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AHANI3 TEHOTUNA [ONMKEH NPEAJIATATbCA BCEM JINLLAM C TEMOOUJIEN U
YNEHAM NX CEMEW XXEHCKOI O MOJIA, HAXOAALWMNMCA B «TPYNME PUCKA».

B Kakunx aly4yadax NoKa3saHoO reHeTn4YecKoe TGCTI/IpOBaHI/Ie?

)

[na onpegeneHusa [lna nocTaHOBKM [na nporHo3nposaHusa [na BbiABNEHMA [na npoBegeHusn
cneuunounyeckon AmnarHosa B TpyaHbIX pVCKa BO3HUKHOBEHNA PKEHLUMNH-HOCUTENbHNL, npeHaTanbHOM
reHeTM4eckon myTaumm cnyyanx UHIMOUTOPOB ONArHOCTMKK

HanpaBneHme Ha reHeTn4yeckoe tectmpoBaHmne

4 1 1 NMopgospeBaeman MM yctTaHOBJIEHHanA 4 1 2 O6nuraTHble HOCUTENbHULbI remod)vvlnvm
ene remodununs ene " POACTBEHHULbI INL C remodunvein ns
TecTnpoBaHue C Lenbio onpeaeneHns «rpynnbl pucKa»
cneundryecKom reHeTnYeCcKor Bapraunm TecTupoBaHwme C Lenibio onpeaeneHnsa y HuxX

paHee BbIABNEHHOWN reHeTNYeCkom
Bapmaunu B reHe F8 nnn F9.

MNMepepn HATMPABJIEHUEM Ha reHeTU4YeCcKOe TeCTpPOBaHMe:

4 1 5 DeHOTUNNYECKNIA CKPVIHVIHT:
ene yposHen FVIII nnu FIX, onpegeneHune aHTnreHa ¢paktopa Bunnebpanga (VWF) un aktusHoctr VWEF,

+

4 1 6 FeHeTMUYecKoe KOHCYNbTMPOBaHMe (MPOBOAMMOE A0 U NOC/e TECTVPOBaHMA KOHCY/IbTaHTOM-reHEeTUKOM —
ene npu ero HaANYUKN) ANA pasbACHEHNA:
3KCMepUMEHTasbHbIX MPefenoB pe3ynbTaToB MOMEKYNSPHOIo NCCef0BaHMSA; BEPOATHOCTM ClyYaHbIX
06Hapy»keHU; nofyyeHns NHGOPMUPOBAHHOTO coracus; obyyeHuns

PYKOBOACTBO BOr MO JIEYMEHUIO TEMOOUIINU 3-E U3AAHUE




ana MEANLUUNHCKUX PABOTHUKOB

Mmasa 4 TEHETUYECKAA OLIEHKA

Moaxop K reHeTnyecKomy TeCtTMpoBaHMIO I'EMOd)I/IHI/II/I

nonospesaemaﬂ nnn
yCTaHOBJ/IeHHasA remopunna y
HyneBoro naluneHTa
I
OnpegeneHue KIMHNYECKoro GeHoTuma

%

ba3oBblil peHOTUNNYECKNI

{ {

Taxénaa unm ymepeHHasa
remopunusa A

(MMHVIManbHbI OCTaTOYHbIA ypoBeHb FVIII Ha
HWXHEN rpaHyLie AManasoHa) |
| TMOMHbIN reHETUYECKNIA CKPUHUHT F8 T

JIérkaa unu ymepeHHas
remopunua A

|

Jlérkan, ymepeHHasa nunu
TAXKEnaAa remodpunua B

I
TTOMHbIN TeHETUYECKNIA CKPUHUHT F9 T

F8.22 — CayzepH-6n0TTviHr nav MUP (annHHbIX l ‘

YPOECHE ¢a KIopa (bparmMeHToB NGO NHBEPTUPOBaHHAA)

Koarynauum £8.1 = NUP (aynnekcHasa nbo NHBEPTUPOBaHHAA)
FeHeTNYeckoe AHanuns nHBepPCNN UHTPOHa 22 @ CKPVHVHF MasibiX Bapnaumin*

KOHCYNbTpOBaHMNe N MHTpoHa 1 reHa F8

(8o TecTMpoBaHwi) @

|
CemeliHas reHeTnyeCKan Bapuauna
n3pecTHa C .
LinA 06nMraTHbIX HOCUTENbHNLY CMEVIHAR TEHETMHECKAR CKPUMHMHT Ha Bapnaumio Yncna konui (BYK)**
reMOGUNNM U KEHLMH U3 «TPYNMbl PUCKa» Bapnayma HemssecTHa

Bapuauumv B reHe F8 unm F9

TecTnpoBaHue reHeTUYECKON I @

CKPUHMHT ry60KNX MHTPOHHbIX Bapnaumii®

NMoBTOpHOE reHeTUYECKOE TeCTUPpOBaHNe
ANA NOATBEpPXAeHUA pesynbTaTa @

PaccmoTpeTb BEpOATHOCTb

UccnepoBaTb BO3MOXKHOCTb Apyrnx
Mo3anynusma

noTeHuynaabHbIX AUarHo3oB

FeHeTnYecKoe KOHCYNIbTUPOBaHMNe
(nocne TecTMpoBaHuA)

1B 3aBUCMOCTN OT MMEIOLLMXCA PECYPCOB MOMHbIN FreHETUYECKNI CKPUHUHT F8 nnn F9 fenaioT metogamu MNLP 1 cekBeHnpoBaHus no CeHrepy IM60 MeTOOM CEKBEHUPOBAHWSA ClIeAYIOLLEro NOKoNeHUs
(CCI) pna onpepeneHns MUCCEHCHBIX, HOHCEHCHBIX, CANT-CMNANCUHIOBBIX BapyaLni, Manbix 1 60NbLINX Aeneuuit, Aynankaumii n nHcepuuin. Ecnm pecypcbl orpaHnyeHbl, nepes cekBeHMpPOoBaHUeM no
CeHrepy nabopaTtopuun MOryT NPYMEHATb SKOHOMUUHBIN CKPUHUHT. *Manble BapraLuvy BKIOYatoT B ce6A OAHOHYKNeoTnaHble Bapnaumm (OHB) 1 Bapuauun Manbix MHCepLMIA, ByNan Kauum uav Aeneumum c
MOKpbITUEM BaXXHbIX obniacTelt F8, B TOM uncnie 26 3K30HOB (8 Cs1y4ae 2emogpunuu A), nnm xe F9, B TOM uncie 8 3k30HOB (B ciyuae remodunum B); rpaHuUL SK30HOB/MHTPOHOB 1 HETPAHCIMPYeMbIX obnacTeit
5'n 3'. **Bapuauunn uncna konun (BYK) BkitouatoT B ceba KpynHble geneuuu, Aynankaumum unm cnoxHble nepectpoiiku F8 (mpu remodunum A) unn F9 (npu remopunum B) Metopabl CCM u CMT moryT 6biTb
MCMONb30BaHbI, HO TONLKO NOC/E TOro, Kak bYAET YCTAaHOBNEHO, UTO TaKIe METOAbI CMOCOBHbBI 06HAPYXUTb CTPYKTYpPHble Bapuauumn. OcHoBaHo Ha PekomeHpaumm 4.2.

CCI, cekBeHupoBaHue crefyiouiero nokonenus; MLP, nonnmepasHas LenHas peakums; OHB, oguHOYHbIe HyKneoTuAHble Baprauun; BOB, 6onesHb poH Bunnebparaa; CIT, cekBeHNpoOBaHMe NOMHOrO
reHoma

</ AHanus reHOTUNa AOXKEH NpearaTbCA BCEM JIMLIAM C reMOopUIMEN U UNleHaM X CEMEli )EHCKOTo Nona,
HaxoAALMMCA B «rpyrne prcKa.

\/ leHeTnyeckoe KOHCYJIbTpOBaHMe nny C I'EMOd)I/IﬂI/IEIZ N YNEHOB NX CEMEN — BaXKHOe Tpe6OBaHI/|e ana
npoBegeHnA reHeTnYyeCKoro TeCtTupoBaHunA.

</ JlabopaTopuu reHeTMuecKomn AMarHoCTUKM JOMKHbI CTPOFO C/IEA0BATH NMPOTOKOJIAaM U MPoLeaypam 1
NPOXOAUTbL NEPUOLMNYECKYIO aKKpeanUTaLuio.

\/ MHTepl'IPETaLI,VIFl Pe3yNnbTaTOB reHETNYECKOIo TeCTUPOBaAHUA JONKHA MPOBOANTLCA CneunanncTtamu,
nMerwnmmn 3HaHNA n I'IpOd)ECCVIOHaﬂbeIe HaBbIKW B 00/1aCTV FeHETUKM FEMOd)VIJ'II/II/I.

\/ BaxHbIM yCcioBUEM NpeaoCcTaB/IEHNA yCnyrn reHeTMYeCKOWN AMarHOCTUKIN ABNAETCA BO3MOXHOCTb
O6CY)KA€HI/IF| reHeTn4YeCKnx pe3ysibtTaTtoB Mexxay Ha3HauynBLWMM aHann3 BpavyoMm 1 BbIMOJIHUBLLMM €ro
nccnenoBartesiem.

O6pasoBaTenbHble MaTepuanbl 6binv cocTaBneHbl 6narofgapa noaaepKke opraHnsaunn «femopunus - AnbaHC».
C pononHuTenbHon nHdopmavmeii no «Pykosoactsy BOT no neueHmio remodunmm» MoxxHO 03HaKoMUTbCA Ha canTe: www.WFH.org/TGResourceHub
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