlnameTtp nstHa
npu Hanecenuu 100 mMrx ceBopoTku — 16 (15 — 17) MM. ®acoska — 1000
LITYK/yNaKoBKa. Y cIOBHS XpaneHus — 8 +25 C. CpoK TOXHOCTH — 2 O/ C JATh
NPOU3BOJCTBA

YeummBaromuii ITo 3asBke Ilepeuncnenue, no
pacTBop Ha YCUIMBAIOKIA, TOTOBBIH K HCIIONB30BAHMIO PACTBOP C Tpuron X-100, rmvuipHoM, 3aKa34yMKa, B (akTy nmocraBok
6 | anammzarop SRk 6 793 885 4763310 ' | ruApOXJIOPHOI KMCIOTOM M XeNaTopaMu — B nanuaue. O6bem (8*250ml). Mapkuposka Teuenun 2021
AutoDelfia, B 1 = CE marked - B nanuume roja
ynakoBke 8*250mn -
ITpoMBIBOUHBII ITpombisounsiii Gydep Wash Concentrate (8*250 mu)8 (irakoHOB 110 250MJ1 — B HATUUHE ITo 3asiBke Ilepeuncnenue, no
Oydep na a ! IIpoMBIBOUHBIH Oy(ep JUIs 3aKPBHITOrO aHAIM3ATOpa SBISETCS KOHLIEHTPUPOBAHHBIM, (25 3aKa3yuKa, B (akTy nocraBok
7 | ananusarop i 7 634 667 4442669 | kparusiii ) pacreopom Tpuc-HCI 6ydepa (pH 7.8) ¢ NaCl, ¢ Teun 20 u Germall 11 B TeueHun 2021
AutoDELFIA. B 1 E KkauecTse koHcepanta. O6bem (8*250ml). —s nanmuune Mapxuposka CE marked - B roza
ynakoBke 8*¥250m1. HaJIM4YKe
Habops1 st onpeieieHus THPEOTPOIIHOTO rOpMOHa B CYXHUX IIATHaX KPOBU ITo 3asBke Ilepeuncnenwe, no
HOBOPOIKJACHHBIX JUIS IPOBECHUS. HEOHATATLHOTO CKPUHUHIA HA BPOK ACHHBIH 3aKa3yMKa, B (axty mocraBok
HaGop TMIIOTHPEO3 IMaMETPOM 3.2MM C MCTIONB30BAHHEM JUIsl 3AKPHITOTO aHajmzaTopza Meron - Tedenuun 2021
TR MMMYHO(JTyOPECUEHLUS, C PA3PEIIEHHEM 110 BPEMEHH HA OCHOBE JIAHTAHWIHOI (Eu) rojia
A METKH — B Hasm4ue JUIMHEL BOJIH M3Mepenus - 340 nM (Bos3byxaeHue) u 615 um
A . (ucnyckanue) — B Hanuane Msmepenue (binoopecucﬂunu Ha MUKpoIuaHerax (96
P JYHOK) — B Hatune KOHLEHTpalMOHHbIH qnanazon uamepenns ot 0 10 250 MkEy/Mn - B
RHPEIDOTIETG Hanuyue Konrponu na (b[xinLTpOBanLHHx Onmankax (Whatmavn Ne903), 2 yposus: 15
] ropsiosa TIT B aafiop 14 1199 632 16 794 848 MKEa/mit (otpunarensubiit) u 60 MxE /v (MONOKUTENBHBIN) — B HAJIHUME
ofipasiEx kpomH B UyscTBUTEIBHOCTS - MeHee YeM 2 MKE/Mn — B nanuune Cocras HaGopa: CranpuapTsl,
exene S5 KOHTPOJIH, Meceitbie Eu anturena k THPEOTPOTIHOMY rOPMOHY, Oydep st uHKyOaMH,
onpez[eJ;eHnﬁ . IPOMBIBOYHBIH PEArCHT, YCUIIMBAIOIIMI PEareHT, MHKPOTHTPOBAIBHBIC TLTanmeTs (12
e, B LIT.), IOKPHITHIC AHTHTENAMHU K TUPEOTPOIHOMY F'OPMOHY, CEPTHMHKAT KOHTPOJIs
—— KayecTBa - B HaMYKHE Yenosus xpaHenus: +2...+8C CTaHAapTH30BAHA B COOTBETCTBUH C
AutoDELFIA TpeboBaHuAMH MeXIyHapOHOrO OOIIECTBA HEOHATALHOTO ckpunuHra (NCCLS)— B
Hayuue Tnotnocts -186.3 (160-195) r/m Tommuna - 0.531 (0.46 - 0.58) MM O6beM
CHIBOPOTKH - 1.54 (1.37-1.71) mkn na muck pasmepom 3.2 MM Ha 1152 onpeaencnnii no
CYXMM ISITHaM KpoBu — B Hanuyue Mapkuposka CE marked - B nHamuuue
HaGops! 111 KOJIMYECTBEHHOTO ONpeaeeH s eHuIaNaHiHa B 06pasiax kposu ®KV na Ilo 3asBke INepeuncnenue, no
960 onpeaeieHnu ¢ HCNONB30BAHHEM IS 3aKPHITOr0 aHanu3aropa. Ipumensiorcs 3aKa34uKa, B (dakry nocraBok
Wioig, s COBMECTHO C NPOrpaMMaMu BhIMHCIeHUS cTencHu pucka LifeCycle (TM). Metos — Tedenuun 2021
R L S MMMYHO(IOOPECUEHIUS C PA3PEIICHUEM 110 BPEMEHH HA OCHOBE JIAHTAHHIHBIX (Eun roja
P ——— Sm) meTok — B Hanuue JUHHBI BOJH M3MepeHust - 340 am (Bo30OyxeHue) U 615 HM
CYXFX IATHAX KpOBH (ucryckanue) — B Hamuue Usmepenne (i)iImopecueHunn Ha MUKporanmerax (96
AS———— JIYHOK) — B Hauuue KOHIEHTpallMOHHBIH AHana3on usMepeHus ot 24 1o 908 MkMonbs/a
N e — Habop 17 809 293 13757981 |- B Hamauue KonTpomnu Ha (UIBTPOBANBHEIX GaaHKax (Whafman Ne903), 2 ypous: 15
MKE /M (oTpunarensusiit) u 60 MKE /M (MONOKUTENBHBIA) — B HATHHE
gzggg;?i;ﬂs:o UyBCTBUTENBHOCTE - MeHee eM 2 MKEa/Mi — B Hanmuue Cocran HaﬁopaE DeHuIaTaHuH
AR oy crangaptet 0,5;1,5;2,5;10,5;20,5 Mr/nn 6 monocok 1o 4 nsarHa Ha Kaxuoi KOHLICHTpAIHH,
A 4ynakoBKu; Cbelmnanaunﬂ KOHTPOJIM C HU3KUM U BBICOKHM COJIEpIKAHHEM, 2 MOJIOCKH 110
DELFIA Victor 4 nATHA KAX/101 KOHIEHTpauuy, 4 ynakosku; BydepHbiit pactBop pH 5.8 2 ¢nakona; L —
aeiiuui-L-anannn 4 ¢naxona; Hunrunpun 4 gnakosa; MexHbI peakTus, 2 ¢uiakona- B
Hamnne Ha 960 onpenenennii o cyxum nsTHaM KpoBH — B HAJTHUYHE Mapxuposka CE
marked - B Hanuuue
10 | HakoHeunuku ajs YIAKOBK 2 343 380,00 686 760 Haxone4nuku a7s 103upoBanus peareHToB. COBMECTHMBI C ananmsatopoM AutoDelfia Io sasske Ilepeuncnenne, no




JIO3MPOBAHHUS Marepuan - Inacruk; CrepuasHocts - He crepuisibie; O6beM HAKOHEUHHKA - 1,25 mu; 3aKa34yMKa, B (axty nmocraBok
peareHToB KonuuecTBo HAKOHEYHUKOB B YIIAKOBKE - 960 T Perucrpannontoe ynocrosepenue - Teyenuu 2021
HAJIWIHE roja
UTOro 122 849 389
Hupextop

Hcn. Ansnenios A.XK.
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