@MedRoche Q

ImaBHas 3a6oneBaHun Mpenaparsbl Meponpuatua Cepsucel MHHoBaLun INNO-MYNbC

[lnarHocTtrka nporpeccupyoLem
MblLLEYHOW OnCTpOodUM [IoweHHa

PaHHAA AMarHoCcT1Ka MblleyHon anctpodun foweHHa (M) ABNAETCA XM3HEHHO BaXXHOW A/1A CBOEBPEMEHHOrO
NpOoBeAEHVA MEAMLIMHCKNX BMELLATENLCTB M 3GGEKTUBHOIO KOHTPONA 3abonesaHna. [uarHoctuka ML Bknovaet
NpoBeaeHve KNIMHUYeCKnx 06CneaoBaHnin U reHeTMYECKOro TECTUPOBAHWA, U3yYEeHMNE CEMENHOIO aHaMHe3a, a B
HEKOTOPbIX CNyYanAx — elle U NpoBeAeHMe Bruoncum MuiwL,. JuarHOCTUYECKM anrOpUT™ COCTOUT U3 CRELYIOLMX
3Tanos:

* KnuHuuyeckoe obcneposanue. M1 cnenyet nogospesarb y MabyMkoB, XOAALLMX HA HOCOYKaX, C 3aAePXKKOM
MOTOPHOrO Pa3BUTUA, MbILLIEYHOW CNABOCTLIO, CUMNTOMOM [0OBepcCa, rvnepTpoduern MKPOHOXHbIX MbiILLILL 11
APYrMMUN XxapakTepHbIMU NprdHakammn'?, KpoMe Toro, y Takmx NauyeHToB MOryT HabMtoAaTbCA KOrHUTUBHbIE
HapyLLEHWA 1 3a1epXKa PEYEBOro Pa3BUTHA®.

* Cb6op ceMeNHOro aHaMHe3sa. Y naumeHToB C KNMHuYecknmm npmsHakamm M1 Heobxoammo cobpaTb
NOAPOGHbLIN CEMENHBI aHAMHES.

* /IaMepeHue ypoBHA CbIBOPOTOUHBIX pepMeHTOB. Y naupeHTos ¢ M [l MoxeT HabnonaTbCA NOBbILLEeHNE YPOBHA
B CbIBOPOTKE KPOBU Takmx GEPMEHTOB, Kak anaHWHaMnHoTpaHcdepasa, acnaprataMmHoTpaHcdhepasa,
nakTataermaporeHasa u kpeatuHkmHasa. OfHako NOBbILWEHHbIV YPOBEHb anaHUHaMnMHOTpaHchepassl,
acnapraraMvHoTpaHCchepasbl 1 nakTaTaernaporeHasbl Takxxe MOXEeT BCTPeYaTbea y NaLMeHTOB C HapyLleHneM
dYHKUMM NeveHw. NoaToMy pesynbTaThl 3TUX aHaNM30B He ABNAIOTCA NOATBEPXAeHMeM anarHosa ML

* M3MepeHue ypoBHA cbiBOPOTOUHOM kpeaTtuHkuHasbl (KK). KK ABnAeTcA MapkepoM NoBpexaeHWA MbllL’, vy
naumneHTtoB ¢ M1l yposeHb atoro pepmenta B 10-100 pas npesbiwaeT HopMy®. MNauvertam ¢ ML B ceMenHoM
aHaMHe3e HaCTOATENBHO pekoMeHayeTca namMepATb ypoBeHb KK. Moyt y 10 % XeHUmH — HoCUTENbHUL,
3ab0oneBaHNA OTMEYaeTCA NOBLIWEHHLIN ypoBeHb KK®.

* leHeTnyeckoe TecTupoBaHue. [poBeAEHNE NTEHETUYECKOrO TECTUPOBAHMA PEKOMEHAYETCA MPU NOA03PEHNUM Ha
M. 3ToT aHann3 NPOBOAMUTCA METOIOM MyNbTUMNEKCHON NUrazo3asncumorn aMmnnndmkaummn [JJHK-3oH00B
(MLPA) vnn MeToiOM CpaBHUTENBHOM FrEHOMHOM rMbpuamnsaumm Ha ymnax (aCGH), 4to no3sBonAeT 06HAPYXMTb
3K30HbI C fieneuyaMy unm gynnukaumamm®. Opuarto3 ML MOxHO NoCTaBWTh B TOM CrlyYae, eCnv pesynsrarbl
MLPA nonoxwurenbHble 1y NauyeHTa COOTBETCTBYIOWMI GeHOTUM. ECnm pesynbraTtbl aHanmnsa oTpuLatensHble,
NPOBOAMTCA CEKBEHMPOBAHME FEHOB C LIebIO BbIABMNEHNA HEBONBLLINX AeNEUMA/ayNANKaLmi U TOYEYHBIX
MyTaLnn®.

* Bbuoncua Mbiwwbl. 3TO MHBA3MBHOE AMArHOCTMYECKOE UCCNefOBaHME. Broncua MblliLbl NPOBOAMTCA B TOM
Cny4ae, eCnv B X0fe reHeTUYECKOro aHamsa MyTaluymn 0bHapyXeHbl He OblIn, OAHAKO Y NauneHTa 0TMeYaeTCA
BbICOKMM ypoBeHb KK, a Takxe npusHaku 1 CUMNToMl, xapaktepHble ana ML, ViccnenosaHue buontara
NPOBOAMTCA MMMYHOIMCTOXMMUYECKUM METOAOM UM METOAOM BECTEPH-BNOTTUHIA C LIENbIO BbIABNEHWA AeduumTa
amcTpoduHa®. Y naumentos ¢ M ypoBeHb ANCTPOGUHA HU3KMI UK He onpeaenaeTca’. Mpu n3yyeHnn
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6uonTata MblLLbl nauneHTa ¢ ML ¢ noMoubo ONTUYECKOro MKPOCKONa OTMeYatoTcA ANCTpoduyeckmne
M3MEHEHWA C HEOAHOPOLHON CTPYKTYPOM MBILLEYHOM TKaHW, HEKPO3, pereHepaLma MblleYHbIX BOOKOH U1
yBenMYeHme TONUWMHbI SHAOMU3NA — XMPOBOI COEAMHUTENBHOMN TKaHW™,

dnektpomuorpadua (AMI). SMI" no3BonAeT BbIABUTL MUOMATUYECKME U3MEHEHNA, OHAKO CKOPOCTb
NPOBEAEHMA UMMYIbCOB MO MOTOPHBLIM 1 CEHCOPHBLIM HEPBaM NP 3TOM MOXET BbITb B HOPME. TakMM 06pasoM, 3TO
nccnenoBaHne He NO3BoNAET NOATBEPAMTL Hannyme M °.

Kapaunonoruyeckuin ckpuHuHr. CornacHo KnnHMYeCckuM pekoMeHLaLyAM Kaparonoruyeckoe obecneaosaHme
cnepyeT NPOBOANTL NPU NOCTaHOBKe AnarHoza ML, kaxable ABa rofa A0 AOCTUXEHMA NaLMEeHTOM BO3pacTa
10 ner, a 3ateM exerogHo®. Y geten ¢ M1 MoryT BCTpeyaTbCA CEPAEYHO-COCYANCTbIE HAPYLIEHNA, KOTOPbIE Ha
paHHVX CTanAx 3aboneBaHnA NPoABAAIOTCA B M3MeHeHwnAx Ha IKI.

NccneposaHue pyHKUUU nerkux. Mayuenne apixateibHOM GyHKLMM OYEHb BaXKHO AJ1A OLEHKM 3GEKTUBHOCTY
NPOBOAVMbIX TEPANEBTUYECKMX BMELIATENBCTB 1 NPOrHO3MPOBaHWA TeYeHnA 3abonesaHna. iccnenosaHve
dyHKUMK nerkmx npu ML BkMoYaeT n3MepeHne MakCuManbHOro AaBeHNA Ha BAOXE U BbILOXE AJ1A BblABNEHUA
CnabocTu AblxaTeNbHbIX MbILULL, M3MepeHne 0bbeMa Nerkmnx v CmpoMeTpuio®.

MpeHaTanbHOE reHeTuYeCcKoe TeCTUpPOBaHMeE. bepeMeHHbIM XeHLIMHaM ¢ puckoM pa3sutva My nnoga
cnepyeT NPeanoxXunTs NPOBECTY HEMHBA3UBHYIO NPOLEAYPY ANA ONpeaenenna nona nnoga. Ecnv nnoa Myxckoro
nona, To HEOHXOAMMO B3ATb Ha aHaIU3 BOPCHHbEI XOPMOHA UM OKONOMNOAHYIO XNAKOCTh ANA BLIABNEHNUA
BO3MOXHbIX MyTaLMI B reHe anctpodumHa'’.

CKpUHUHT HOBOpOXAEeHHbIX. OH NpefycMaTpuBaeT n3mepeHmne koHueHTpauum KK 8 cyxon kanne kpoeu. Ecnu
koHLeHTpauma KK B obpasLie noBbilleHa, To ANnA noaTBepXxaeHna anarHoda M npoBoaAT aHann3 Ha Hannyne
MyTaLit B reHe aucTpoduHa'>.
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