CSD ®OPMA IHGOPMOBAHOI 3roau NALIEHTA
LAB MpeHaTanbHMii Tect Panorama™

MNpeHaTanbHWn TecT Panorama™ € HeiHBa3MBHUM npeHaTanbHUm TecTom (HIMNT), Wo BMKOPWUCTOBYETbCA ANA
CKPUHIHFOBOrO AOCAIAMKEHHA XPOMOCOMHMX aHOMaJli naoga, a came HaMyacTillMX XPOMOCOMHUX CUHAPOMIB
naofa/nnonis moxke 6yTM BKasaHa 3a 6axkaHHAM BariTHOI. TeCT He MoXe 6yTM BUKOHaHMUI 6e3 NOBHICTIO 3aN0BHEHOI
aHKeTu Ta nignucaHoi iHpopMoBaHOI 3roam, NPM HaAABHOCTI «3HUKAOrO 6/M3HIOKa» (KOAW OAMH NAiA, 3 ABiNHI He
PO3BMBAETLCA), AKWO NAOAIB binblue ABOX, ABIMHI 3 AOHOPCHKMMW AWLEKAITUHAMMK, MicAs TpaHcnAaHTauji
opraHy/KicTKoBoro mo3sky abo nepennBaHb KPOBi MEHLL HiX 3a 8 TUXKHIB 10 TeCTyBaHHS.

Tect Panorama npoBogATh i3 3pa3Ka BEHO3HOI KPOBi BariTHOI, AKA MiCTUTb No3akNiTMHHY AHK AK maTepi, TaK i nhoga
(nnaueHTn). Yactka OHK nnoga (nnaueHTH) cepep Beiei nosaknitTMHHOI AHK BariTHOi HasMBaeTbcA deTanbHOO
dpakKuieto. NpoBeaeHHs TecTy Panorama mMOoXK/MBE He paHile 9 NOBHMX TUMKHIB BAriTHOCTI, KOAK dpeTanbHa PppakLia
y binbwocTi BariTHMX 6yae A40CTaTHbLOM ANA aHani3y.

Tect Panorama € reHeTMYHMM TecToM i NOTPebye KOHCY/NbTyBaHHA NiKapsA (reHeTWKa, akywep-riHekonora) ans
NPW3HAYeHHA BiANOBIAHOIO BMAY TECTYy Ta A/1A NOACHEHHA pe3ynbTaTiB. KOHCYNbTaHT NOACHIOE METY TeCTyBaHHA,
0cobMBOCTi, 0bMeXKeHHs Ta noganblui 4ii Npy oTPUMaHHI pesynbTaTy. byab nacka, 3a3HauTte npissuwe Baworo
KOHCYNbTaHTa

Buau TecTyBaHHA Ta 0c06AMBOCTI BariTHOCTi:

. Kopg, M039 [ns odHonnaidHux npupodHix eazimHocmeii (BariTHOCTel 3 BAaCHUMU ANLUEKNiTUHaMK) Byae
NPOBEAEHO CKPUHIHT Ha TpMcoMito 21, Tpmucomito 18, Tpmucomito 13, MOHOCOMIO XpoMocomm X i Tpunaoigito. Takox
6yae noBifAoOMIEHO WoA0 TPUCOMIl cTaTeBUX Xpomocom (XXY, XXX i XYY), AKLLO BOHU ByAyTb BUSABAEHI.

° Kopa M042 nna ogHonnigHUX NpUpPOAHiX BariTHOCTEM 40AATKOBO A0 OCHOBHMX TPUCOMIN MOXKe
6yTV 3aMoB/IEHE TeCTyBaHHA Ha geneuito 22q11.2 (cunapom Oifdkopaxi) abo

° Kog, M049 naHenb HaiuacTilwmx mikpogeneuin (aeneuina 22q11.2 (Aidxopaxki), aeneuia 1p36,
Aeneuia 5p- (koTaumii KpukK) Ta aeneuisa 15 (Mpagep-Binni/AHrenbman).

° Kog, M040 [naa deonnioHux eazimHocmeii 6yae npoBoAMTUCH OLiHKA BariTHOCTI Ha 3UTOTHICTb. TecT Ha
3UTOTHICTb BU3HAYaE, UM € ABIHA MOHO3UIOTHOO (6/IM3HIOKKM) 260 AM3UTOTHOLO (ABiAHATA). 3aN1€KHO Bif 3UFOTHOCTI
byae nNpoBeAeHUIA CKPUHIHT Ha pi3Hi XpOMOCOMHI aHOManii. AnAa MOHO3UTOTHUX 6AM3HIOKIB Byae npoBoAUTUCH
CKPUWHIHT BariTHOCTI Ha TpUcomito 21, Tpucomito 18, Tpucomito 13, MOHOCOMIO X-XPOMOCOMM i TpUNAoigito. TakoX
byae NoBiAOMNEHO WOAO TPUCOMI cTaTeBMX Xpomocom (XXY, XXX i XYY), AKwo BOHW ByayTb BUABAEHi. Ons
ON3UTOTHUX BIN3HIOKIB Byae NPOBOANTUCH CKPUHIHT TiIbKK Ha TpMcomito 21, Tpucomito 18 i Tpmucomito 13.

° Kop M043 [1na MOHO3MIOTHOI ABiMHI MoXnBe [oAaTKOBE BM3HAYeHHSA geneu,ii 22q11.2

° Koa M041 Y Bunaaky ogHONNIAHOI BariTHOCTI 3 OHOPCbKUMW AWLLEKNITUHAMM (Y TOMY YMUCAi, CyporaTHi

maTepi) byae npoBeaeHO CKPUHIHT BariTHOCTI TiJIbKM Ha Tpucomito 21, Tpucomito 18 i Tpucomito 13.

Pe3ynbTaTu TECTYBAHHA. Pe3ynbTaTu TeCTyBaHHA NOTPEOYOTb NOACHEHHSA NiKapeM-KOHCY/IbTaHTOM.

® Pe3yibTaT «KHU3bKUIM PU3MK» BKA3YE HA HWU3bKY MMOBIPHICTb TOrO, WO NJi4 MAE XPOMOCOMHI aHOManii Ha AKi
NPOBOANIOCE TECTYBAHHA, afle HE € rAapPaHTIED HOPMAJIbHOMO XPOMOCOMHOMO CTaTycy nioga Ta HapoAXKeHHA
340P0BOI AUTUHMU.

® Pe3ybTaT «BUCOKMA PU3MK» BKA3YE HA MNiABMLLEHY MMOBIPHICTb TOFO, WO Y NA0AA € BKa3aHa XPOMOCOMHaA
aHoManina, Ta € MOoKasaHHAM ANA AiarHOCTUYHMX AOoCAiAXKeHb (amHioueHTe3 abo 6ioncia BOpcUH XxopioHa 3
noAanblMm AOCNIgKEHHAM OTPUMAHOIO MaTepiany 3a/1eXKHO Bif CTaHY, 32 AKUM BUCOKUN PU3UK).

® |CHYE MMOBIPHICTb TOTO, WO AKICTb 3pa3Kka byae HeAOCTaTHS A1A aHanisy 3 NPUYMH HU3bKOI KinbkocTti AHK
nnaueHTn (HedoctaTHa deTanbHa ¢paKLisa), remosnisy 3paska KpoBi, 0CO6/JMBOCTEM TPaAHCMOPTYBAaHHA Ta
6ioiHpopmaTMUHOro aHani3y. B TakMx BMMNaZLKax peKoMeHA0BaHO nepe3abip 3pa3Kka KPoBi He paHille Hix yepes 14
AHiB Big neploro 3a6opy. AKLLO NOBTOPHMI 3PA30K TEXK HE AaB Pe3y/ibTaTy, MatoTb 6YTU PO3FAAHYTUMM A0AATKOBI
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MeToAN obcTexkeHHA — ekcnepTHe Y3[l nsioda, OUiHKA PU3UKY YCKNadHeHb BariTHOCTI Ta BignoBigHe
KOHCY/IbTyBaHHA. dPaKTopaMn PUSUKY HEOTPUMAHHS Pe3y/bTaTy €: Majuii TEPMiH BariTHOCTI, HaaMipHa Bara,
NiKYBaHHA npenapaTtamu renapuHy Ta iHwi. O6roBopiTb ix 3 Bawnm KOHCY/IbTaHTOM.

YXOAHE HE3BOPOTHE PILUEHHA LLOAO BATITHOCTI HE MOBUHHE NPUAMATUCH TINIbKU HA MIACTABI
PE3YNIbTATIB CKPUHIHITOBOI'O TECTY PANORAMA.

O6MmerKeHHA Ta PUSUKU TecTyBaHHA: Xouya Lel CKPUHIHroBuii TecT BUABUTb Ginbuwictb (99%) BariTHocTei 3
aHOManiAMM, ANA AKUX BiH NPU3HAYeHUI, BiH He MOXKe BMABUTU abBCONIOTHO BCi BariTHOCTI 3 TakKumwm
NopyLEeHHAMMU. Pe3ynbTaTh LbOro TECTY HE BUKAOYAOTb MOMK/IMBOCTI iHLUMX aHOMAIN AOCNIAXKYBAHUX XPOMOCOM,
a TAKOX BiH He BMAB/AE AaHOMANIN XPOMOCOM MO3a AOCAIAXKYBAHUM NEPENIKOM, iHWWUX FEHETUYHMX NOPYLUEHD,
BpOAXKEHUX AedeKTiB abo iHWMX YCKAa[HEHb, AKI HE CTOCYOTbCA AaHOro TectyBaHHA. MpubansHo 1-2 % Bcix
BariTHOCTEM MaloTb OOMEXKEHMI NNaueHTapHUA MO3aiuM3M — CUTyalilo, B AKiM naaueHTa MIiCTUTb KAITUHM 3
XPOMOCOMHOIK aHOMAJIiEl0, B TOM Yac AK NAiL4 MAaE HOPMANbHUIA XPOMOCOMHMI Habip, abo Hasnaku. Lle o3Havag,
WO iCHYE MMOBIPHICTb TOrO, WO XPOMOCOMHMI CTaTyC Njaoga mMoxKe He 36iraTucb 3 XPOMOCOMHMM CTaTyCOM
nnaueHtTM. Tomy He BCi NO3MTUBHI pe3ynbTaT TecTy Panorama 6yayTe niaTBepAMKeHi AiarHOCTUYHUM
focnigeHHAM. PigKko, ane geaki ctaHM MOXKyTb BYTM NPUCYTHIMM Y CaMoi BariTHOI (KNTUHM 3 pisHUM Habopom 3a
CTaTEBMMM XPOMOCOMaMM, AesKi nepebynosm xpomocom abo aeneuia 22q11.2).

AnbTepHatuBHi_aii. Kpim TectyBaHHA Panorama TaKOXK iCHYHOTb iHWIi BapiaHTM CKPMHIHIY, AOCTYMHI nig 4ac
BariTHOCTI, AKi MOXHa 06roBopMTK 3 BalMM Nikapem. AKWo Bu 6arkaeTe abo notTpebyeTe oaeprKaHHA NepeKoHANBOI
iHpopMaLLii 040 XPOMOCOM NN0AA, MOXKANBE BUKOHAHHSA iHBAa3MBHMX AiarHOCTUYHUX Npoueayp, Takux AK bioncia
BOPCUH XOpioHa abo amHioLeHTE3 i3 NOAa/IbLUIMM FreHETUYHUM AOCNIAKEHHAM OTPUMAHOIo maTtepiany.

3AMBA LLIOA10 IHPOPMOBAHOI 3roin NALIIEHTA

Al npounTana/meHi NpoYnTaNM BMLLEBKa3aHy iHPOpPMaLLilo NPO NPOBEAEHHA NPeHaTaNbHOro CKPUHiHry Panorama.
A mana 3amory o6roBopMTN 3 MOIM KOHCYNbTaHTOM HaAiliHICTb pe3ynbTaTiB TeCTyBaHHA Ta piBeHb BMEBHEHOCTi B
TOMYy, WO pe3ynbTaT TeCTy BUCOKOro PU3UKY ASiA MEBHOrO 3aXBOPHBAHHA 3aCTOCOBYETLCA AJ1A MPOrHO3YBaHHA
TaKoro 3axBoploBaHHA. lepen HagaHHAM MOEI iHPopMoOBaHOI 3roaM y mMeHe 6yna MOMKAMBICTb NOCTaBUTU
3aNUTaHHA CBOEMY NiKapto/KOHCYAbTaHTY LWOAO LbOro TECTY (BKIOYAOUM HAAIMHICTb pe3ybTaTiB TeCTY, PU3MKK Ta
anbTepHaTMBMK), Ha AKi A OTPUMaNa BiANOBIA, WO MeHe 3aa0BinbHUAK. A npowwy i ao3sonato MJ1 CSD npoTtecTyBaTtu
Mili 3pa30K (3pa3Ku) Ha HasIBHICTb XPOMOCOMHMX NOpyLleHb abo iHWKWX CTaHiB, 3aNeXKHO Bif 0OpaHoOro TUMNy Tecty
Panorama Ta ocobsnBocTelr MO€i BariTHOCTI. i po3ymito, WO MignncaHHA Liei popmn € MOo€e iHGOPMOBaHOO
3rofo0 Ha NpeHaTajsbHe TecTyBaHHA Panorama.

Mianwnc nauieHTa [aTta

MNpi3BuLEe, iMm’'a APYKOBAHUMM NiTEPAMM

Mignuc Ta MNpi3BuLe BiANOBIAANBbHOrO peecTpaTopa /
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