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MUTOXOHApHUaTbHOrO mutoxpoma B (MT-CYB) ¢
TIOMOIIBIO METOAA AUCKPpUMHUHALMHU ajuteret TagMan.
[Ipu obHapyxenun renotuna CC nmoauMophHOro
BapuaHTa rs527236194 rena MT-CYB nporso3upyor
PUCK  pa3BUTHS HMIUMONATHYECKOTO  MY>KCKOTO
OecrionMsi B BUJIE OJMIOACTEHOTEPATOCIIEPMUNHI
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the MT-CYB gene is detected, the risk of developing
idiopathic male infertility in the form of
oligoasthenoteratospermia or asthenoteratozoospermia
is predicted.

EFFECT: method provides increased accuracy of
infertility prediction by expanding the types of
pathologies to be detected: oligoastenoteratospermia
and asthenoteratozoospermia.
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N300peTeHre OTHOCUTCS K MEAULMHE, & UMEHHO K aHJIPOJIOTHU, PETPOIYKTOJIOTUN U
TE€HETUKE, MOXKET ObITh UCIIOJIB30BAHO JIJI1 yTOYHEHUS IPUYMH MY>KCKOT'O OECIUIOIUS, & TAKKE
nporHo3a ucxoza npoueaypbl IKO/MKCH B KJIMHUKAX BCIOMOTATENbHBIX PEPOIYKTUBHBIX
texHoaoruti (BPT).

B nocneanue aBa necsTUIIETUS] HAOMI01aeTCsl SKCITOHEHIMAIBHBIA POCT UCCIIeIOBAHMIA,
MOCBSIIEHHBIX PA3JIMYHbIM ACIIEKTAM PENPOJAYKTUBHOTO 310POBbs My4MH [Baskaran S. et
al., 2021]. YBenuueHnue citiyyaeB O€CIUIONMS, COMTPOBOXKIAOIIETOCS CHUKEHUEM KauecTBa
CriepMbl, OOBSICHSIET TOBBIIIIEHHBI UHTEPEC HAYYHOTO COOOIIECTBA K ATOM mpobiieme 1ist
TTOMCKa OCHOBHBIX ITPUYMH U pa3paboTKH 3(PPEeKTUBHBIX BAPUAHTOB ITPOPHITAKTUKHU U JICUCHUS
[JTe6enes I'.C., 2019; Houston B. et al., 2021]. My»xckoe 6ecriioaue - MHOrodakTopHas hopma
MaTOJIOTMH, BKJTFOUAIOIIAs IIMPOKUI CIIEKTP paccTpoicTB [Aitken R., 2020; [Tasios B.H. u
1p., 2020]. B GonbpImMHCTBE ClTydaeB MPUYUHBI CHUKEHUS (DEPTHUIIBHOCTH Y KOHKPETHOTO
ManyMeHTa OCTAIOTCS HEU3BECTHBIMU U, 110 PA3JIMYHBIM OLIeHKaM, oT 20 10 75%
JIMaTHOCTUPOBAHHOT'O MY>KCKOTO OECIUIOUS CUMTAIOTCS uaronaTuueckumu [Agarwal A. et
al., 2021]. OnqHUM U3 KPUTEPUEB TUATHOCTUKU MYKCKOTO OECIUIOAMS SIBIISIETCS aHAIU3
criepmorpaMmmbl [WHO laboratory manual for the examination and processing of human semen.
5th ed. WHO (Geneva), 2010. Vol.270; PykoBoactso BO3 1o uccnenoBanuio u 00padboTke
asikyJsiTa yenoBeka. Ilep. ¢ anrin. H.I1. MakapoBoti noa HayuH. pea. JI.®D. Kypuito. 5-¢ uzs.
M.: Uzn-Bo "Kanutan npunt”, 2012]. O1HaKO OH UMEET HETOCTATKH U HE BCETr/1a M0 JAHHOMY
aAHAJIM3y MOKHO OLEHUTH (PePTUIILHOCTD ManueHToB. HemoctaTku kiaccuueckoi
CIIEpPMOTPaAMMBI:

1. AHanM3 OCHOBAH JIMIIb HA BU3yaJbHOM UCCIIEIOBAHUU (PYHKIIMOHAIBHO-
MOP(]OIOTUYECKUX KPUTEPUEB CIIEPMATO30UIOB U HE JIA€T BOBMOKHOCTH BBISIBUTH
OMOXUMUYECKHE U TATOPU3UOIIOTUUECKHE HAPYIIICHUS B MY)KCKHX ITOJIOBBIX KJIETKaX.

2. UMeeT cyOBEKTUBHBIN XapaKTep, 3aBUCSIIMI OT Ja0OpaTOPHBIX HABBIKOB J1abOpaHTa.

3. Ot 30 10 50% ananM30B ClIEpMOrpaAMMBI COOTBETCTBYIOT KputepusiMm BO3, uTo He
MO3BOJISET BBISIBUTD MATOJIOTHUIO TTPU UAMOTIATUYECKOM OECIUIOANU Y MY>KUHMH.

MHorounciaeHHbIe JaHHbIe yKa3bIBatoT Ha posib MTIHK B pasBuTun natocnepmuu [Vertika
S. et al., 2020; Karimian M. et al., 2020; Park Y.-J. et al., 2021 u ap.].

N3BecTeH criocod mporHo3upOBaHUS pUCKA HAPYIIEHUN (ePTUIIHHOCTH Y MY>KUUH C
0XXUPEHUEM, BKITIOUAIOIIUI OTOOP BEHO3HOM KPOBH, TPOBEICHUE aJlIeIbCelupUIHOM
MOJIMMEPA3HOMN LEMHON PEAKIUU C UCTIONIb30BaHUEM (hITyOPECIEHTHO-MEUEHHOTO
OJINTOHYKJICOTUHOTO 30H/1a U aHAJIN3a KpUBOU TutaBiieHus. [1pu BeIsiBIIeHUM ajutess A
noJauMOpdHBIX BapuaHTOB 152414096 u rs749292 rena apomatasbl CYP19A nporHo3upyoT
PUCK HapylieHUs! GePTUILHOCTH Y MY>KUYUH ¢ oxkupeHreM [mateHT RU 2498314, 2013].

N3BecTeH criocod MoNEeKyIIpHON TMarHOCTUKU T€HETUYECKOTO PUCKA PA3BUTHS
OCJIOKHEHHH YPOTEHUTAJIbHON XJIaMUAUMHON MH(MEKIUY, TTPUBOISAIIMX K HAPYIICHUIO
PENPOAYKTUBHOM (DYHKIWH, Y YeITOBEKA, XapaKTEPU3YIOIIHICS TeM, 9To MeToaoM TP
onpenesstoT mommMopdHsie BapuaHThl reHOB IL6 1 TGFb1. [Tpu onpeneneHuyd roMO3UroTHOTO
reHotuna CC B no3uumu -174 rena IL6 y My»K4MH U 5)KEHILMH, a TAKXE '€T€PO3UTOTHOTO
reHotuna GC B no3uumu -915 rena TGFb1 y »keHIIMH, TPOTHO3UPYIOT BBICOKUN PUCK PA3BUTHS
OCJIO’)KHEHHOTO KJIMHUYECKOTO TEYCHUS YPOTCHUTATIBHON XJITaAMUIUHHON UH(EKIMY [[TATEHT
RU 2535724, 2014].

N3BecteH criocod mporHo3upoBaHUs MAMOTIATUYECKOTO OECTUIONUS Y MY KUUH,
BKJTIOYATOIIIHI OTTpe/Ie/IeHUe KOHLICHTPAIMU TEPMOCTAOMITBHOM KapOOKCHACTEPA3bl B CEMEHHOM
IJIA3ME METOJOM JIATEKC-arTJII0TUHALIMY B HaYalle UCCIIeIOBaHUs U uepe3 4-6 Henenb. [lanee
10 CyMMe€ KOHUEHTPALMI IBYX OITpeAesieHnH Bbliie 16,0 HI/MJI IPOTHO3UPYIOT UIUOTIATUYECKOE
Oecrmtoaue [matent RU 2697395, 2019].
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Hawnboiee 0113KUM aHATIOTOM M300pETEHUS SIBIISIETCS CITOCOO MPOTHO3UMPOBAHUS
HapyueHus: GepTUILHOCTH Y MY>KUUH B BUJIE ACTEHO300CIIEPMUH, 3aKITIOYAIOIINUICS B TOM,
YTO UccienyroT nepudepudeckyro Kpob. Ha Boiaenennoit uz aumdonuros JJHK
aMIUTUUIUPYIOT (PparMeHThbl TeHOB TIIyTaTuOH-8-TpaHcdepa3 M1 u P1. [1pu BeisiBIeHNN
oanoro u3 renotunoB GSTM1 0/0, GSTP1 B/B, GSTP1 B/C u GSTP1 C/C nporuo3upyooTt
PUCK pa3BUTHs acTeHO300cniepMun. Mcronib3oBaHue criocoda o3BoJIseT IPOBOAUTh PAHHEE
IIPOTHO3UPOBAHUE ACTEHO300CIIEPMUM B HAUAJIE PEIPOAYKTUBHOTO IIEPUOIA OHTOTEHE3A U,
COOTBETCTBEHHO, CBOEBPEMEHHBINM KOMIUIEKC MPOPUIAKTUUECKUX MepoTipusaTuii [mateHT RU
2314530, 2008]. HegocTaTKOM MPOTOTHIIA SIBJISIETCS TO, UTO OH BBISBIISIET TOJIBKO
JIMarHOCTUYECKHUE MAPKEPBI ACTEHO300CTIEPMUM (HU3Kas IOABUKHOCTD CIIEPMATO30MI0B),
HO HE IIPOTHO3UPYET PUCK PAZBUTUS UIMONIATUUECKOTO MYKCKOI'0 OECIUIOIUS TPU
OJIMT0300CHEPMUU (HU3KasI KOHUEHTPALUS )KU3HECTIOCOOHBIX CIIEPMATO30MIOB) U
TEPaTO300CIIEPMHUH (CIIEPMATO30UIBI C UBMEHEHHOM MOPQOIOTHEN).

3aaueit uB0OPETEeHuUs SIBIISIETCS pa3padoTKa Criocoda MPOrHO3UPOBAHUS UAMOTIATUYECKOTO
MY>KCKOT'0 O€CIUI0/IUsI HA OCHOBE BBISIBJICHUS] HAIMYUSI MyTallUii B T€HE MUTOXOHAPUATIBHOTO
muroxpoma B (MT-CYB) y 6ecriiofHbIX My>KUMH C aCTEHOTEPATO300CIePMUE U
OJIUT0acTeHOTepaTo300crepMueit. TeXHUUECKUii pe3yIbTaT TPU UCIOJIb30BAHUU U300 PETEHUS
- TIOBBIIIEHHE TOYHOCTH MPOTHO3a OECIUIONUS 33 CUET PACHIMPEHUS BBISBIISIEMBIX TUIIOB
MIATOJIOTHM: OJIMTOACTEHOTEPATOCIIEPMUU U ACTEHOTEPATO300CIIEPMHUHU.

[Tpennaraemslii crioco06 MPOrHO3UPOBAHUS UAMOTIATUYECKOTO MYKCKOTO OeCIiIoaus
OCYIIECTBIISIECTCS CIeAyomMM oopa3zoM. OOpa3siibl 35KyJIITa OIYyUatoT MyTeM MacTypoanuu
B CTEPWIbHBIN OJJHOPA30BbIi MJIACTUKOBBIN KOHTelHep. [Toce chopa obpasipl OCTaBIISIIOT
pazxukatbes mpu Temiepatype 37°C B teuenue 30 MunyT. Toranbayto reHomuyto JIHK,
coAepkKallyro MUTOXOHApUanbHy1o JIHK, BEIAENSIOT U3 criepMbl NaMEHTAa METOAOM
IKCTpaKIUU GEHOJIOM U XJIOPOHOPMOM.

OrnpenensitoT reHOTHUITBI TOJIMMOPGHBIX T0KycoB B reHe MT-CYB ¢ momotibio meTona
auckpumuHanuu amened TagMan. s Banuaanuu mytamuii B rene MT-CYB ucnonsiyror
cexkBeHupoBanue JJHK meronom Canrepa na aBromatuueckom JIHK-ananuzatope (Life
Technologies). [Tpu o6HapyxeHnu nmoauMopdHOTo BapuaHTta rs527236194 (3ameHa TUMUHA
Ha IUTO3MH B 1To3uLuK 15784) rena MT-CYB nipOorHo3upyroT puck pa3BUTHS UAUOIIATUUECKOTO
MY>KCKOI'0 O€CIIOIUS B BUJIE OJIMTOACTEHOTEPATOCIIEPMUM UIIU ACTEHOTEPATO300CIEPMUH.

[TpoBeneno vccneqoBaHUEe CEMEHHOM I1a3Mbl 318 My»XUYMH NMALMEHTOB LIEHTPA KJIMHUKU
«Cembsi» (1. Yda). JInarHo3 uamonaTH4ecKoro OeCIuIous yCTaHABIMBAJICS HA OCHOBAaHUU
KJIMHUYECKHUX Y JIAOOPATOPHBIX AaHHBIX. [ pynmna cyOepTUIIbHBIX MY>KUMH ObL1a
npeacrasiieHa 154 nmangueHTaMu ¢ actreHoTepato3zoocrepmuei (N=89) u
onuroacreHorepartocnepmueit (N=65), rpymnmna cpaBHeHUs - PepTUIbHBIMU My>KUMHAMU (N=
164).

Hns onpenenenust Mapkepos JIHK Obu1 ucnionnb30BaH HATUBHBIN 34KYJIST. MccaenoBanue
MIPOBOJWIM B ABa 3Tana. [IepBolii 3Tam - HOArOTOBUTENBHBIN, 3AKJIIOUAJICS B BBLICIICHUN
JAHK u3 ciepMbl My>KYuH, BTOPOH 3Tall - B IE€TEKLMU HYKJIEOTUIHBIX BAPUAHTOB B JIOKyCax
muroxonapuanpHon JJTHK.

Meroauka Beigenenus JJHK:

1. JIn3uc KIeTok - 5 My cnepMsl cMemmrBaiu ¢ 30-40 MIT TM3UPYIOLIETO pacTBOpA U
neHTpudyruposaau npu 4000 06/MUH ¢ OXJTaXAeHUEM B TeueHue 20 MUH, TIpU TeMIIepaType
+4°C. I1pu OOJBIIIOM KOJIMUECTBE OCA/IKA HA THE MPOOUPKU JAHHYIO TPOLEIYPY MOBTOPSIIU
JIBaXK/IbI.

2. @epMEHTATUBHOE pa3pyliieHre OeJTKOB MPOTeNHA3aMH U/WITH I POTEUHU3 AU
KJIETOYHOTO JIM3aTa.
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[TosyyeHHBIN 0caloK IEPEHOCUITU B OTACIIBHYIO TPOOUPKY, PECYCIIEH3UPOBATIU €T0 C
nobasnenreM 800 Mk Soline EDTA, 80 Mk SDS, 20-40 Mk mpoTenHasbl K, TiiaTeabHo
MepeMeNInBalIy Ha eHKepe B TeUeHUe 15 MUH, ITOCIe Yero HHKYOAIHUIO MOJTyYeHHOT O
MaTepuaia MpoBOJWIM B TeueHue 12 yacoB npu temmepatype 37°C.

3. LlentpudyrupoBanue ajs yaajaeHUs 1eHATYPUPOBAHHBIX O0€JIKOB U (DparMeHTOB.

[Tocne 12-yacoBott uaKyOanuu 1006assiu 800 Mkt 3a0ydepeHHOro (heHosa U TIATEIFHO
TepeMeIrBalIi Ha Ielkepe B TeueHue 10 MuHyT, 3aTeM neHTpudyruposaid mpu 10000 06/
MUH B TeueHue 10 MUHYT, ITOCiIe Yero oTOMpay CyrepHaTaHT B YMCTYIO pooupky. Ha
CIIETYIOIIEM JTalle K cynepHaTaHTy qooaBsin 500 Mk 3a0ydepenHoro dpenona u 500 MK
XJIOpO(POPM-U30aMUIIOBOTO CITUPTA, TIIATEIHHO MEPEMELIMBAIN U TIOBTOPHO
nenrpudyruposamu pu 10000 06/muH B Teuenue 10 munyT. [TomydeHHBINM CyliepHATAHT
CHOBA OTOMPAJIM B UACTYIO TPOOUPKY, 100aBisau 1000 MK X110p0odhOpM-U30aMUIIOBOTO
CIUpPTA, IEPEMENIUBAIIHU, IOBTOPHO LEHTPUPYTUPOBAIIA U OTOUPAIIU TTOTyUEHHBIN
cynepHataT. K cynepHaTaHTy q700aBIIsUIU XOJIOAHBIN 96% 3TUIOBBINM CIIUPT IS
npemunuranuu JJHK. 3arem JTHK npombiBanu nocnenosatenbHo 96% u 70% 3TUIIOBBIM
CIIUPTOM, BBICYLIMBAJIA IPU KOMHATHOW TEMIIEPATYPE U PACTBOPSIIM B ICMOHU3UPOBAHHOM
Boze. Konuentpanus u uucrora BoeiaeneHHon JJHK onenvBanachk myteM usMepeHus
OTITUYECKOM IIIOTHOCTHU C UCTIOJNIb30BaHUeM criekTpodoTomerpa NanoDrop ND-1000 (Thermo
Scientific). PactBopennyro JIHK ucronb3oBanu B nociaeayromeM B paboTe 11 U3y4eHUst
aHaJIM3a accoluanuy nmoaMMop@HbIx BapuaHToB rs28357373 T15629C (Leu295=); 1s527236194
T15784C (p.Pro346=); rs28535()6 A15218G (p. Thrl58 Ala) rena MT-CYB ¢ puckom pa3BUTHSs
UAMOTIATUYECKOT0 OEeCTUIOuSI.

4. Peakuuio CeKBeHUPOBAHUS TPOBOAMIIH C TOMOIIBIO0 HA00Pa (IIF0OPECHEHTHO MEUEHBIX
ddNTP (Big Dye Terminators v.3.1 RR kit) mo mpotoxoity npousBoaurens. ToTanbHyo
renomuyto JIHK, conepxainyro muroxonapuanbayto JIHK, Bbiesnsiim u3 cnepMbl METOIOM
(heHOTBHO-XITOPO(POPMHOMN IKCTPAKIHH.

5. Konnenrpauus u uncrota Boienennon JIHK onenrBanace myteM nu3MepeHust ONTUYECKOM
IJIOTHOCTHU C UCTIOJNIb30BaHMUEM criekTpodoTomerpa NanoDrop ND-1000 (Thermo Scientific).
ITocne cekBeHMpPOBAHUS BBIMOIHIOCH CpaBHEHUE nocienoBaTenbHoctenr JJHK
00ce10BaHHbBIX MH/IMBUIOB C peepeHCHOM MOCIeA0BATEIbHOCTHIO MUTOXOHIPHUATIBHOTO
F€HOMa YEJIOBEKA.

6. OnpeeneHye TeHOTUITOB TOIMMOPGHBIX TIOKYCOB B T'€HE MUTOXOHIPUATIBHOTO
IUTOXpOMa B OCyIIecTBIAIOCh ¢ TOMONIBIO METOIA IMCKpUMHUHALIMK ajutenier TagMan.
AHanu3 ajjiebHON TMCKPUMHUHALIMY TPOBOIWIN C UCTIONb30BaHUeM nprubdopa CFX96 Real-
Time PCR Detection System (BioRad). Pe3ynbTaTsl kaxxa0ii ajuieabHON JUCKPUMUHALIMM ObLIN
MIPOAHAIM3UPOBAHBI C UCTIOJIL30BaHUEM ITporpaMMHoTo obecnieuenuss CFX96 Real-Time PCR
Detection System (BioRad). B rene MT-CYB y uHAMBUAO0B ¢ OECIIOIMEM HE OBLIO BBISIBIEHO
nomuMopdusma stokyca rs28357373 (3ameHa TUMHUHA Ha IUTO3MH B MO3uImu 15629),
CJIEIOBATEIBHO, 3TA MYTAllMs HE XapaKTEePHA JJIsI JAHHOM IMOIYJISILMU U HE OKA3bIBAET BIIUSIHUE
Ha pa3BUTHE MY>KCKOI0 OecIuioaus. 3aMeHa aJleHMHA Ha T'yaHHH B o3y 15218, npusoasas
K MUcceHc-MyTanuu p. Thr158Ala, Takxke He MposiBUIIa ce0sl B KAYECTBE 3THUOJIOTMUECKOTO
(baxkTOpa BOSHUKHOBEHUS Oecruionus. JJlocToBepHO 3HaUYMMBbIe pe3yJIbTaThI 10 ACCOLMALN
C PUCKOM pa3BUTHs OeCIuIoIus OBLIIN MTOTYUYSHBI TPU aHAIM3e MOTUMOPPHOTO BapraHTa
rs527236194 (3amMeHa TMMMHA Ha IMTO3MH B o3uMu 15784). YV manueHTOB ¢ OJIMI0acTeHO-
TEPATOCIIEPMUUEN U ACTEHOTEPATO-300CTIEPMUEN JaHHAS MYy TalMsI BCTPEYaIach 3HAUYUTEIIBHO
yaine (Tadbmuna).
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Tabmmra

YacrorTa pacnpejesienns u3y4eHabix sapuantos Mmr/IHK

¢epTHILHBIX 1 (eCIVI0IHBIX MY/KYHH

SNP Hsmenenus | I'eno [TammenTsI C© ITargpenTsl ¢ QeprunbHbie | P-value
nocle/opaTe - OJIITOACTEHO- | aCTEHOTEpPaTO- myxkudHbl | (OR,
JILHOCTH THIBI | TepaTOCMEpPMH | 300CHepMHEH 95%CI)
Mt HK el
(M3MeHeHHST
B Oelike)
N % N % N 70
rs28357373 | T15629C CC 0 0 0 0 0 0 p>0,05
(Leu295=) CT 0 0 0 0 0 0
TT 65 100 89 100 [ 164 | 100
rs52723619 | T15784C CC 6 9 12 13,5 | 10 6.1 p=0,04*%
4 (p.Pro346=) | CT 0 0 0 0 0 0 (OR=2.4;
T 59 91 77 86,5 [ 154 |93.9 95%CI=0,9
9-5.8)
rs2853506 | A15218G GG 2 3 3 33 |4 2.4 p>0,05
(p. Thr158A1 | AG 0 0 0 0 0 0
a) AA 63 97 86 96,7 | 160 | 97.6

* - cpaBHeHHe (PepTHNILHBLIX H GECIUIOAHBIX MYJKUHMH ¢ acTeHoTepaTozoocmepmuei. SNP -
Single Nucleotide Polymorphism (o iHoHYKIe0TH)IHBIH nosiumopduzM) Leu — nelinun, Pro —

npoauH, Thr — Tpeonun, Ala — anmanun C — uTo3uH, T — THMUH, G — ryaHHH, A — aJIeHHH

ITpumep 1

ITamuent /1., Bo3pact 37 jet, cynpyra C., Bo3pact 28 JIeT, COCTOSUIU B OECTUIOJHOM Opake
B TeueHHe 5 jieT, oOpaTuinch B KIMHUKY BPT «CeMbsi» r. Yo 110 moBoay oecrutoaust. [1pu
00CIIeI0BAaHUM CYTTPYTH MATOJIOTUYECKUX HAPYIIIEHUI CO CTOPOHBI PEMPOTyKTUBHOM CUCTEMBI
BbIsSIBJIEHO He Obu10. [1pu mpoBeaeHnn 00CieIoBaHus ISKYJIATa CYIIpyTa BbIsSBIEHA
acTeHoTepaTo3oocnepMusi. Bpemst pazxikeHus 35KyJsTa coctraBuiio 13 Munyt. O6bem
askyisTa 6,2 mii. Konnentpanus criepMaTto30ua0B - 14,5 MIH/MJT, TTIOIBUKHBIX
criepMaTo30uioB 27,0%, HeXXKU3HECTTOCOOHBIX 25,6%, aTMIUIHBIX popM 43,8%. Y manueHnTa
MPOBEEH aHAJIU3 TPeX MOJIUMOPGHBIX BAPUAHTOB B T€HE MUTOXOHIPHUAIBHOTO UTOXpOMa
B u BBIsIBIIEH TOTIMMOPGHBIN BapraHT rs527236194. IIporHo3upoBaH pUCK Pa3BUTUS MY>KCKOTO
Oecruioaus. B Teuenue mocienyonmx AByX JieT 0epeMEeHHOCTh HE HACTYIWJIA, YTO
MOJTBEPKIAET yUaCTHE aHAJIM3UPYEMOTO I'eHa B pa3BUTUU UHGEPTUIILHOCTH.

3axmouenue: [Iporuo3 BEICOKOTo pucKa OecIioiusl, TOATBEPAUBIIMICS B TOCIEAYIOIIUE
Tociie AMarHoCcTUKY ABa roda. [TokazaTtenu criepMorpaMMbl COOTBETCTBYIOT KPUTEPUSIM,
MPeABSBIISIEMBIM 3KCcTIepTHOM Tpyrinoi BO3 k ¢epTuipHOM criepMe, 32 UCKITIOYSHUEM
CHIDKEHMS MTOKa3aTeJIe MOABUXKHOCTH CIIEPMATO30MI0B. Pe3yibTaT mpoBeAEHHOTO aHAIM3a
CIIEPMOTrPaMMBbI TO3BOJISIET YCTAHOBUTD IPUUMHY HAPYIIEHHS [TOJIBUKHOCTH CLIEPMATO30M10B
ManyMeHTa U IaTOJIOTUH (PepTUIIbHOM (DYHKIWU ITPU BBISIBJICHUM OJHOHYKJICOTHIHOTO
nouMmopduszma rs527236194. JKenckuit paxkTop 6€3 MaTOJIOTUH.

[Tpumep 2
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[Tamuent C., Bo3pacT 28 jieT, B 6pake cocTouT, oopatuics B KIMHUKY BPT «Cembsi» T.

Y bl 110 TOBOTY TEPBUUHOTO MTPOGUITAKTUIECKOTO ocMoTpa. [1pu mpoBeeHnu o0cie10BaHus
ISKYJIATA - BpeMs paxibkeHus 15 Mmunyt. O0beM asikymsra - 4,8 mit, o01iee KOJIM4ecTBO
criepmMato30ua0B 40 MITH, KOHLEHTpauus - 15,3 MITH/MJT, ITOJIBUAKHBIX CITIEpMATO30UI0B 44,9%,
HEXU3HECTTOCOOHBIX 26,4%, aTUTUIHBIX popM 38,6%. Y nmanueHTa mpoBeIeH aHaIU3 TPexX
MOJUMOP(}HBIX BAPUAHTOB B T'€HE MUTOXOHIPUAILHOTO uToXpoma B rs28357373,
1$527236194, 1s2853506. Hapy1eHuii He BbIIBIEHO. B TeueHue roma npons3onuio 3a4aTue y
CYNPYTH C TOCIIEYIONTUM HOPMAJIbHBIM T€UEHUEM OEPEMEHHOCTH.

3axmouenue: [Tokazatenu ciepMorpaMMbl COOTBETCTBYIOT KPUTEPUSIM, ITPEIbSIBIISIEMbIM
akcnepTHoi rpynmnoi BO3 k deprunbsHoti ciepme. OTcyTeTBUe prcka 6ecrutonus. [TapameTpsl
MPOBEIEHHOT 0 aHAJIM3a CIIEpMOTpaMMBI B pejieiax HopMbl. ClienaH MporHo3 Ha peaiv3alyio
HOPMaJIbHOW (pepTUILHON (PYHKIUH.

ITpumep 3

IMTanuent M., Bo3pact 34 roaa, cynpyra A., Bo3pact 24 roja, COCTOSUIA B O€CIUIOTHOM
Opake B TeueHue 3 jet, o0paTuiuchk B KITMHUKY BPT «Cembsi» r. Y du1. [1pu obcneqoBanum
MATOJIOTUYECKUX HAPYIIEHUI CO CTOPOHBI PEIPOAYKTUBHOM CUCTEMBI CYIIPYTH BbISIBJIEHO HE
Ob110. BpeMs pazxmkeHus askynsaTa coctaBuiio 10 MuHyT. O0beM 3sKyIsaTa 6 MIIL.
Konnentpanus criepMaTo3ou10B - 10 MITH/MIT, MTOABUXXHBIX criepMaTo30uaoB 30,0%,
HEXU3HECTTOCOOHBIX 29,5%, aTumuaHbIX Gopm 42,9%. beta nuarHocTupoBaHa
OJINT0ACTEHOTEpATOCIIEpMUSL. Y TIAlMEHTAa MPOBE/IEH AaHAIU3 TPEX MOJTUMOPGHBIX BADUAHTOB
B F'€HE MUTOXOHJPUATIBHOTO IMTOXpoMa B v BeIsiBIIEHA accouuanys BapuaHTa rs527236194.
Yepes roj1 mpu MOBTOPHOM OO pallleHUM OEpeMEHHOCTh B Opake He HACTYIUJIa, HECMOTPS Ha
MPOBEAEHHYIO TEPAIHUIO.

3axmroueHue: [Iporuo3 BBICOKOTO pUCKa OECIIIO NS B BUJIE OJIUTOACTEHOTEPATOCTIEPMUMU.
BrisiBiieHHBIM BapUaHT 1$527236194 KOoppenupoBall € pa3BUTUEM OJIMTOACTEHOTEPATOCTIEPMUM.
[TpenmyiiecTBa 3asBiIIEMOTO METO/A:

1. ITpumenenue rs527236194-1oxyca B kKauecTBe OMOMapKepa pUCKa Pa3BUTUS
UIMOTIATUIECKOTO OECIIOUS MOXKET OBITh UCITOJIb30BAHO B aHAPOJIOTUH U PEITPOTYKTUBHOM
MeEJIUIMHE.

2. IIpenaraemslii crtocod MPOTHO3UPOBAHUS SIBJISIETCS TIEPCIIEKTUBHBIM METOJIOM PAHHETO
BBISIBJICHUSI PEITPOAYKTUBHOM MATOJIOTUM C BOBMOXKHOCTBIO €T0 UCTIONIb30BAHMUSI [IJ11 KOPPEKIUU
HapyILIEHUI raMeTOTeHe3a U OIUI0I0TBOpeHUs, accouurpoBanHbix ¢ MTJIHK, 6maronaps
MOSIBJICHUIO U OBICTPOMY PA3BUTHUIO TEXHOJOTHMU PEIAKTUPOBAHUM MUTOXOHAPUATIBHOTO
reHoMa.

(57) ®opmyna uzoopeTeHus

Crioco0 nmporHO3UPOBAHUS UIUOMIATUYECKOTO MYKCKOTO OECIIIO NS, BKITFOYAIOIIUH
TEHOTUITMPOBAHUE, OTIMYAIOIIUNACS TEM, YTO MPOBOAST COOP IAKYJISITA, TOJTYUEHHOT O IyTEM
MacTypbauuu, UHKyOauuio B TepMmoctate npu 37°C, mociie 4ero BbIACISIOT
mutoxouapuaabayo JIHK, onpenensitor reHOTUITBI TOJIUMOPQHBIX JIOKYCOB B T€HE
MUTOXOHApUAIbHOTO IiToXpoma B (MT-CYB) ¢ momoI11ibo MeTo/1a AUCKPUMHUHALIMY aJlIesien
TagMan u ipu oOHapykeHun renotuna CC moauMmopdHoro BapranTa rs527236194 rera MT-
CYB nporHo3upyoT pUCK pa3BUTHUSI UIUOIIATUIECKOTO MYKCKOTO OECIUIOIUS B BUJIE
OJIMTOACTEHOTEPATOCIIEPMUU WIIM ACTEHOTEPATO300CIIEPMUMU.
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