MNpouecc UccnepoBaHus

3anpoc Ha HUMT Harmony®

KOHcyﬂbTaLl,l/lFl co CI'IeLI,l/IaJ'Il/ICTOM/J'IeLJaU.I,VIM Bpa4om

3abop Kposw
3anonHeHne Hanpasnexns Ha aHany3
[ocTaBka 0bpaslia KpoBK B 1abopatoputo

MpoBefeHve TecTa Harmony®

AHanus AaHHbIX M MOAroTOBKAa OT4YEeTa

OTnpaBKa pe3ynsTata Bpayy A KOHCYAbTaLmm

OnnaTa TeCTMpOBaHMSA NPOV3BOAMTCA MO CHETY (TONBLKO B
cny4ae ycrewHoro BbiNoNHEHNs TeCTUPOBaHWS)

Habntopatowmnii Bpay NpoBOAUT KOHCY/bTALMIO
C mauyeHToM

O Hac

HaymHaa ¢ 2010 rofa Mbl NOMOraem nauyveHTam u LOKTOpaM B
pelWeHnn reHeTnyeCcKnx 3afady. Hawa MexgucumnanHapHas
KoMaHaa (yxe 6onee 150 4YenoBek) cneunanu3mpyercs Ha
reHeTUYeCKOM AMarHoCTUKe HacNeACcTBEHHbIX 3aboneBaHN.

,Zentrum fiir Humangenetik Tibingen® (LleHTp TeHeTukn Yenoseka
B TiOWHreHe) npefnaraeT COBPEMEHHble  MpeHaTanbHble
TeCTbl, OCHOBaHHbIE Ha CaMblX COBPEMEHHbIX TEXHONOIMSAX
CEKBEHMPOBAHNS, MUKPOMATPUYHOrO aHanmsa, MLPA n MHOrmx
Apyrux. Hawa koMaHnga byaeT paga NpOKOHCYNbTMPOBaTh Bac ans
BbIOOpa OMTMMaNbHOrO pelerus ANs NPOBEAeHUS AUArHOCTUKN.
Mbl 6ypem paabl Bawemy 3anpocy!
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PRENATAL TEST

BbICOKquBCTBI/lTeJ'IbeII;I HeMHBAa3MBHbIN TecT and

Tlbingen

BbIABAEHNA XDOMOCOMHbIX aHoOManuin nnopaa

[ns 6yayumx poautene

BapuaHTbl TeCTUpOBaHUSA

HWNT Harmony® focTyneH B AABYX BapnaHTax C ABYMs
LOMONMHUTENbHBIMU ONUKUAMU.

BapuaHTbl:
Tpucomns 21 169,00 EUR

Tpucommm 21,18, 13* 199,00 EUR

.U,OI'IOJ'IHI/ITeﬂbHI:Ie onuunun

X/Y-XpOMOCOMHbIe

ok 69,00 EUR
aHomanum

OnpepeneHne nona 17,49 EUR

Onnata npou3BoaNTCa B COOTBETCTBIM ¢ GOA. NS NaLMeHTOB C 4aCTHO
CTpaxoBKOW npumMeHseTcs KoadduuneHT x1,15. YKasaHHble LeHbl
[eACTBUTENbHbBI TONBKO Ha TEPPUTOPMM [epMaHK 1 MOTYT OTAINYATLCS B
APYrviX CTpaHax.

ObpaTtuTe BHMMaHUe, YTO Ball Bpay MOXET B3UMaTb AOMONHUTENbHbIE
cHbopbl, CBA3aHHbLIE C NpoBeAeHMeM TecTa Harmony® (Hanpumep, 3a
KOHCYNbTaLUWMIo 1an 3a60p KpoBK). Bbl MOXeTe 3apaHee yTOYHUTb

BO3MOXHble pacxodbl.

CornacHo 3akoHy lrepMaHmm 0 reHeTUYecKol AnarHoCTrKe, MHhopMaLms
0 none naofa MoxeT 6bITb NpefocTaBeHa, HaumHas ¢ 14+0 Hegenw
H6epemeHHOCTY (M.M.)

*BO3MOXHOCTb BO3MELLEHNS PAaCcXOA0B 0bs3aTeNbHbIM MEANLUHCKUM
CTpaxoBaHuem Npv cObNI0AEHUN ONpeaenéHHbIX YCI0BUNA.

** MoHocomust X, CuHapom KnaiiHdensrepa, Tpucomus X, XYY n XXYY
CUHOPOMbI.



Y1o Takoe HUMT Harmony®?

HUMT Harmony® siBnsieTcs HeVHBA3UBHbIM METOLOM /151 BbISIBEHMS
onpepgeneHHbix XpOMOCOMHbIX MAaTONOMMI Ans nnofa. B TeyeHune
H6epemeHHOCTU, hparmeHTsl AHK M3 NnaueHT sl nonagatoT B KPOBOTOK
mMaTepu. Harmony® no3sonseT BbigBNATb Takune dparmeHTsl AHK 1
onpeaensTb PUCK TOro4To byayLmii pebeHok nmeeT Tprucomumto no 21
XPOMOCOME, TPUCOMMIO MO 18 XPOMOCOME, TPUCOMUIO MO 13 XPOMOCOME,
NN NAaTONOMMK, CBA3aHHbIE C MON0BLIMU XpOMOCcoMamut (X/Y). 3ToT
TOYHbIV M HAAEXKHbIM METO/ MO3BONSET Ha paHHKX 3Tanax (10+0 Hegens
6epeMeHHOCTH) BbISIBAATL laHHbIe U3MEHEHMS.

Y 340p0OBOro nNnoga, 6e3 XxpOMOCOMHbIX aHOMaNWI, NPUCYTCTBYIOT
23 napbl XPOMOCOM. TPUCOMUS XKe ABNSETCH aHOMaNnen, Kotopas
ABNAETCH NPUYMHON 3aboneBaHUi, Npu KOTOPOW BO3HMKaeT
[AOMNONHUTENBHAS XPOMOCOMA - TO €CTb UX CTAHOBUTCS TPW, BMECTO
napeil.

Tpucomus no 21 xpomocome sBAseTCS Hawbonee 4acTto
BCTpeyvatoleiics Tpucommeit. OHa 0bHapyXMBaeTCs C BEPOSTHOCTbIO,
npumMmepHo, 1 k 830 HoBopoOXAeHHbIX. OHa N3BECTHa NOJ Ha3BaHMeM
3abonesaHns - CuHApoM [layHa, NpUBOAALWMNIA K YMCTBEHHOM
OTCTANOCTV PA3NINYHON CTENEHN (OT NErKkon 40 TSHKENON) U APYrnM
KVHWUYECKMM NPOSIBIEHVISIM, BK/IOYast BDOXAEHHbIE NOPOKNM cepaLa.
CpefHAs NPOAOMKNTENBHOCTb XM3HM 60/bHbIX ¢ CHAPOMOM [layHa
cocTasnseT 60 1€T, B3aBMCUMOCTM OT Ka4ecTBa MEANLIMHCKOM MOMOLLY,
peabuanTaLmm U THKeCTU NPosBReHns 3abonesanuns. loKasaHo, 4To
BO3pacT byayLeli MaTepn HanpsMyto CBS3aH C PYCKOM BO3HMKHOBEHMS
AaHHOW naTonorun.

[pyras yacto BCTpeyvatowasncs Tpucomus - Tpucomus no 18-i
XpoMocoMe, BbisbiBatoLlas CuHapom 3aBapaca. OHa 0bHapyx1BaeTcs
CBEPOATHOCTLIO, NpMepHO, 1 k5,000 HoBOpOXAeHHbIX. TpucoMus no
13-ii xpomocome (CrHApoM [aTay) 0bHapyKMBaeTCs C BEPOSTHOCTbIO,
npuMepHo, 1 k1 6,000 HoBopoXAeHHbIX. Obe Tpucommu (18 1 13)
aCcCcoLMMPOBaHbl C BBICOKMM PUCKOM HeBbIHAWWBaHUS NN0Aa, a
POAMBLIMECS AeTH 0ObIYHO MMeloT CONyTCTBYOLWMe 3aboneBanns
1N nposiBneHus 6one3Hu, HanprMep, NOopokn cepala. 06 bIYHO
NPOAOMKNTENBHOCTb XM3HU TaKUX fleTell CoCTaBNsdeT HECKONbKO
Mecsaues, peako fo roga. Kak v npu CnHgpome [ayHa, puck
BO3HWMKHOBEH WS 3TUX TPVCOMMI CBSI3aH C BO3pacToM byayLiei MaTepu.

Y10 Takoe petanbHaa AHK?

AHK nnoaa npoHuKaeT Yepes NNaueHTy B KPOBOTOK MaTepy 1 MOXeT
6bITb MCNONb30BaHa A4 Nposeferne HAMT Harmony®. CooTHowWweHVe
eTanbHo IHK co cBoboaHO-LMpKynmpytoLein AHK MaTepu, npyuMepHo
10%.

Maternal
bloodstream

@@ Fetal DNA
x>ax Maternal DNA

Tect Harmony® B cpaBHEHUHU

B oT/M4me OT MHBa3MBHbIX MeTofoB, HUMT Harmony® He nosblwaeT
PUCK HeBbIHAWMBaHMS. 3HAaYMMOCTb pe3ynbTaTa, 0COOeHHO ANd
TPUCOMMYM NO 21-11 XPOMOCOME, BO MHOTO pa3 BbllUe, YeM, Hanpumep,
CKPUHWHra Ha nepsoM TpumecTpe (Y3/+AHanu3 fopmoHoB). OfHako,
He cnepyeT 3ameHATh Y3V Ha HUMT, Tak kak Y3/ no3BonseT BoIfBAATb
ApYyrve BO3MOXHbIe aHOManum nioaa.

Puck TOYHOCTb

Tun uccnepgoBaHusa
HeBblHallMBaHNA MeToAa

hqrmong wel

PRENATAL TEST Tzl 99,30/0
o 0% T18 | 97.4%

AHanu3 dheTanbHom

MK T13 | 93.8%

HenHBa3uBHbIN
2@3 + %* 721 | 85-90%
0% T18 | okono95%

First trimester T13 | okono95%
screening

é@ﬁ T21 | Moyt 100%

MHBa3UBHbIN 0.1% T18 | Moyt 100%

AMHMoueHTe3 Cbop T13 | Moyt 100%
BOPCUHOK XOPMOHa

3ddekTnBHocTb Tecta Harmony®

BbicoKas BbISABNSIEMOCTb
99.3% anst Tprcomun 21-i Xpomocombl!!

TecT Harmony® 4BnseTcs OfHWM U3 CaMblX  KAVHUYECKM
anpobuposaHHbix TecTos cpean HWMTIL,2]. Cymmupys aaHHble
MHOTFOYMCNEHHbIX NybauKkaumi, TecT Harmony® no3sonset
BbISIBAATH C TOYHOCTbIO 99.3% Tpucomuto no 21-i XpoMocome
(Tprcomuio no 18-14: 97.4%, Tpucomuto no 13-i: 93.8%)[1].

Bbicokas cneynpunyHoOCTb
99.96 % ans Tpucomum no 21-i xpomomcome

B macwTabHOM MexaucuMnavHapHoM uccnepoBaHumn[l] 6bin
npoBefieH TOUHbI nofacyeT crneundriHoCT TecTa Harmony® Ha
rpynne nauneHToB. Konn4yecTBO NOXHO NONOKUTENbHbIX Cly4aes
cpean 6onee yem 23,155 GepeMeHHbIX KeHWWH Ans Tpucomum
no 21- 1 Xpomocome coctaBuno 0.04% (no 13- 1 no 18-i: 0.02%
Kawaas), 4To B 125 pa3 Hwxe, Yem 18 CKPWHWHIa MepBoro
TpUMecTpa, rae KOMMYECTBO NIOKHO MONOXUTENbHbIX CAydYaes
cocTaBmio 5%.

Bbicokas CKOPOCTb aHa/nn3a
B cpepfHeM 3 paboynx AHs

Ons TecTa Harmony® ncnonb3yetcs yHUKanbHas TeXHOMOrus,
KOTOpas N03BOMSET NPOBOANTL UCCNE0BaHME 33 KOPOTKMIA CPOK.
Kak Tonbko obpasel, npubbiBaeT B Halwy nabopatopuio oTyeT
MOXHO OXWAaTb B CPOK OT 2-X A0 4-X paboumx AHEN.

MpodeccuoHanbHas KoMaHaa
Bpayeit 1 y4eHbIx

LleHTp leHeTukKn Yenoseka B TiobuHrere (Zentrum fiir Humangenetik
Tlbingen) obbeanHsieT B cebe KOMaHLy npodeccroHanos u
CneLyanicToB B 06NacTy HayKu v MegnLMHbI.

Komy nogxogut Tect Harmony®

TecT Harmony® moxeT ObITb NpoOBefeH aHanusa ans nooboi
O[IHOMNOAHOM MK ABYNIOAHON BEPEMEHHOCTU, HE3aBUCUMO OT
Tuna 3a4aTus, BkAoYas IKO. B cnyvae IOHOPCKON SieKneTKu
HeobxoAMMO NPEAOCTaBUTbL MHDOPMaLMIO O JOHOPCTBE 3apaHee.
B cnyyae bonee 2-x nnoaos (3 1 6onee) nnv ncyesHyswem nnoge/
6nnsHele, TecT Harmony® He MOXeT ObITb NPOBeaEH.

OpvH  [BoiiHa 3u6onee McyesHyBluni

Mnopg nionos 6nu3Hel,
Tpucomns 21 N v X X
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*MoHocomus X, Cuapom KnaiiHdenstepa, Tpucomus X, XYY n XXYY cuHApOMbI
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