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Pe3yanaTb| uccaepgoBsaHuaA npoueHTHoe copepxaHue BKAHK nnoaa: 18,4%

XPOMOCOMA PE3Y/IbTAT BEPOATHOCTb

PEKOMEHOALWN

Tpucomus 21 (T21) Hu3kas BepoATHOCTb Menee, yem 1/10 000 (0,01%)

06cyauTb pesynbTaThl C NaLUEHTOM

Tpucomus 18 (T18) HuW3Kan BepoATHOCTb Menee, yem 1/10 000 (0,01%)

06cyauTb pesynbTaThl C NaLUEHTOM

Tpucomus 13 (T13) HuW3Kan BepoATHOCTb Menee, yem 1/10 000 (0,01%)

06cyauTb pesynbTaThl C NaLUEHTOM

Mon nnopa My:KcKkoM

22q11.2 He o6HapyXeHO NPU3HaAKOB

Aeneuun

OMNUCAHMUE TECTA

MpeHatanbHbiit Tect Harmony® n3mepseT OTHOCUTENbHYIO L0110 XPOMOCOM A1 OLLeHKU Tpucommm 21, 18 n 13.
Harmony® npoBoAWT HanpaBaeHHbI aHann3 BHekneTouHoi AHK (BkAHK) B KpoBu maTepu v yunTbiBaeT GeTanbHyto
dpakumio BkAHK B pe3ynbTatax Tecta. Pe3y/ibTaTbl TECTA TaKXKe y4UTbIBAIOT COOTBETCTBYIOLLYIO BEPOATHOCTb MO
BO3PaCTy MaTepu (MM BO3pacTy AOHOPA ANLEKNETKM) U NO CPOKY GepemeHHOCTU Ha OCHOBaHWM NPeAoCTaBAeHHOMN
BMeCTe C TecTupyembim 06pasL,om nHGopmaLmn. PesynbTaT oLeHKM MeHee 1% onpefenseTca Kak HU3Kasa BEPOATHOCTb,
a 1% unu 6onee onpeaenseTca Kak BbICOKas BEPOATHOCTb. Harmony BaAnaupoBsaHa 418 04HONNOAHbIX 6epemeHHOCTel
1 pis 6epemeHHOCTEN ABOMHEN NPU cpokax 6epemeHHOCTM He meHee 10 Hegenb. Harmony He BanvuavposaHa Ans
MCMNo/Ib30BaHMA Npu 6epemeHHOCTAX ¢ bonee Yem ABYMA SMBPUOHAMM, KUCHE3HYBLUIMM» BAU3HEL,OM, MO3aULIU3MOM,
YaCcTUYHOM XPOMOCOMHOM aHeynIonanei, TpaHCAOKaLMen, MaTepUHCKOM aHeynaonamen, TpaHCNAaHTaumen,
3/10Ka4eCTBEHHBIMU OMYXONAMM UK Y XKEHLMH B BO3pacTe Ao 18 neT. Harmony He BblABNAeT AedeKTbl pa3BuTUA
HepBHOM TPYBKK. PesynbTaTbl 417 ABOWHW OTPAXKatoT BEPOATHOCTL TOMO, YTO NO KPaliHE MEPe OAWH NNOA NOPAXKEH.
Ananus BkIHK He Bcerga cOOTHOCUTCA C reHOTMNOM NaoAa. He y Bcex aHeynouAHbIX N10A0B byaeT pesynbtaT ¢
BbICOKOI BEPOATHOCTBIO, @ Y HEKOTOPbIX 3YNAOUAHbIX NN10A0B ByAeT pe3y/bTaT C BbICOKOW BEPOATHOCTLIO.

TecT nona nnoaa onpefenaeT KOAMYECTBO Y XPOMOCOMbI. PE3yNbTaT «KEHCKMIA» yKa3biBaeT Ha OTCyTCTBUE
BbIABNEHMA Y XDOMOCOMBbI, @ PE3YbTaT KMY}KCKOM» YKa3blBaeT Ha BblABNEHME Y XPOMOCOMbI. ITO He UCKAtoYaeT
aHeyn/10MaMIo NOJI0BbIX XPOMOCOM. Mpu 6epeMeHHOCTM ABOMHEN Pe3yNbTaT «MY>KCKOW» FOBOPUT O Ha/IMYUM OLHOTO
WA ABYX NOA0B MYXCKOrO nona.

Tect 22911.2 ucnonb3yeT TapreTHbl aHanu3 dparmerTos BKAHK 13 yuyactka anvHoit 3 M6 22q11.21 ana
onpeaeneHnAa BEPOATHOCTM Aeneuun. PesynbTaT «Bbicokas BEPOATHOCTb Ae/lelymn» yKasblBaeT Ha TO, 4TO aHau3
06HapYKUA CHUKEHWE coflepKaHuA 3TUX dparmeHTos BKOHK, uTo cooTBeTCTBYET Aeneumn B yyacTke 22q11.21, koTopas
MOET OTHOCUTCA K NN0AY, K MaTepu Unm K o6onm. Pesynbtat «He o6Hapy»eHO NpU3HAKOB Aeneumnn» yKasbiBaeT Ha To,
YTO aHaNU3 He OBHaPYXWUA yBENUYEHME BEPOATHOCTM Aeneuum B ydacTke 22q11.21. He Bce nnoapl ¢ geneumamu
22q11.2 6yayT KNaccuPMLMPOBaHbI KaK BbICOKaA BEPOATHOCTb. ITOT TECT HE UCKAIOYAET BEPOATHOCTb HaIMUMA Y NNoAA
APYrovi KNMHWYECKU 3HAYMMOW aHeynaonanm, 3abonesaHunii, CBA3aHHbIX C MyTaLMel OTAENbHbIX FEHOB, MUKpOAeneLmn
VAN MUKPOAYNAMKaLMIA. HeHLWMHaM C yCTaHOBNIEHHOW Aeneumeit 22q11.2 3TOT TecT NpoBoAWTb He cneayeT. TecT
22q11.2 6611 BAaNUAMPOBAH TONbKO A1 OAHOMNOAHbIX 6epemeHHOCTEeN.

*CCbI/IKN: Stokowski R et al. Prenatal Diagnosis 2015; 35, 1-4; IFU-1290 MHCTPYKLMA MO UCMONb30BaHMIO Habopa Ana invitro gnarHocTuku Harmony. KnnMHuyeckue gaHHble OCHOBaHbI Ha cepumn
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CLUA). PearenTs Harmony® 1 nporpammoe o6ecneverve cucremsl Ariosa cell-free DNA System (AcfS), ucnonb3yemoe kak wacrs MpeHatansHoro Tecta Harmony, umetot
CKPMHUHT W He [LOMKHBI UCNONIb30BATHCA B KAYECTBE OCHOBAHMA AU1A NOCTAHOBKU AUATHO3a. HArMONY He NPOBOAWT CKPUHUHT Ha BO3MONKHBIE
KPOME Tex, KOTOpble ACHO YKa3aHb! B STOM AOKyMeHTe. [IPeXae Yem MPUHIMATL NI0BOE PeLIeHIe O NEYEHNH, BCe KeHLMHbI AONKHbI OBCYAUTL CBOM PE3y/LTaTb! C BPAUOM, KOTOPbIN MOXKET

OAHHbBIE KIMHUYECKOW BAZIMAALMK U3 BKNAABILLA NPOAYKTA HARMONY*

BepoAaTHOCTb
BEPORTHOCTb BblABNEHUA
NIO}KHOMONOXKMUTENBHBIX
T21 107/108 0/641
T18 29/29 0/641
T13 12/12 0/641
BepoAaTHOCTb. " b TeNbHOrO |, THOrO)

OCHOBaHbI Ha OTCeuKe BepoATHOCTH 1/100 (1%). MockonbKy Takue 3a6onesaHna BCTpeyaroTca
peako, Wb Orp: KONMYECTso Ten ABOIHeN ¢
aHeynnonaueit. MporHoCTU4eCKan LEHHOCTb OTPULIATENBHOTO pe3ybTata Ans TpUcomun 21, 18
1 13 cocTasnfeT cebiwe 99%. MPOrHOCTMYECKan LEHHOCTb NONOXKUTENbHOTO pesyabTata (MLUMNP)
3aBucmT OT ™. O i 8 oTueTe BEPOATHOCTY He ABAAETCA
3keuBaneHTom MNUMP. Bonble nHdopmauu o NUMP 3aeck: http://www.harmonytest.com/PPV

Mon nnopa: TouHOCTb 786/787 ANA MYMCKOTO MM KEHCKOTO Nona.

22ql11.2:

OrpaHW4eHHOe KONNMYEeCTBO ciydaes 22q11.2 6bia0 OLEHEHO 40
HaCToAWEro BpeMeHH.
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HARMONY 1 MPEHATAJIbHbBIA TECT HARMONY 1 ux rpaduueckoe 13o6paskeHne ABAAIOTCA TOProBbIMM Mapkamu KomnaHum Ariosa Diagnostics, Inc. 8 CLUA. HARMONY aBnseTca 3aperucTpupoBaHHOi TOProgoii MapKoii rpynnbl Komnaxuii Roche B Apyrux cTpaHax. Bce ocTansHble
R

TOpProsble MapKu ABAAKOTCA COBCTBEHHOCTbIO UX NpaBoobnasaTeneii. . s
i P P A [JunpekTtop nabopatopuu: Dr. Karina Habig
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Arztlicher Leiter / medical director: Dr. Kai Liithgens
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Medical report - Harmony® Prenatal Test

PATIENT NAME: Patient name DATE OF BIRTH: 14.11.1984

LAB No.: 12345678 YOUR NUMBER: 12345

COLLECTION DATE: 21.01.2025 17:54 PATIENT AGE: 40 years

DATE OF SAMPLE ENTRY: 22.01.2025 12:28 BODY WEIGHT: 77.2kg

GESTATIONAL AGE: 13 weeks 1 day

# OF FETUSES: 1

IVF STATUS: self egg donor PRIMARY SAMPLE: cfDNA blood collection tube
EGG DONOR AGE: 37 years

Test Results

Harmony® Test: Unsuspicious

Results Normal Range
Fetal cfDNA Percentage 18.4% 4%
@ Probability for Trisomy 21 low risk (<0.01%) <1%
@ Probability for Trisomy 18 low risk (<0.01%) <1%
© Probability for Trisomy 13 low risk (<0.01%) <1%
@ Probability for 22q11.2 / DiGeorge syndrome low risk low risk
© Fetal Sex male

Interpretation

The Harmony® Test is a highly accurate screening test for fetal chromosomal abnormalities. The test is not validated as a diagnostic procedure.
False-positive and false-negative results can, though relatively rarely, occur. The Harmony® Test is not validated for use in pregnancies with more than
two fetuses, vanishing twin syndrome, chromosomal mosaicism, partial chromosomal aneuploidy, translocations, maternal aneuploidy, post-transplant
state, or active cancer. The test was performed by Cenata GmbH, Tiibingen, Germany.

@ Unsuspicious finding with low risk for the presence of a trisomy 21. The detection rate of the Harmony® Test for a fetal trisomy 21 is > 99% at a
false-positive rate of 0.04% (n = 23,155) (Stokowski et al., Prenat. Diagn. 2015;35:1243-1246).

@ Unsuspicious finding with low risk for the presence of a trisomy 18. The detection rate of the Harmony® Test in singleton pregnancies for a fetal
trisomy 18 is 97.4% at a false-positive rate of 0.02% (n = 22,399) (Stokowski et al., Prenat. Diagn. 2015; 35: 1243-1246). For twin pregnancies,
the detection rate of the Harmony® test for trisomy 18 is 92.8% at a false positive rate of 0.01% (n = 6,840) (Judah et al., Ultrasound Obstet
Gynecol. 2021; 58:178-189).

© Unsuspicious finding with low risk for the presence of a trisomy 13. The detection rate of the Harmony® Test for a fetal trisomy 13 in singleton
pregnancies is about 93.8% at a false-positive rate of 0.02% (n = 14,243) (Stokowski et al., Prenat. Diagn. 2015;35:1243-1246). For twin
pregnancies, the detection rate of the Harmony® test for trisomy 13 is 94.7% at a false positive rate of 0.10% (n = 6,290) (Judah et al.,
Ultrasound Obstet Gynecol. 2021; 58:178-189).
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@ Unsuspicious finding. No increased risk for a fetal microdeletion 22q11.2 (DiGeorge syndrome). About 15% of the cases of a microdeletion
22911.2 show deletions of less than 3 megabases. Including these smaller deletions, the Harmony® Test has a detection rate of about 75% for this
genetic disorder (Schmid et al, Fetal Diagn Ther. 2017 Nov 8. doi: 10.1159/000484317). Therefore, an unsuspicious result does not rule out a
fetal microdeletion 22q11.2 with certainty.

© The fetal sex analysis determines the presence of Y-chromosomal cell-free DNA sequences. A “female” result indicates the absence of a Y
chromosome and a “male” result indicates the presence of a Y chromosome. In the present test Y-chromosomal sequences could be detected in
the maternal blood, which indicates that the fetus is male. The accuracy of the fetal sex determination is > 99% (95%-Cl: 99.2 - 100%). The fetal
sex test does not exclude sex chromosome aneuploidy.

For any inquiries please contact us per email (info@cenata.de) or phone under the number +49 (0)7071 565 44 430.

Dr. rer. nat. Monika Linzel
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