INVITRO

®PNo
Mon: My
Bospacr: 52 ropa
NH3: 999999999
[aTa B3aTus1 obpasua: 07.07.2022
[JaTta noctynneHuns obpasua: 07.07.2022
Bpau: 30.07.2022
[aTa neyaTtu pesynbTaTa: 30.07.2022
NccnepoBaHue PesynbTat KoMMeHTapwui
MuToXOHAPWanNbHbIE CM.KOMM Jeneunii n aynavkaumin MutoxoHapuansHon AHK, a Tawke
3aboneBaHus, KOMMIEKCHas MyTaumii 3243A>G, 3460G>A, 8344A>G, 11778G>A, 14484T>C,
AMArHOCTUKA: MUTOXOHAPWanbHas 8993T>G obHapy>eHO He 6bino.

Pe3ynbTaT NpunaraeTcst Ha OTAe/bHOM 6/aHKe.

BHuMaHve! B aneKTpoHHOM 3k3eMnnspe 6/1aHKa Ha3BaHUE UCCNEN0BaHNS COAEPXMUT CCbISIKY Ha CTpaHuULy canTta
http://www.invitro.ru/ ¢ onucaHnem nccneaoBaHus.

PesynbTaTbl NCCnenoBaHniA He SBMSOTCS AnarHo3om, Heobxoamma KOHCY/1bTauuda creunanncra.
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Onucanmne PE3YJIbTATOB UCCJICAOBAHUA
MH3 999999999

®.1.0., 1970 1. p., o6cnenoBaics B OO0 «HezaBucumas nadoparopusi UHBUTpO»
C IIEJIBIO BBISBJICHUS] MUTOXOHIpHabHbIX 3a0oneBanuii (MELAS, MERRF,
HaciencTBeHHas opranbmoruerus, c-M Kepuca-Ceiipa, neliponatust JleGepa).

OmnpeneneHne HATUMYUS YACThIX MyTallMii MUTOXOHAPUATILHOTO TeHoMa (Tipoduiib No
77704).

Mumoxonopuanshsie 3a001€6AHUA KIUHUYECKU NPEOCMAGIAION COOOU 2eMepoceHHYI0 2PYNNY COCMOSHUL,
PA3BUBAIOWUXCSL 8 CBA3U C HApYULeHUeM Pabombl (hepMeHmo8 ObIXamenbHoU yenu MumoxoHoputl. Hapywenus mozym 6vimo
CBA3AHBL KAK C MYyMAYUsaMU, NOAGTAIOUWUMUCS 8 AOEPHBIX 2eHAX Yel08eKd, MAK U ¢ Mymayuamu 6 mumoxonopuanvtou JJHK
(mm/{HK). Haubonee uacmo nabrwooaiomes nogpedicoenusi mmIHK, xomopweie Xxapaxmepusylomcsi RpOMANCeHHbIMU
Oeneyusamu u OYNIUKAYUAMY, A MAKHCce modeunvimu mymayusmu (vawe ececo 3243A>G, 3460G>A, 8344A>G, 11778G>A,
14484T7>C).

Mumoxonopuanshsie 3ab0n1esanus mocym manugecmupogams 6 106om ospacme. [[0801bHO YACMO KIUHUYECKUE
NposGNeHUs MUMOXOHOPUAIbHBIX 3a001e8aHUll MO2Ym noonadames nood cneyuguueckue curnopomsl: MELAS-cunopom
(MUMOXOHOPUAbHASL MUONAMUSL, IHYEPAIONAmus, JaKmam-ayuoo3, UHCYIbMOnoooobHble 3nu300vt), MERRF-cunopom
(MUOKIOHUYECKAST HNUTeNCUS, ACCOYUUPOBAHHASA C NOPBAHHBIMU KPACHbIMU B0JOKHAMU), NPOSPEeCcCUpyioujas Hapy*CHAS
ogpmanvmonnezus, cunopom Kepuca-Ceiipa, cunopom Jles, Helipocennas ciabocms ¢ amakcuetl U RUSMEHMHbIM
pemunumom. QOHAKo 0080IbHO MHO20 KIUHUYECKUX CLyYAe8 MUMOXOHOPUATbHBIX 3a001e6aH ULl He NOONAOAOm HU NOO OOHY
U3 NEPEeHUCTICHHBIX KAME2OPULl, UMesl NePEeMENCAIOUUTICS. CHEKMP NPOSGNEHULL U CUMNINOMO8, YMO 803MONCHO ODBACHAENCS
ecemeponaasmuen mymayuti 6 vim/IHK (eapuayus xoauvecmea «MymaHmHuIX» MUMOXOHOPULL 8 0OHOU KllemKe).

Yacmeimu — KIUHUYECKUMU — NPOSIBNIEHUAMU — MUMOXOHOPUAIbHBIX — 3a00ne8anuti  AenAiomcs  Oredpaponmos,
ogpmanvmonnezus, NPOKCUMATbHASL MUONAMUS, KAPOUOMUONAMUSL, HEUPOCEHCOPHASL My20yX0Cmb, ampous 2la3H020
Hepea, NUSMeHMHAs pemuHoOnamus, SHyegaronamus, cyoopocu, OeMeHYus, MUSpeHb, UHCYIbMON0O0OHbIe INU300bI,
amaxcus, CHACMU4HOCMb.

Mymayuu ¢ mm{HK mocym nepedasamvcs no mamepunckou aunuu. Ipu namuuuu mymayuii ¢ mmIHK myorcuunvl
puck nepedauu abeppayuu demsam omcymcemeyem. eneyuu ¢ mm/JHK uawe ecezo gosnuxaiom de novo (eduncmeenHwiil
cyuail 8 cemve), moeoa KaxK moyeyHvle abeppayu u OYRIUKAYUU YACMO Nepeo0aroncs no MamepuHcKo TUHUU.

IloJsry4yeHHbIE pe3yJbTAThl HCCJIEI0BAHMS

Ne Ha3BaHnmue Tecra Hosy4yeHHbIH

pe3yJbTar
1. Jenenuun mutoxonapuanbHon JIHK He BuIIBICHBI
2. Jynnukannu mutoxoHapuanbHon JIHK He BuIIBICHBI
3. | Myrauus 3243 A>G mutoxonapuainsHoit JJHK He BbIsiBIEHBI
4. | Myrtanus 3460G>A mutoxonapuaibHoit JIHK He BbIsiBIIEHBI
5. | Myranus 8344 A>G mutoxonapuansHoit JIHK He BbIsiBIIEHBI
6. | Myramus 11778G>A muroxonapuanpaoi JJHK He BbIsIBIIEHBI
1. Mytanus 14484T>C mutoxonapuanbHoit JIHK He BuIsIBICHBI
8. | Myranusa 8993T>G muroxonapuansaoit JIHK He BbIsiBIIEHBI

Takum oOpazom, yacTpie MyTanun MUTOXOHApUaabHOi JIHK He BbIsIBJIEHBI.
[Tomy4yeHHBIN pe3yJIbTAT 3HAYUTEIIBHO CHUXKAET BEPOATHOCTh MUTOXOHIPUAIBHBIX
3a00JI€BaHUM, CBSI3AHHBIX C MYyTallMSIMU B MUTOXOHAPHAIBHOM TeHome. OJIHako, B



peNKHX ~Cciay4dasX MyTalMkd MOTYT OOHapyXHUBaThCS B  JAPYTUX  PETHOHAX
mutoxoHapuaneHoit JIHK, a Takke B SAEpHBIX TreHaX, PEryIHpyrOIHMX padoTy
MUTOXOHIPHM, KOTOPBIEC HE aHAIM3UPYIOTCS B JAHHOM TECTE.

Eciu ecth ocHOBaHME MpennosaraTh HaJW4YMe€ HACIEACTBEHHOIO 3a00JieBaHUS,
1eJIeCO00PAa3HO PELIUTh BOIPOC O MPOBEIECHUU CEKBEHUPOBAHMSI MUTOXOHJPUAIBHOTO
IE€HOMA, WJIA 3K30MHOT'O CEKBEHHPOBAHUS, IO3BOJIAIOIIETO ITPOBECTU OJHOBPEMEHHBIN
MOMCK MyTalMil B OOJBIIOM YHKCJIE TE€HOB, B TOM YHCJIE SIEPHBIX T€HOB, PETYIHPYIOLIUX
paboty mutoxoHapuii. B OOO «He3aBucumass naboparopuss UHBUTPO» nannoe
WCCIICIOBAHNUE B HACTOSAIIEE BPEMsI HE IPOBOJIUTCS.

K.m.H., Bpau-reHeTuk MLII. / IToanuck Bpaua



