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MOJNEKYNAPHO-TEHETUYECKUE 3KCNEPTU3bl CMOPHOIO POACTBA MO NOJINMMOP®HbIM MAPKEPAM
XPOMOCOMDbI X YEJTOBEKA: OCOBEHHOCTU MHTEPNPETALIM PE3YJIbTATOB U PACYHETOB MHAEKCA OTLIOBCTBA

Wnvsa Anexceesuu E¢ppemos’, Banepuii bopucosuu Koxemaxo?
('"MucTnTyT 6Moxummdeckoit pusuxu umenu H.M. Ommanyana PAH, Mocksa, supexrop — wi.-kopp. PAH
C.[I. Bapdonomees, mabopaTopus MOCTTeHOMHBIX MO/IEKY/IIPHO-TeHeTUYEeCKIX MCCIeIOBAaHMIL, 3aB. — [.0.H., Ipod.
B.B. HocnkoB, “TuxooKeaHCKUIT MHCTUTYT 6noopranndeckoit xumun [JBO PAH, BragusocTok, aupextop — akan. PAH
B.A. CroHuxk, maboparopus MOpcKoit 61oxummny, 3aB. — K.0.H. B.A. Pacckasos)

Pesrome. Vcronb3oBaHye OMMMOPQHBIX MUKPOCATE/IMTHBIX JIOKYCOB Ha X-XpOMOCOMe 4e/loBeKa B MOJIEKYIAPHO-
FeHeTUYECKOM UCCIENOBAHMY C 1I€/IbI0 YCTAaHOB/IEHNS POACTBA B HEKOTOPBIX CTy4asAX AB/IAETCA KIIOYEBbIM 3TAIlOM B 9KC-
HepTU3aX IO YTOJIOBHBIM U TPAXKIaHCKUM JiefaM. [I/11 KOpPEeKTHOI YMC/IEHHON OL[eHKH Pe3y/IbTaTOB SKCIEPTHOTO MCCIeN0-
BaHUA He0OX0OMMMa pa3paboTKa U 060CHOBaHME COOTBETCTBYIOIMX GOPMYN pacyeTa. B faHHOI paboTe BIepBbIe IIpefIa-
raeTcs aTOPUTM pacyeTa MH/eKca OTI[OBCTBA Ha OCHOBE OTHOMLIEHNIT IIPaBIONO00MA 1 HONY/IAIMOHHBIX YaCTOT alyleneit
STR-10KycoB X-XpOMOCOMBI Y€TIOBEKA.

KmioueBble cmoBa: viieHTUGUKALVA TMIHOCTH, X-XPOMOCOMa, PacyeT MH/eKCa OTIIOBCTBA, OTHONIECHNSA MPaBONOf0-
Ous, TTONUCOMUSL.

MOLECULAR GENETIC EXPERTISES OF DISPUTED KINSHIP USING HUMAN X CHROMOSOME POLIMORPHIC MARKERS:
FEATURES OF INTERPRETATION OF RESULTS AND CALCULATIONS OF PATERNITY INDEX

LA. Efremov', V.B. Kozhemyako?
(‘Institute of Biochemical Physics RAS, Moscow, * Institute of Bioorganic Chemistry, Far East Branch RAS, Vladivostok)

Summary. The using of polymorphic microsatellite loci on human X chromosome in some cases is a key step to establish
the relationship in expert examination of criminal and civil affairs. For the correct numerical evaluation of the results of expert
testing is necessary to develop the appropriate calculation formulas. In this study we propose an algorithm for calculation of
the paternity index on the basis of similarity rations and population frequencies of human X chromosome STR-loci alleles.

Key words: personal identification, X chromosome, paternity index, similarity ratios, polysomia.

IMonuMopdHbIe MUKPOCATEIUIUTHBIE JIOKYCBI, PaCIIONo- A KOMMepPYeCcKUX HabOpOB I OFHOBPEMEHHOTO MCCIe-
JKeHHBIe Ha XpoMocoMe X 4e/loBeKa, 3a OC/IeHIe TObl BCe  [JOBAHUA METOLOM aMIUIM(UKALUM M IOC/IeRYIOero Ka-
Yallle CTa/IM MCIO/Ib30BaThCA I PElleHV S 9KCIIEPTHBIX 3a-  IIUIAPHOTO 37eKTpodopesa HECKOIbKMX IIOTMMOP(HBIX
Jla4, CBA3aHHBIX C MfieHTUMKALMel TMYHOCTU M YCTAHOB-  X-MapKepoB, COlepXKalllNX KOPOTKIe TaHAeMHble IIOBTOPLI
JIeHMeM CIIOPHOTO popcTBa [25, 26, 27]. K ceropnamuemy  [19, 23, 28]. Hanpumep, Habop Mentype®Argus X-8 PCR am-
IHIO pa3paboTaH, BaIUAMPOBAH U YCIEIIHO UCHob3yeTcss  plification kit (Biotype AG, pe3nen, [epMaHnsa) BKIIOYaeT

49



Cubupcruti medurunckuti s#ypran, 2011, Ne 7

Bocemb STR-moxycos: DXS10135, DXS8378, DXS10074,
DXS7132, HPRTB, DXS10101, DXS10134 w DXS7423.

ITOCKONBKY Y MYXXUMH B HOpMe IIPUCYTCTBYET TOTBKO
ofiHa xpoMocoMa X, TO BCe JIOKaTM30BaHHBIE Ha 9TOI XPO-
MOCOMe MapKepbl HaXOATCS B 2eMU3U2OMHOM COCTOSHUM,
TO €CTh Y MY>KUMH VIMEETCsI JIMLIb 10 OFfHOMY a/I/IEJTIO B KaXK-
JIOM TaKOM JIOKyce. ITO SB/IAETCA NPUHLUINAIBHBIM Pa3-
nn4yeM X— ¥ ayTOCOMHBIX MapkepoB. COOTBETCTBEHHO,
MHTepIpeTalus pe3y/IbTaToB MOJIEKY/IAPHO-TeHETUUECKUX
9KCIEPTU3 CIIOPHOTO OTIIOBCTBA, BBINOJTHEHHBIX IO JIOKY-
caM XpoMocoMbl X, TpebyeT 000CHOBaHMA COOTBETCTBYIO-
IIMX KOPPEKTHBIX (POPMY/ pacuyeToB MHJEKCa OTIIOBCTBA
(PI)

ITpu uccnenoBaHNM CIIy4aeB CIIOPHOTO OTLIOBCTBA pe-
3y/IbTaThl MOJIEKY/IAPHO-T€HETUYECKUX IKCIIEPTH3 B OONIb-
IIMHCTBE CIy4aeB He BBI3BIBAIOT COMHEHUI (TO ecThb JIo-
IMYECK) HEeOIIPOBEP>KMMBI) JMIIDb B CIIYYasX VCKTIOUEHUs
OTLIOBCTBA 00C/IeOBAHHOTO MY>KYMHBI 110 HECKOIBKIM He-
3aBUCHMBIM JIOKyCaM. Bo BceX ke CIydasx He UCKTIOUeHUs
OTL|OBCTBA HENM30€XKHO COXPAHSETCsI BO3MOXKHOCTD C/Iyati-
HO20 COBIIAJIeHVsI BBLABJICHHBIX I'€HETHUYECKUX IPU3HAKOB
MeXJy peOeHKOM (IeTbMM) M IIPEAIIONaraeMbIM OTILIOM.
Kaxk crnepcTBue, 3Ha4MMOCTD /IF0O0TO BBIIIOTHEHHOTO He JC-
K/II0YAIOIIero MCCIeOBaHUA HeOOXOIMMO OLleHUBATh YUC-
JIEHHO, C UCIIONb30BaHMEM CPELICTB TEOPUU BEPOSITHOCTEI
M MaTeMaTN4eCKOil CTAaTUCTUKIL.

CraH/lapTHOII 9KCIIEPTHON INPaKTUKON de facto mpax-
TUYECKM BO BCEM MMUpe ceifdac SIB/IAETCS pacyeT TaKuX
BEJIMYNMH, KaK MHJEKC M BEPOSATHOCTb OTLIOBCTBA C WC-
[IO/IB30BAHMEM METORA OmHoueHuti npasdonodobus (OII)
[16, 22]. Bornee TOrO, K HACTOSI|EMY BPEMEHU a/ITOPUTMBI,
ucnonbaymonie OIl B 9KCIlepTH3ax YCTAHOBJIEHUS CaMbIX
PasHbIX CTelleHell POfCTBa, IPOPabOTaHbI U OIMCAHBI JIO-
CTaTOYHO IIOPOOHO, B OCHOBHOM B aHIJIOSI3BIYHOI TATEPa-
Type [9, 14, 15, 20]. K coxxaneHunto, B poccuiickoit cyne6Ho-
MEIMLIMHCKOM 3KCIIEPTHOV IPaKTUKEe YMC/IEHHas OLleHKa
3HAYVIMOCTY BBIIIOJTHEHHBIX MICCIEOBaHMIT, OCHOBaHHAs HA
pacuete OII, fo cux Iop He HallIa IMPOKOTO IIPUMEHEHN
U VICIIOIb3YeTCs IMIID B OT/eIbHBIX 9KCIIEPTHBIX YUpex/ie-
HuAX [5].

ITens paborer: Ha ocHoBe Metoza OII noxpo6HO mpo-
aHaMM3MpPOBaTh BCe BO3MOXKHBbIE KOMOMHAIINY TeHOTUIIOB
1o X-MapkepaM sl TpeX U JIBYX 00CTIeyeMbIX JIUIL B 9KC-
IepTM3ax CIHOPHOTO OTIL[OBCTBA M OOOCHOBaTb COOTBET-
cTBYyIOLIVe POPMYIIBI PACYeTOB MHJEKCA OTIIOBCTBA. Takxke
00CYX/AI0TCs1 HEKOTOpble 0COOEHHOCTI 11 BO3MO>XKHBIE 3a-
TPyRHEHUs, CBSI3aHHbIE C MHTepIIpeTalyell pe3yIbTaToB
TaKOTO pOjia 9KCIIEPTHO-TeHeTMYEeCKIUX UCCIIEOBAHNIA.

Marepuansl 1 METObI

B mHOCTpaHHOI TUTEpaType CTaHJAPTHO UCIIOIb3YIOT-
cs cnepyloiye ob6o3sHaueHusA u tepMuHbl: PI — Paternity
Index (umupekc orunosctBa), CPI — Combined Paternity
Index (KOMOMHMpOBaHHBI/I MHAEKC OTL[OBCTBA),
Wahrscheinlichkeit unn PP — Probability of Paternity (se-
posiTHOCTD oTnoBcTBa), LR — Likelihood Ratio (oTHomIe-
HIe IPaBRONORo6us). ITn e 0603HaueH A OYLYT UCTIONb-
30BaHbl ¥ B HacTosllel paboTe.

ITpu pacueTax MHJEKCa OTLIOBCTBA CEAyeT UMETb B
BUALY, YTO IONY/IALMOHHAs YacTOTa T'eMMUSUTOTHOTO IO
a/IeNio A MY>KYMHBI PaBHa COOCTBEHHO HMOMNY/LALIVIOHHON
yacToTe aToro amens p(a). Torna Kak MONY/ALVOHHAS Ya-
CTOTa TOMO3SUTOTHBIX AA ¥ TreTepO3SUTOTHBIX AB >KeHIUH
pasHa p(a)’ u 2p(a)p(b) coorBeTCTBEHHO (KaK JJIs1 ay TOCOM-
HBIX JIOKYCOB).

Hanbosee 4acTo B 3KCIIepTU3aX CIIOPHOTO POACTBA 00-
crenyioTcst Tpu (IIpefonaraeMblii orel], pe6eHOK 1 MaTb)
WM [[Ba 4enoBeKa (IIpefIoiaraeMblii orel; M peOeHOK).
Ecnu 1o BceM nokycaM y 06¢/eJOBaHHOTO MY>K4MHBI 0OHa-
PY>KMBaeTCsI HOMHBII HAbOp asulerell, yHac/lIeOBaHHBIX pe-
6EHKOM OT MCTMHHOTO OTI[a (IMEET MECTO He UCKIHUeHUe
OTLOBCTBA, cobvimue C), To B pamKax nopxogpa OIl pesyb-
TaThl 9KCIEPTU3bI MHTEPIPETUPYIOTCS CIEAYIOLUM 0Opa-
30M. PaccMaTpuBaloTCs IBe anvtnepHAmMu6Hble TUTIOTE3bl:
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— F— 00cei0BaHHBI MY)XUYVHA SB/ISETCA UCTUHHBIM,
TO eCThb OMOIOTMYECKMM OTLIOM pebeHKa;

— F, — obcneioBanHblil My>XY/Ha Ha CaMOM Jefie He
ABIAETCA OTI[OM pebeHKa.

Hab6monaemoe cobsitiie C MOXXHO MHTEPIPETHPOBATH
KakK B pamkax rumotessl F, Tak u runoresst F,.

OII nnsa runores Fu F, paCC‘{I/ITbIBaIOTCH OTJIeNIbHO JIJIs
Ka)XJJOT0 JIOKyca 110 o61eit popmyre:

PI=LR=,

rne P — ycnoBHble BepositHOCTH coObiTuss C, 3HAK |
o3HauaeT npu ycnosuu [14,16].

Takum o6pa3om, MH/EKC OTI{OBCTBa PI sIB/Is€TCS OTHO-
IIEHMEM JIBYX BEPOSTHOCTEIL OJHOTO U TOro Xe cobbitus C
(BBIABIIEHBI ONpefe/ieHHble KOMOMHAIN TeHOTHUIIOB Y 00-
CTIeOBAHHBIX JIMLI) TIPY BBIOOpE albTePHATUBHBIX TUIIOTE3
F wmu F,. Ilpoussenenue HecKonmbkux Pl myst Bcex mccre-
[IOBAHHBIX HE3ABUCUMBLY JIOKYCOB JlaeT KOMOVHVPOBaHHBIN
nHpexc otuoBcTBa CPI.

B pamkax anmvmepnamuetoix runotes F u F, B ABHOI
VLU CKPBITOI pOpMe OOBIYHO JielaeTcsl psf, BecbMa cyle-
CTBEHHBIX TOMyIeHnit. B 4acTHOCTH, mof F, moHMMaeTcs
Clefyomee: MCTUHHBIM OTLOM pebeHKa AB/IAETCA HeKIit
CyuatiHbii MyXX4uuHa (He SIBJIAIOLIMIICA POJCTBEHHUKOM
00CeyeMoro My>X4mHbI). TakxKe pe3y/nbTaTbl MCCIEfOBa-
HYSI OOBIYHO MHTEPIPETUPYIOTCS, MOJIaras 0eccnopHoCHb
mamepurcmead. ITU e HONYLIeHWs MCIONb30BaHbI U B
HacTosell paboTe, a TaKXKe JJOIOTHUTEIBHO MO/IAraeTcs:
HO/IHasi HEBO3MOXKHOCTb MYTALlMIi, B 9KCIIEPTH3e UCCIENy-
€TCs1 TONbKO OVH IIPEAIIoNaraeMblil OTell ¥ OfMH peOeHOK,
pedepeHTHas momynALMA paccMaTpUBAaeTCs KaK He IOJ-
pasfeneHHasl.

Mupexc ornoBcTBa PI fnd KaXjoil KOHKPETHOM KOM-
OMHaUMIl BBLABICHHBIX T€HOTUIIOB PacCUMTBIBAETCS Kak
Apo6p. [l 5TOro OTAENBHO PACCUNTHIBAIOTCA YMCIUTEND
aroit spobu P(C|F) n otgenpro snamenatens P(C|F)). Kak
9TO JlellaeTCsl sl KaKHO0M KOMOVHAINN TeHOTUIIOB — OY-
IeT OKa3aHo B pasjielie pe3y/IbTaThl ¥ 00CY>KAeHMe.

PesynbraTel u 06cyXneHue

B camom Hayajie HeO6XOIMMO OTMETUTD, YTO IIOCKOJIb-
Ky peOeHOK MY>XCKOTO II0/1a Hac/lefyeT oT oTua He X, a Y
XPOMOCOMY, TO JICCTIElOBaHNe MapKepoB XpOMOCOMBI X B
9KCIIEPTH3aX CIIOPHOTO OTIIOBCTBA AOCOMOMHO HeuHpopma-
MUBHO Npu demsX-ManbuuKax, HOCKONbKY BCe TaKye Map-
Kepbl OyyT yHac/IeZoBaHbl pebeHKOM OoT Matepu. V Hanpo-
TUB, TeMU3NUTOTHBI OMONMOTrMYECKNit OTel] BCerga ¢ Bepo-
ATHOCTBIO 100% mepefaeT CBOJ eAVHCTBEHHBIN ajlje/b 110
Ka)XJJOMY Y3 MapKepoB Jodepy (IIpM YCIOBUU OTCYTCTBUS
MyTaumit). 35ecb YMECTHO OTMETUTb, YTO MCCIIEJOBaHNe
MapKepoB XpOMOCOMBI X Ipyu HeTsx noboro mona apdex-
TUBHO /IS pa3pelleHlsi BOIIPOCOB CHOPHO20 MAMEPUHCINEA,
OIHAKO 3TO He SABJISTIOCh TEMOIT HACTOSAIIEN PaOOTBL.

B akcmepTmsax CHOPHOTO OTI[OBCTBA B OTHOLIEHUU
IeTeil-feBOYeK MCCefoBaHue X-MApKepos B LIEJIOM OKa-
3bIBaeTcs Ooee MHPOPMATUBHBIM O CPABHEHMUIO C ayTO-
COMHBIMU JIOKYCaMM C TaKUM >Ke YPOBHeM Honumopdusma.
[TprumHa 3TOrO B TOM, YTO [/IsI TEMU3UTOTHBIX MapKePOB
BBIsIBJIEHJ€ COBIIQJIAIOIIETO C peOeHKOM alIefisl y cay4aii-
HO020 MY>XYVHBI MeHee BEPOSITHO, YeM JIs ay TOCOMHBIX JIO-
KYCOB, II0 KOTOPBIM MY>XYVHBI SIBJISIIOTCSI HOCUTETISIMU 08YX
anienein.

Temepp mMoKaXkeM, KaK PaCCIUTHIBAETCS MH/EKC OTIIOB-
ctBa PI [jist KaX[0il KOHKPETHOI KOMOMHALINIT BBISBIICH-
HBIX TEHOTUIIOB Ha OCHOBE OTHOILEHMIT IIPaBOIO00S.

KoMm6unanus 1.

[Tpenmonoxum, Mg Tpex 0OCIefOBaHHBIX UL ObUIN
BbISIB/IEHBI T€HOTUIIBI, IIPEACTAB/IEHHbIE BO BTOPOM CTOO-
e Tabmuie 1.

B Hauane onpenemnm yucinrens P(C|F). Ilpowe Beero
9TO Cenath 1o peuwiemxam IToHHemma, KOTOpble IpUBefie-
HBI B IIOC/IENHUX cTONOLax Tabmuiy 1-5. Sueitku ¢ Habmona-
eMBbIM TeHOTUIIOM pebeHKa B peleTkax [TIoHHeTTa 37eCh U
Jiajiee BbIfle/IEHbI 3aTeHeHMeM. JIErKO BUIETh, YTO 3HAYEHME
YMCIUTENIA 1 KoMOMHanuy 1 paBHO efmHuIle (BO3SMOXKEH



Tabnuya 1
O6cnepoBaHHble

2 FeHOTURLI PeweTka NioHHeTTa

niua
MaTtb AA

o A A

Mpepnonaraembliii A
oTey A AA AA
PebeHok (aeBouka) AA

eIVMHCTBEHHDIJI T€HOTUII pebeHKa JyIs TaKoy Iapbl pomu-
Teseit). Taxoke IMOHATHO, YTO I BCEX OCTA/IbHBIX KOMOM-
Hauuit reHotunoB ducnurens P(C|F) moxer ObTh paBeH
TONbKO 1 ywm 0,5, B 3aBUCMMOCTY OT YMC/Ia BO3MOXXHBIX
TeHOTHIIOB.

3nauenue P(C|F) MOXHO ompenenutb u 6e3 pelieTku
ITroHHerTa. B KOMOMHanyu 1 Kak Math, Tak M OTel] C Bepo-
AatHocThio 1 (100%) mepemaroT pebenky ammens A. Takum
o6pasom, P(C|F)=1*1=1. VIupIMu clOBaMu, BEPOATHOCTb
POXIEHUs y TaKUX POOUTENEN Jouepu C reHoTunom AA
pasHa 1 (100%).

3HamMeHaTeNnb P(C|F1) PacCUNTBIBACTCS CIEAYIOLMM 06-
pazoM. OT MaTepy pe6eHOK HO-IIPEXKHEMY C BepOATHOCTBIO
100% mnomy4aet amrens A. Torma BTopoii aniens A OH [ON-
>KEeH YHAC/IeoBaTh OT “crydartHoro” orua. IlomynanuonHas
YacTOTa TAaKOrO MY)XUVMHBI PaBHa p(a), U C BEPOSTHOCTHIO
100% oH mepepacT pebeHKy 3TOT a/lenb. BepoATHOCTDL
poXjeHus pebeHka C 3alaHHBIM TeHOTUIIOM AA B 3TOM
cydae cocrasut P(C|F )=1*1*p(a) = p(a).

OxonuarenbHo umeem: PI=1/p(a).

Kombunamms 2.

Tabnuya 2
O6cnenoBaHHble nuua FeHoTUNbI PewerTka lMoHHeTTa
MaTb AB
— A B
Mpeanonaraembin oTey A
PebeHok (aeBouka) AA A AA AB

Yncnutens. C BeposaTHOCThIO 100% OTelr nmepemaeT pe-
6eHKy annenp A. Matb nepefiaeT pebeHKy ajUienb A ¢ Bepo-
STHOCTBIO TONIbKO 50%. Yucmurens P(C|F)=1%0,5=0,5.

3uamenarenp. OT Marepu peGEHOK C BepOSTHOCTHIO
50% momy4aeT amiensb A. Bropoit amnens A pebeHok foi-
JKEeH YHAC/IeloBaTh OT “C/IydartHoro” otua. IlomynsaimuonHas
YacTOTa TAaKOrO MY)XUVMHBI paBHa p(a), U C BEPOSITHOCTHIO
100% oH mepepacT pebeHKy 3TOT alenb. BepoATHOCTDL
poXaeHNs: pebeHKa C 3aJaHHBIM TeHOTUIIOM AA B 3TOM
cydae cocrasut P(C|F )=0,5*1*p(a) = 0,5*p(a).

OxonuarenpHo nmeem: PI=0,5/[0,5%p(a)]= 1/p(a).

Kombunamns 3.

Tabnuya 3
O6cnepoBaHHble nuua FeHoTUNBI PewweTka lMoHHeTTa
MaTtb AA
— A A
Mpepnonaraemein otey B
PebeHok (neBouka) AB B AB AB

Uucnutens. C BepoATHOCTbIO 100% MaTh nepefaer pe-
6eHKy amenb A. C TaKoll )ke BepOSTHOCTDIO OTell TepefaeT
pebenky amnens B. P(C|F)=1*1=1.

3uamenarenp. OT Mmarepu pebGEHOK C BepOSTHOCTHIO
100% mony4aet annenb A. Torga annenb B oH JO/DKeH yHa-
ClIefioBaTh OT ‘crydaiiHoro” otua. IlomynsumoHHas dYa-
CTOTa TaKOrO MYX4MHBI paBHa p(b), M C BepOATHOCTHIO
100% oH mepenacT peGeHKy 3TOT allelb. BeposATHOCTD
pOX/eHus pebeHKa C 3alaHHbIM reHOTUIIOM AB cocTaBuUT
P(C|F)=1*1"p(b) = p(b).

OxonuarenbHo umeem: PI=1/p(b).

UYucnutens. C BepoATHOCTBIO 100% oTel] mepefaeT pe-
6enky amwtens A. C BeposATHOCTbIO 50% MaTb IepefaeT pe-
6enky amnens B. P(C|F)=1%0,5=0,5.

3HaMeHatenb. IIOCKONMBKY MaThb U pebGEHOK SBIIAIOT-
Cs1 OIMHAKOBBIMM TIeTepO3UTOTaMM, TO pacyeT HEeCKOIbKO
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Kombunamns 4.

Tabnuya 4
O6cnepoBaHHble nuua FeHoTUNBI PewwerTka lMoHHETTa
Martb AB
= A B
Mpeanonaraembliii oTey A
PebeHok (aeBouka) AB A AA e

ycnoxHsaercsa. OT MaTepy B 3TOM Cly4ae pe6eHOK MOXKeT
yHac/eoBaTh KakK anjenb A, Tak 1 ajuiens B. BeposaTHocTb
Ka)X[IOTO M3 3TUX BapmaHTOB paBHa 50%. Ecim oT marepn
nepefaeTcsi anensb A, To ajiens B pebeHOK JomKeH yHa-
clefoBaThb OT “ciayvaiiHoro” orua. [lonmy/sumonHas yacro-
Ta TaKOTO MY>K4MHbI paBHa p(b), u ¢ BeposaTHOCTBIO 100%
OH IepefiacT pebeHKy 3TOT ajUleNb. BepoATHOCTh poOX-
meHust pebeHKa ¢ TeHOTUIIOM AB B 9TOM ciry4ae COCTaBUT
0,5*1*p(b)=0,5*p(b). Ecnu >xe oT MaTepu nepefaeTcs ajvienb
B, T0 or “ciy4aitHOro” orua peGeHOK JOMKeH YHacIeno-
BaTb a/Utenb A. B atom ciydae umeem 0,5*1*p(a)= 0,5*p(a).
CyMMapHO, BEpOATHOCTb POXJEHNA peOeHKa C 3alaHHBIM
renotuniom AB cocrasut P(C|F )=0,5*p(b)+0,5*p(a).

Oxonuarenbao nmeem: PI=0,5/[0,5%p(a)+0,5*p(b)]= 1/
[p(a) + p(b)].

KoMm6unanus 5.

Tabnuya 5
O6GcnepoBaHHble Nuua eHoTUNbI PewerTka lMoHHeTTa
Martb AB
= A B
Mpeanonaraemsliii oTel C
PeGeHok (aeBouka) AC c AC BC

Yucnurens. C BepoATHOCTbIO 100% oTely mepepaeT pe-
6enky amrens C. C BepoaTHOCTbI0 50% MaTb IepefaeT pe-
6enky awens A. P(C|F)=1%0,5=0,5.

3unameHarenb. OT Mmarepu peGEHOK C BEPOSITHOCTHIO
50% mony4aet annend A. Torma annens C oH [JO/DKEH YHa-
clefoBaTh OT “crydariHoro” oria. IlonynAnyonHas 4acto-
Ta TAKOTO MY)XYMHBI paBHa p(c), 1 ¢ BeposTHOCTbIO 100%
OH IlepefiacT pebeHKy 3TOT a/ieib. BeposaTHOCTD poxpe-
H1s pebeHKa ¢ 3aJaHHbIM reHoTUIIoM AC B 9TOM CIy4ae co-
craBut P(C|F,)=0,5*1*p(c)=0,5*p(c).

Oxonuarensao umeem: PI=0,5/[0,5%p(c)]= 1/p(c).

Komb6unanus 6.

Tabnuya 6
ObcnefoBaHHble NNUA TeHoTUNDI
lNpennonaraembiv otel A
PebeHok (oeBouka) AA

Ynucnurenns. IToCKOMBKY T€HOTHUIT MaTepy HEU3BECTEH,
TO JCIO/Ib30BaTh pelleTKy III0HHeTTa I/ BBIYMCIIEHUA
YUCTIUTENA yXKe HEeBO3MOXHO. Pe6eHOK AB/IA€TCSA TOMO3MU-
roTol AA, 3HAYMT IO OHOMY a/IfIeNio A OH O/DKEH yHacle-
[OBaTbh OT KaXZIOro u3 poxmreneir. OTel| ¢ BEPOATHOCTDIO
100% mepenaeT peGeHKy 9TOT ajIeb.

Matp MoxeT 6bITb romosuroroit AA. B atom cmydae
OHa C BepoATHOCTbI0 100% IepenmaeT pebGeHKY ITOT ai-
nenb. [TomynAIOHHasA 9acTOTa TaKOV MaTepy paBHa p(a)>.
BeposaTHOCTb poxeHNs pebeHKa ¢ TeHOTUIIOM AA y Taknx
ponuteneit coctaBut 1*1¥p(a)? =p(a)

Martb MoOxeT OBITH reTeposuroroit AB. B atom crydae
OHa C BepOATHOCTbIO 50% IepefaeT peGeHKy amienp A.
[MomynAumoHHasA 4acToTa Takoil Matepu paBHa 2p(a)p(b).
BeposATHOCTb po>kfieHN:A pebeHKa ¢ reHOTUIoM AA B 3TOM
cnydae cocTaButT 1%0,5*2*p(a)*p(b)= p(a)*p(b).

Cymmapro, umcmurens P(C|F)= p(a)? +p(a)*p(b)=
p(a)* p(a)tp(B)]

3HaMmeHarenb. HesaBucumMo OT TOro, ABIAETCA Marh
rOMO— W/IM Te€TE€PO3UTOTOM IO aJUIeNto A, BTOPOL ajlienb
A peGeHOK [ODKeH INONTYyYUTb OT “CIy4aifHOro  OTIa.
[TomynA1MOHHAsA YaCTOTA TAKOTO MY>KUYMHBI paBHa p(a), 1 ¢
BepoATHOCTbIO 100% OH IepefacT peGeHKY STOT ajliesb.

Ecmm  Matb  sABnserca romosuroronn AA, uMeeM:

I*p(a)*1*p(a)® =p(a)’.
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Ecnmu Marp saBnderca rereposuroroin AB, umeem:
*p(a)*0,5%2*p(a)*p(b) = p(a)*p(b).
CyMMapHO, 3HaMeHaTellb P(C|F) p@)’*+p(a)**p(b) =
p(a)*[p(a)+p(b)].
PI=p(a)*[p(a)+p(b)]  /

OKOHYATeNbHO MMeeM:

{p(2)*[p(a)+p(b)]} =1/p(a).

OTHOIIeHNsT TPaBRONOKOOUs I 9TOM KOMOWHAIUYU
MO>XHO PacCYMTATh MPOIIlE, VCIIONb3YsI HECKOTIBKO [PYTOi
IOAXO],

Yucmurens. BeposTHOCTD BBISIB/IEHVS B [TOIY/ISIL{MI Te-
MUSBUTOTHOTO II0 ajUtenio A ortia coctasser p(a). C Bepo-
ATHOCTBIO 100% OH IepefaeT 3TOT aieb pebeHky. Bropoit
atenb A peGeHOK MONyYaeT OT Marepy C HeM3BECTHBIM
reHoTuiioM ¢ BeposTHocthio p(a). P(C|F) =1*p(a)*p(a) =
p(a)*.

3HameHarenb. BeposTHOCTD BBIABIEHMS B IONMY/IALUN
pebenka ¢ reHotunom AA cocrasnser p(a)’. BeposTHOCTD
BBISIB/IEHMS B IIONMY/IALMM TeMMUSUTOTHOTO IO ajenio A
“cmyvaitHOro” MY>KYMHBI COCTaBisieT p(a). 3HaMeHaTesb
P(C|F )= p(a)**p(a)=p(a)’.

Oxonvatenbro Pl= p(a)?/ p(a)’ = 1/p(a).

Kom6unanus 7.

Tabnuya 7
O6cnepoBaHHble Nl TeHoTUNbI
MNpepnnonaraembiv oTtew, A
Pe6eHok (neBouka) AB

Yucnurenns. BeposATHOCTD BbIABICHVS B NOMY/IALMMA Te-
MUBUTOTHOTO II0 ajUtenio A oria coctasyser p(a). C Bepo-
sATHOCTBIO0 100% OH IepenaeT 9TOT a/nens pebeHky. Bropoit
atenb B peGeHOK IOMydYaeT OT MaTepu C HEM3BECTHBIM
resotunioMm ¢ BeposrHocteio p(b). P(C|F)=1*p(a)*p(b) =
p(a)p(b).

3HaMeHare/lnb. BepoATHOCTb BBIABIEHMS B IONY/IA-
uuy pebenka c¢ renorunom AB coctasnser 2p(a)p(b).
BepoATHOCTh BBIAB/ICHNA B TOMY/ALMN TE€MUSUTOTHOTO
1o amteno A “cray4aiiHOro” MY)KYMHBI COCTaBisieT p(a).
3HameHaTenb P(C|F )= 2*p(a)*p(b)*p(a) = 2*p(a)*p(b).

OxonuarenbHo uMmeeM: PI= p(a)*p(b) / [2*p(a)*p(b)] =
1/[2°p(a)].

Bce ocranmpHble BO3MOYKHBIE KOMOMHALIMV T€HOTHUIIOB
o6cmenyeMbIX ML SIBJISIIOTCS MCK/TIOYAOMIVIMIL OTIIOBCTBO
(PI=0) B paMKax JIOIyI|€HMII, OTOBOPEHHBIX BbILIE JJIS TH-
nores Fu F,.

OKoOHYaTeNbHO, B Tab/uie 8 mpUBEfEHBI BCe BO3MOXK-
Hble KOMOMHAIMM T€HOTUIIOB ¥ COOTBETCTBYIOLIME WM
¢hopMy/BI pacueToB MHEKCA OTIIOBCTBA.

B pamkax 6oree mpopaboTaHHOI MOZENH, FOIYCKAOIIeil
MYTallMM ajiIesieil M yIUThIBAIOLIell ITopasie/IeHHOCTD I10-
mynAnuy, GopMybl pacdeToB Pl yCIOXHAIOTCS, IPU 3TOM
yXXe HUKakas KOMOMHAIMs TeHOTUIIOB OOCIeNOBaHHBIX
L, He SBJIAETCS MCKIovamoomei oTuosctso [7]. Iop my-
Tanueit anneneii ansa STR-mMapkepoB B 3ToM cily4ae oApas-
yMeBaeTcs, YTO a/lIefIb ¢ 1 IOBTOPaMM MYTUPYeT B ajUIeNb
¢ m#n 1noBTopamMu. MOXXHO OXKMAATh, YTO 4aCTOTA TAKUX
myTanuit gnsa STR-MapkepoB XpoMocoMbl X CYIIeCTBEHHO
He OT/IMYAEeTCs OT YaCTOTHI My Taluii A1 ayTocoMHbIX STR-
MapKepoB, OJHAKO K HaCTOsAIIEeMY BpeMeHU JIUTepaTypHble
HaHHBIe 0 yacToTe MyTanuit B STR-nokycax xpomocombr X
HEeMHOTrO4YMC/IeHHbl (8,17, 25,26,27,28].

ITpu pacyeTax KOMOMHMPOBAHHOTO MHIEKCA OTIIOBCTBA
ClleflyeT UMeThb B BUAY, 4TO Bce X-MapKepbl IOKa/IN30BaHbI
Ha OfIHOIT XxpoMocoMe. PacrnionoskeHHbie 6/m3-
KO JPYT K APYTY JIOKYCbI CLEIUIEHBI MEX[Y

pacyeToB MH/EKCA OTI[OBCTBA IIPY MCIONb30BAHUY TAIUIO-
TUIIOB BMECTO OT/E/bHBIX ajIe/Iell OCTAIOTCA TaKUMU Ke.
Ecnu aHamus ramioTUNOB /ISl CLEIVIEHHBIX JIOKYCOB IIO
KaKuM-160 IpuUYMHAM HEBO3MOXXEH VI 3aTPYJHUTENIEH,
To A pacueToB CPI crefyeT 1CIONb30BaTh TONLKO OTHO
3HaueHue PI (Jy11 ogHOro MapKepa) 13 KaXk/[0¥l TPYIIIBI Clie-
wienysi. [T0sSICHNM 9TO IPUHIMINAIBHOE IPABIIIO HA [IPK-
Mepe.

ITpenmono>xmM, 4TO 1O CLeTIeHHbIM ToKycaM HPRTB u
DXS10101 pnst Tpex 06cnefoBaHHBIX /UL OBUIN YCTAHOBIIE-
HBI TeHOTHUIIBI ¥ PACCUUTAHBI COOTBETCTBYIOLYE 3HAYEHVS
PI, npencraBnennsle B Tabmuue 9. [ly1st pacuera PI 6b1n mic-
II0/Ib30BAHBI COOTBETCTBYIOIIVIE YACTOTDI a/IIe/IeN IS JKMI-
teneit lepmanuu 3 paborsi [8].

bBes aHanm3a TalyIOTUIIOB B 9TON TpPyIIe CLEIJIEHNs
IpU pacyeTe KOMOMHMPOBAaHHOIO MHIEKCA OTLJOBCTBA (op-
MaJIbHO C/IeflyeT MCIIONb30BaTh TOJIBKO OFHO (Haubornblilee)
3HadeHMe P, B HameM cimy4dae 6,56.

AHanmu3 TalUIOTUIIOB OKa3bIBaeTcsl ropasmo 6Ooree
uHpopmaruBHbIM. OT Marepy [OYb HAC/TeLyeT XpPOMO-
comy X ¢ ramnorunoMm 12(HPRTB)-29. 2(DXS]0101)
COOTBETCTBEHHO, BTOPYI0O XpPOMOCOMY X C TallJIOTMIIOM
12(HPRTB)-30.2(DXS10101) pe6eHOK JO/X€eH MIOTYYUTDb OT
6uonorynyeckoro orua. Y 00CIe[OBaHHOTO MY>K4JHBI BBI-
SABJIEH MMEHHO TaKoJl raroTuil. YacTora 3TOro rarioTuia
I Tex xe xureneit lepmanun B pabote [Becker] orene-
Ha Kak 0,0437. VHpexc otmoBcTBa 1o ramnorurry HPRTB-
DXS10101 6ygmeT paccumMTaH Kak:

PI=1/p(12-30.2) = 1/0,0437=22,88

XapakTepHO, YTO B 3TOM IpUMepe Ja’ke HEKOPPEKTHOe
nepeMHOXeHMe 3HadeHuit PI 1141 IByX JTOKYCOB JlJa€T MEHb-
miee 3Hauenme CPI = 2,83%6,56 = 18,56.

K coxanennio, x pacderam Pl mo wacTroTam rammio-
TUIIOB C/IeAyeT HOAXOAUTb C OOJBIION OCTOPO>KHOCTBIO.
OO6yCIoBIEHO 3TO TeM, YTO KOPPEKTHAsI OL[eHKa Ta/IOHHBIX
YaCTOT FaIUIOTHUIIOB B MOMYIIALMY TpebyeT aHamu3a ropas-
1o 6071bLIMX BBIOOPOK, YeM IPY OLleHKe 9Ta/IOHHBIX 4aCTOT
amneneit. Tak, B pabote [8] mnsa Hacenenus lepmanuu npu
obcnenoBanuy 717 4enoBek 6bUIO BbIABIEHO 9 1 19 ame-
neit B moxycax HPRTB u DXS10101 cooTBeTcTBeHHO. Umcio
BO3MO>KHBIX FaIUIOTUIIOB I10 JBYM MapKepaM B 9TOM ClIydae
OyzeT coctaBATh 9*19=171. W nuiub 85 u3 HUX O6bUIO BBI-
sABJIeHO (cpeny 666 denoBek). SICHO, YTO IpY UCCTIefOBaHUN
BBI6OPKM pasMepoM 600-700 yeroBeK OLjeHKa IIOIYISLMOH-
HBIX YaCTOT IaIUIOTUIIOB OKa3bIBaeTCs BecbMa IpuOIM3nu-
TEIbHOV, B TO BpeMsI KaK OLleHKa IIOIY/ISIIMOHHBIX 4aCTOT
aJUIerneNt i KaX/0ro U3 MapKepoB B OTETIbHOCTY JJOCTa-
TOYHO JocToBepHAa. OffHAKO [/Is CLIETUICHHBIX JIOKYCOB 4a-
CTOTa TaIJIOTUIIOB He MOXKET OBbITDb OIIpefieieHa, UCXOAs U3
YacTOT ajienein.

W3 Tabnmuupl 8 BUAHO, 4TO NIpu pacyeTtax PI Bo Beex ciy-
Yasgx YYMTBIBAeTCsS TOJNBKO YacTOTa ajlensd (rammoruma),
YHAC/IeJOBaHHOTO peOEHKOM OT OTILia. VI3 mpefcTaBIeHHbIX
B pabore [8] pe3ynbTaToB i1 BOCBMU MapKepoB CIIeAyeT,
YTO YaCTOTBHI ajIjIefiell IO BCEM JIOKYCaM B pa3HOl CTelle-
HY OT/IMYAIOTCS IJIST MY>KYMH M JKEHIIVH, COCTAB/ISIOLINX
eIMHYI0 IOMyAALMI0. B 3TOM KOHTeKcTe npu pacyeTax Pl
6071ee KOPPEKTHBIM CIefyeT IIPU3HATh MCIIO/Ib30BaHE ITa-
JIOHHBIX 4aCTOT aJljIefiell, YCTAHOBIEHHBIX MMEHHO [T CO-
OTBETCTBYIOLLEI ITOMY/IALMI MY)XUNH.

B Hacrosimee Bpems s 6omee yem tpupnaru STR-
MapKepOoB XpPOMOCOMBI X, MCIIONb3yeMbIX B MPAKTHYECKUX
IPWIOXKEHVSX 110 YCTAHOBJIEHUIO CIIOPHOTO POJCTBA, IIpH-
HSTO BBIAEIATH YeThIpe TPYIIIbI Clienienys [8,25,26,27,28].

Kaxxpas Takad rpymmna sABIAeTCS HEe3aBUCUMON OT %pyrmx
nuua 9

HPI/IMep pac4eTra NHIEKCa OTHOBCTBA /1A IBYX CLEIVIEHHBIX MapKEepOB

co60i1, ¥ TI09TOMY IOZTy4aeMble A/ HMX 3Ha- HPRTB u DXS10101.

yeHusa Pl mpu pacyete CPI Henmb3sA IpPOCTO Teroton

II€PEMHOXaTh. I/ CLIeNIEHHBIX TOKYCOB 1Py Tokyc fenotun | Tewotun | 0 0o naraemoro Pacyuert Pl
pacuerax CPI cefyeT onepupoBaTh He 4acTo- marepu | Aouepw oTua

TaMI OTOE/IbHDBIX ajienen mo KaXgoMy map- 1/p(12) = 1/0,3535 =
Kepy, a 4acTOTOii 2anzomund, To ectb Habopa | HPRTB 12/12 1212 12 8

ajuieneit, TOKa/JIM30BAaHHBIX Ha OJHOI U3 Map- 1/p(30.2) = 1/0,1524 =
HBIX XpOMOCOM TI0 ATy MapkepoB. Popmyribl DXs10101 28.2/29.2 | 29.2/30.2 | 30.2 6,56
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rpyn, u 3HadeHus PI (CPI), onpepensemble [ pasHbIX
TPYIII CLeIJIeHNs], abCOMIOTHO KOPPEKTHO MOTYT ObITh Ie-
PEMHOXXeHbI MeXXAy co60i1. VI HanmpoTus, mpepnonaraeTcs,
YTO BHYTPU KaXKMIOJI TPYIIIBI BCe MapKephI CLieNTIEHbI MeX-
Iy coboit (3HaueHust Pl mepeMHOXAaTb HeNMb3s).

B mepByro IpyIny clerieHns BXOAAT CIefyoliye Map-
kepsl: DXS6795, DXS6807, DXS8378, DXS9895, DXS9902,
DXS10135, DXS10148, Amel-X (XxpoMOCOMHas1 IOKAMU3aLsI
Xp22-21). Bropas rpymnia clierieHus Hanbonee MHOTO4MC-
nenHas: DXS101, DXS981, DXS6789, DXS6797, DXS6800,
DXS6801, DXS6803, DXS6809, DXS7130, DXS7132,
DXS7133, DXS7424, DXS9898, DXS$89905, DXS10074,
DXS10075, DXS10079, ARA, GATA165B12, GATA172D05
(xpomocomuas nmokammsauuss Xql1-24). Tperbst rpymnma
BKJIIO4aeT Bcero aBa Mapkepa: HPRTB u DXS10101 (xpomo-
coMHas nokammsauusa Xg25-26). B mocneqHIon 4eTBEpPTyIo
Tpynmy BxomAT Mapkepbl DXS7423, DXS8377, DXS9908,
DXS10011, DXS10134, DXS10146, DXS10147 (xpomocom-
Hast oKamsanysa Xg27-28). 3pech yMEeCTHO OTMETHUTb, YTO
B KOMMepueckuit Habop Mentype Argus X-8 (Biotype AG,
IpesneH, TepMaHus) BXOAAT IO [iBa JIOKyca M3 KaXKOi
TPYIIIBI CLeIICHNA.

Kacasicb BOSMOXXHBIX 3aTpyJHEHMII, CBSI3aHHBIX C MH-
TepIpeTalyeN pe3ynbTaToB SKCIEPTHIX MCCIEJOBAHMIL 110
X-MapkepaM, YMeCTHO KpaTKo (11 He IpeTeHAYs Ha IIOJTHOTY
U3JIOXKEHNs) OXapaKTepy30BaTb Ba>KHble aHOMA/IUM, CBS-
3aHHbIe ¢ XxpoMocoMoit X. IIpuunHoiT 6OMBIIMHCTBA TAKUX
XPOMOCOMHBIX HapyILIeHWIT AB/seTC HepacXo)KeHue I10-
JIOBBIX XPOMOCOM B IIpOIiecce Meilo3a y OfHOTO U3 POJy-
Tefel pebeHKa. Y XeHIVH IIPY 9TOM 00pa3yITCsl raMeThl
XX u 0 (mocnenHsst BOOOIIE He COTEP>KNT ITOIOBBIX XPOMO-
coM), y My>xunH — rametsl XY u 0. [Tocnenyrolee cnusHue
HOPMAaJIbHBIX WIU MYTaHTHBIX MY>KCKUX M >KEHCKMX IaMeT
MOXXeT IIPUBOAUTD K Pa3IMIHOMY HaOOPY IOTOBBIX XPOMO-
COM.
Cundpom Knaiingpenvmepa (Klinefelter syndrome) xa-
paKkTepusyeTcsi IOMMCOMMEN IO IIOJIOBBIM XPOMOCOMaM.
YacroTa 3TON NATONOTMM B MY>KCKOJ IONY/IALMM BBICO-
Kasi — okorno 0,2% (1:500) [4]. Tiopu, cTpajaioye 9TUM
3a0osieBaHyeM, MEIOT JIMIIHME II0JIOBble XPOMOCOMBIL: He
MeHee JIByX XpoMocoM X 11 He MeHee OJHOJ XPOMOCOMBI Y,
Hanboree dacToiii kapuotnn — 47,XXY (y 80% 60nbHBIX).
B KOHTeKCTe 9KCIepTH3 CIOPHOTO OTLIOBCTBA BaXKHO OT-
METUTb, YTO TOT CHH/IPOM OCTAeTCsl HEPACIIO3HAHHBIM Ha
HIPOTSKEHUY BCell XXU3HY IPYMEPHO y IIOJIOBUHBI 0O/Ib-
HBIX [2,6]. DeHOTUIINYECKY 3TO MYXUUHBI BBICOKOTO PO-
CTa, Xy/[OLaBOro (aCTeHNIECKOT0) CTIOKEHNS, C JUIMHHBIMU
PYKaMu ¥ HOTaMM, IIMPOKMM Ta30M M Y3KUMMU IIedaMu. Y
HUX C71ab0 BbIpa)KeHbI BTOPUYHBIE ITOIOBbIe IPM3HAKM, Ha-
PYLIEH cliepMaToreHes, OO/IbHbIE YaCTO XapaKTepU3yITCs
HU3KUM YpPOBHEM YMCTBEHHOIO pPasBUTHs, HEMOTUBMPO-
BaHHBIMM ITOCTYIIKAMMA.

Hawnbornee pacrpocTpaHéHHBIMY XPOMOCOMHBIMM aHO-
Ma/IMsAMU Y XKEHIUMH SIBISIOTCA CUHOpom nonucomuu X u
cunopom Ilepewesckozo-Teprepa.

Yacrora Tpucommm 1o xpomocoMe X (KapuoTHII
47,XXX) B xeHckoit nonysunmu cocrasiser 0,1% (1:1000)
[3]. Ype3BbIuaiHO pefKO BCTPEYAIOTCS TeTpa— M IIEHTACO-
mmn 48XXXX, 48XXXY, 49XXXXX, 49XXXXY, 49XXXYY.
Cunppom nomicomuy X XapaKTepu3yeTcsl 3HaUNTeIbHbIM
deroTHIMYECKUM TTOMUMOPP13MOM. C yBeTMYeHNEM YuC-
JIa JONO/IHUTEIbHBIX XpPOMOCOM X HapacTaeT CTeleHb OT-
K/IOHEHMsI OT HOPMBL. OTO >KEHIIMHBI NPEUMYILEeCTBEHHO
C MY>KeIIOfIOOHBIM TeTIOCTIOXKEHNUEM, Y HUX MOTYT ObITh He-
JIOpa3BUTBI IIEPBUYHBIC M BTOPMYHBIE [I0TI0BbIe IPU3HAKM,
OIHAaKO JieTOpOofHas GpyHKIMA /I TaKUX >KEHIIMH He VC-
KmodeHa. JacTo oTMedaeTcst yMepeHHas CTelleHb YMCTBEH-
HOJ OTCTa/IOCTH.

Cunopom Ilepewesckozo-Tepuepa (Ullrich-Turner syn-
drome) XapakTepusyeTcsi HOMTHBIM VY YaCTUYHBIM OTCYT-
CTBJEM OHOJ XpPOMOCOMBI X 1 BCTpeyaeTCs B )KEHCKOII 110-
HOYJIALUY € 4acToTOo okoo 1:2500 [12]. ®eHoTnmmueckn
9TO KEHIMHBI HU3KOTO pocTa (KaK mpaBuio, He 6onee 150
cM), ¢ pedopmanmeit TOKTEBBIX CYCTaBOB U C KPBUIOBUJI-
HBIMM KOXXHBIMM CKJIaJIKaM) Ha OOKOBBIX ITIOBEPXHOCTSIX
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Koporkoit 1men (“mmuo chuHkca”). XapakTepHbl Hapylie-
HYIA OBOT€He3a M BTOPMYHBIX IIOJIOBHIX IIPV3HAKOB, IOJIO-
BOJ1 MHpAHTWIN3M. B OONbIIMHCTBe C/y4aeB 6eCIIOfHBL.
LInToreHeTVKa CMHpOMa pasHOOOpa3Ha: IMIIb Y IIOJIOBM-
HBI IALIMEHTOK OOHAPY>KMBAETCA UCTMHHAA MOHOCOMUA BO
Bcex KieTkax (kapuorun 45X). B 25% cy4aes HabmogaoT-
¢ pas3MYHble aHOMAJINY OFHO 113 XpoMocoM X (femenun
KOPOTKOTO VIV JIMHHOTO IlIeYa, KOJMbIleBble XPOMOCOMEI,
M30XPOMOCOMBI). B OCTaIbHBIX CITy4asax BBIABAITCA pas-
JMYHBIe BapMaHTBI MO3aMIIM3Ma, B Bufie ABYX mau 6Gomee
K/IETOYHBIX IMHUI, OIHA 13 KOTOPBIX MMeeT KapuoTui 45X,
a gpyrue — Kapuotunsl 46 XX nnmu 46XY.

Hapymenns MmnTo3a Ha paHHUX CTafMAX SMOPUOHAID-
HOTO Pa3BUTUA TAKXKe MOTYT IPUBOJNTD K K/IeHOUHOMY MO-
3auyu3My 10 TIOJIOBBIM XpoMocomam. IIpu raxoit maromo-
TUY COZlepXKaHye XPOMOCOMBI X B Pa3HBIX KJI€TKaX OffHOTO
JesioBeKa MOXeT ObITb pasHoe: XX/XXX, XY/XXY, X0/XXX,
X0/XXY n gp. CreneHb KIMHNYECKNX IPOABIEHUI BO3pac-
TaeT C yBe/MIeHMeM KOMNIeCTBAa MO3aNYHbIX KJIETOK.

B menoM, 4mcieHHBIE aHOMAIMM TIONOBBIX XPOMOCOM
(X m Y) cBsizaHBI ¢ MeHee TsDKenbIMU GOpMaMy TeHeTude-
cKMx 6ojIe3Hell 0 CPaBHEHMIO C TaKVMU JKe aHOMAaVAMU
I/ ayTocoM. BeposATHee BCero, 3TO M ABIACTCA MPUIMHON
OTHOCUTE/IbHO BBICOKOI YaCTOThI TAKMX aHOMAJINIL B Y€JIO0-
Beueckoit nonysiuyu (oxono 1:500 nnm 0,2%) [1]. Vicxons
U3 3TOM OLEHKM, MOXXHO OXXIJATh, YTO B CPENHEM B OJHON
n3 160-170 sKcrepTu3 CIIOPHOTrO OTIJOBCTBA KaK MUHVMYM
OflMH M3 TpOMX oOcienyeMbIX OyfieT aHOMajeH IO YNCITY
IOJIOBBIX XPOMOCOM.

B aToM acmekTe MHTepIpeTHMpPOBATb pPe3yIbTaThl
MOJIEKY/IAPHO-TeHETHYECKMX SKCIIePTH3 CIIOPHOTO POZCTBA
10 MapKepaM XpoMOCOMBI X CTIefyeT ¢ 0co60it OCTOPOXKHO-
cTbi0. Jloka3aHHOe Ha/M4yMe YMC/IeHHbIX aHOMANI XpOMO-
coMbl X XOTs OB Y OFHOTO U3 06CIIe[yeMbIX NI BIeYeT 3a
CO0O0II HEB03MONHOCD NPUMeHeHUs ONVICAHHBIX aTOpPUT-
MOB pacyeTa MHJEKCa OTIJOBCTBA.

Hampumep, ykasaHmeM Ha BO3MOXHBIN CHHPOM
Knaitadenbrepa OymeT ABIATbLCA BBIABIEHME Y JIMLL MYK-
CKOTO IT071a IBYX 11 H0Iee ajllefieli B OTHOM MM HeCKOMbKIX
MIOMMOPQHBIX MapKepax XpoMocoMbl X. JI/Ist )KeHIIVH BbI-
ABJIeHNMe TpeX U 6oJlee ajvIeniell B OT/E/NbHbIX TOKYCaX yKa-
3bIBaeT Ha NoymicoMuio. HampoTns, roMo3nrorHoCTS 1o He-
CKOJIBKMM MapKepaM y )KEeHIIMH MOYXKeT CBUETe/TbCTBOBATD
0 MOHOCOMUIL.

JlomonHuTeNbHbBIE 3aTPYOHEHUSA IIpM MHTepIIpeTa-
VMM Pe3y/lIbTaTOB MOJIEKY/IAPHO-TeHETHYECKNX SKCIIEPTH3
CIIOPHOTO pOACTBa (KaK OTLOBCTBA, TaK M MaTepMHCTBA)
MOTYT BO3HMKHYTb B CTy4asX, KOT/ia IO/l 06CIeyeMoro pe-
OeHka HemsBecTeH. IIpu 3TOM clefiyeT ¥MeTh B BUAY, YTO
HOPMAaJ/IbHBIVI TEMUSUTOTHBI MY>XCKOJ T€HOTUII A 3KCIIe-
pUMeHTaNbHO (110 37eKTpodopeTdecKuM IpoduIiM) He-
OT/IMYMM OT HOPMA/TbHOTO TOMO3UTOTHOTO )KEHCKOTO TeHO-
tuna AA. B Takux ciydasx o0s3aTelbHO ClIefiyeT IpefBa-
PUTETBHO YCTAaHOBUTD MO pebeHKa (HampuMep, 1o JT0KyCy
aMeJIOTeHNHa), YTOObI YOeANThCA B 1eleco0OpasHOCTH VC-
crenoBaHyA X-MapKepoB BOOOIIe, a TakKe MCIOIb30BaTh
COOTBETCTBYIOIIME Oy pebeHKa KOPPEKTHbIE aITOPUTMBbI
pacdeToB (B Cy4asx CIIOPHOTO MaTepMHCTBA).

VIHIMKaTOpOM 4YMCTIEHHBIX aHOMAIMII IO IIOJIOBBIM
XpOMOCOMaM MOKET ABJATLCA CYLIeCTBEHHBIN Aychamanc
B YpOBHe JIeTeKI[J CUTHAIa MEeX/Y IMOJ-CHenVGIIHbIMU
dparmMeHTaMu B JTIOKyce aMmenioreHrHa. OfHAaKO 1 J/I 3TOTO
Mapkepa cliefflyeT YIUTBIBATh BO3MOYKHOCTb OTHOCUTEIHLHO
penkux apreaKkTHBIX pe3ynbraros [10, 24].

IToMyMO ONMCAaHHBIX BbIIIE IATONIOIMIA, CBA3AHHBIX C
YMCTeHHBIMM aHOMAJMAMU IIOJIOBBIX XPOMOCOM, IPHMYM-
HOJI IIMPOKOTO psifia HAaCIeCTBEHHBIX 3a00/IeBaHmUII SBIA-
I0TCA MyTallMM B PasHbIX reHax xpomocoMbl X. Hanpumep,
CUHOPOM MeCMUKYIAPHOU pemunusayuu (aHopozenosas
HeuyscmeumenvHocmy, androgen insensitivity syndrome)
06yCIIOB/IEH MyTallMAMY B FeHe aHPOT€HOBOTO pellenTopa
(ARA, OMIM:313700, xpoMocoMHas jnokanusauns Xqll-
12). Takue 60/IbHBIE UMEIOT HOPMaJIbHBIN MYXCKOJI Kapyo-
THII 46XY, HO XapaKTepU3yIOTCs )KEHCKUM (PEeHOTUIIOM.

[IpumMedaTenbHO, 4YTO BBICOKONOMMMOPQHBIN Tpu-
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HYK/IEOTUJHBII MMKPOCATE/INTHBIN MapKep
HumARA, noxanu3oBaHHbIN B 3k30He 1 3TOTO
Te€Ha, HEKOTOPOe BpeM: Ha3aJl MCIIONb30Ba/ICA B
MPAaKTUYECKUX TPUWIOKEHMAX MO UAeHTH(UKa-

Tabnuya 8

Dopmybl pacyeToB MH/IEKCA OTIIOBCTBA [ MapKepPOB, TOKa/lIN30BaHHBIX
Ha XpoMocome X denoBeKa ISl BCeX BO3SMO)KHBIX KOMOMHALIT TeHOTHIIOB

06crIeyeMbIX /NI

LMY JIMYHOCTYU M YCTAQHOBJIEHUIO poxcTBa [13]. TenoTan
OpHaKo BBUAB/EHNE UPESMEPHO Y/UIMHEHHBIX | e f;-':TOeTV'M“ re:l?g"'mﬂ MpeAnonaraeMoro Goomyaa bacuera Pl
ajyieneii B 9TOM JIOKyCe MO3BONAET B OCTATOY- P AoHep oTua pmyna p
HO onpeneneHHoi{ CTENIEHN CYOIUTD O PUCKE pAlla 1 AA AA A 1/p(a)
HaC/Ie[ICTBeHHbIX 3a00meBanmii [11, 21]. VimenHo
2 AB AA A 1/p(a)
u3-3a TOrO, 4YTOo MuKpocateryint HumARA Ha- 3 A A 5 ol
XOJMUTCsI B KOAUPYIOLel 06/1acTu 1 He ABJISIeTCA p(b)
TEHETUYECKY HENTPANbHBIM MapKepPOM, B Ha- 4 AB AB A 1/lp(@)+p(b)]
CTOs1Ile€ BPEMS €r0 UCIIO/Ib30BaHME IJIST Py TUH- 5 AB AC C 1/p(c)
HbIX Hp]/UIO)KGHI/Iﬁ[ TI0 YCTaHOBJ/IEHMIO POJCTBaA 6 Heuns3BecTeH AA A 1/p(a)
He PEKOMEHOYemcs. 7 | HeussecTeH AB A 1/2p(a)
AHaJIOTMYHble 3TUYECKNE COOOpaXKeHMs
8 AA AA B OTLOBCTBO MCKJlOYaeTcA
MOTYT OBITb OTHECEHBI U K PARY APYIMX IOIN-
MOpdHBIX 10KycoB xpomocombl X. K Hacros- 2 AA AB C OTLOBCTBO MNCKMtOHaeTCA
meMy BpeMeH! B MUpe He CYI[ecTByeT efuHoro | 10 AB AA C OTLOBCTBO MCKIIOYAeTCA
CTaHJapTa MO MCIOJIb30BAHNIO OIIPEAECICHHDbIX 11 AB AB C OTLIOBCTBO UCKJIIOYaeTcA
)é'MaPKePOB B SKCIIEPTU3AX CIIOPHOTO POACTEA. | 12 AB AC D OTLIOBCTBO WCKIoYaeTcs
UEIOM, MHTEPIPETALNA M YUCIEHHAA OLICHKA 13 | HeusBecTeH AA B OTLIOBCTBO UCKOYaeTcA
Pe3y/IbTaTOB IO STUM JIOKYCaM 3a4acTyI0 MOXKeET ” AB c
OKa3aThcs GoJIee CTIOKHOM 3a/Iadeit, 1M IS ay- HensBeCTeH OTLOBCTBO NCKNIOUaETCA

TOCOMHBIX MapKepOB.

Bo Bcex 3aTpyHUTENIbHBIX CITy4asiX IPU SKCIIEPTHOM JC-
ClIefOBaHNUY MapKePOB XpPOMOCOMBI X 11e71eCO00pasHbIM BI-
AUTCA yTOYHEHMe aHaMHe3a Y XapaKTePHbIX (PeHOTUIIIYe-
CKVIX IIPM3HAKOB 00CTIe[yeMbIX /L], IIPOBEfieHNe OTIO/THN-
Te/IbHOTO IIMTOT€HeTYeCKOT0 aHa/M3a U IIpUBJIeYeHe I
KOHCY/IbTAlIMIl CIIEIIMaIVCTOB B 00/IaCTH MEIMIIMHCKOI Te-
HeTuku. C ZPyroii CTOpOHBL, MHPOPMAIIVS O XPOMOCOMHBIX

HAPYLIEHMAX U CHH/IPOMAX, BIIEPBbIE AMATHOCTHPOBAHHBIX
B PaMKax 3KCIEPTH3 CIIOPHOTO POACTBA IO X-MapKepam,
HO/DKHA SIB/UITBCSL VICK/TIOYMTEIBHO KOH(U/EHIMAIBHOIL.
Pesy/bTaThl 0 JOCTOBEPHO BbISIBIEHHOM XPOMOCOMHOM Ha-
PYLIEHMY ¥ CBA3aHHOM C HMM 3a00/IeBaHUN He criedyem co-
001aTh 06C/Ie[OBAaHHOMY ULy, VICK/IIOUeHNE COCTABIIAIOT
TOJIBKO CJTy4ay, KOIla TAKOrOo pofa MHGOPMALys sBHBIM
06pasoM 3alpolleHa MIMEHHO STUM YelOBEKOM.

JINTEPATYPA

1.Bopcanosa C.I., I0Opos IO.b., YepHnviuos B.H. XpoMocoMHbIe
cuHapoMel 1 aHoMamuu. Kmaccuduxanysa u HOMeHKIaTypa. —
Pocros-na-/lony: PoctTMY, 1999. — 192 c.

2.Iycaxosa JI.A., Mcxanas K., Tumosa 10.A., Kanunuenxo
C.IO0. OmbiT npumMeHeHus: Hebupo y maiyeHTa ¢ CHMHEPOMOM
Knaitadensrepa. // Oxxupenne u Mmerabommsm — 2007. — Ne2. —
C. 32-34.

3.Jasudenxosa E.D., Tubepmarn M.C. Knuundeckas reHeTu-
Ka. — JI.: Meguuuha, 1975. — 432 c.

4.JTedos  U.I., Menvruuenko  ILA., Daoees
9upoxkpuHonorusa. — M.: T9OTAP-Menua, 2007. — 432 c.

5.Eppemos VM.A., Cepeeun I0.A. TIporpamma i pacyera MH-
JieKca VI BEpOSATHOCTY OTLIOBCTBA (MaTepPUHCTBA) IPM MCCIENOBA-
Huax THK — Pindex: Paternity Index. // ®enepanbHasa cmysx6a
[0 MHTEIEKTYa/NbHONl COOCTBEHHOCTH, IIATEHTaM M TOBAPHBIM
3HakaM. CBUJICTENILCTBO O TOCYZAPCTBEHHOI PerMCTpaluyt Ipo-
rpamMmbl g OBM Ne2009610058 or 11.01.2009 r., mo 3asABKe
Ne2008615246, mata noctynnenns 13.11.2008.

6.Abramsky L., Chapple J. 47,XXY (Klinefelter syndrome) and
47,XYY: estimated rates of and indication for postnatal diagno-
sis with implications for prenatal counseling. // Prenat Diagn. —
1997. — Ne 17 (4). — P. 363-368.

7.Ayres K.L., Powley W.M. Calculating the exclusion probabil-
ity and paternity index for X-chromosomal loci in the presence of
substructure. // Forensic Sci. Int. — 2005. — Vol. 149 (2-3). — P.
201-203.

8.Becker D., Rodig H., Augustin C. et al. Population genetic
evaluation of eight X-chromosomal short tandem repeat loci us-
ing Mentype Argus X-8 PCR amplification kit. // Forensic Sci. Int.
Genet. — 2008. — Vol. 2 (1). — P. 69-74.

9.Brenner C. Symbolic kinship program. // Genetics. — 1997. —
Vol. 145. — P.535-542. (Published erratum appears in Genetics 147
(1997) following 398.).

10.Cadenas A.M., Regueiro M., Gayden T., et al. Male amelo-
genin dropouts: phylogenetic context, origins and implications. //
Forensic Sci. Int. — 2007. — Vol. 166 (2-3). — P. 155-163.

11.Caskey C. T., Pizzuti A., Fu Y.-H., Fenwick R.G. Jr.,, Nelson
D.L. Triplet repeat mutations in human disease. // Science —
1992. — Vol. 256. — P. 784-789.

12.Clement-Jones M., Schiller S., Rao E., et al. The short stat-
ure homeobox gene SHOX is involved in skeletal abnormalities in
Turner syndrome. // Hum. Mol. Genet. — 2000. — Vol. 9 (5). — P.
695-702.

13.Desmarais D., Zhong Y., Chakraborty R., et al. Development
of a highly pol%morphic STR marker for identity testing pur-
poses at the human androgen eceptor gene (HUMARA).

B.B.

54

// J. Forensic Sci. — 1998. — Vol. 43 (5). — P. 1046-1049.

14.Forensic DNA evidence interpretation. /| Ed. by ]. Buckleton,
C.M. Triggs, S.J. Walsh. — CRC Press, Boca Raton, London, New
York, Washington, D.C., 2005.

15.Fung W.K. User-friendly programs for easy calculations in
paternity testing and kinship determinations. // Forensic Science
International. — 2003. — Vol. 136. — P. 22-34.

16.Gjertson D.W., Brenner C.H., Baur M.P, et al. ISFG:
Recommendations on biostatistics in paternity testing. // Forensic
Sci. Int. Genet. — 2007. — Vol. 1 (3-4). — P. 223-231.

17.Hering S., Augustin C., Edelmann ], et al. DXS10079,
DXS10074 and DXS10075 are STRs located within a 280-kb region
of Xq12 and provide stable haplotypes useful for complex kinship
cases. // Int. J. Legal Med. — 2006. — Vol. 120. — P. 337-345.

18.Hering S., Brundirs N., Kuhlisch E., et al. DXS10011: stud-
ies on structure, allele distribution in three populations and genetic
linkage to further g-telomeric chromosome X markers. // Int. J.
Legal Med. — 2004. — Vol. 118. — P. 313-319.

19.Jedrzejczyk M., Jacewicz R., Berent ]. Polymorphism of
X-chromosome STR loci: DXS8378, DXS7132, HPRTB, DXS7423 in
a population of central Poland. // Problems of Forensic Sciences —
2008. — Vol. LXXIII. — P. 65-69.

20.Krawczak M. Kinship testing with X-chromosomal markers:
mathematical and statistical issues. // Forensic Sci. Int. Genet. —
2007. — Vol. 1 (2). — P. 111-114.

21.La Spada A.R., Wilson E.M., Lubahn D.B., et al. Androgen
receptor gene mutations in X-linked spinal and bulbar muscular
atrophy. // Nature — 1991. — Vol. 352. — P. 77-79.

22.Morling N., Allen R.W, Carracedo A., et al. Paternity
Testing Commission of the International Society of Forensic
Genetics: recommendations on genetic investigations in paternity
cases. // Forensic Science International — 2002. — Vol. 129. — P.
148-157.

23.Robino C., Giolitti A., Torre C. Development of two multi-
plex PCR systems for the analysis of 12 X-chromosomal STR loci
in a northwestern Italian population sample. // Int. J. Legal Med. —
2006. — Vol. 120. — P. 315-318.

24.Stapleton PM., Lai D., Millar C.D., et al. Discovery of three
related females who type XY at the amelogenin locus. // Forensic
Science International: Genetics Supplement Series — 2008. — Vol.
1. — P. 577-579.

25.8zibor R. X-chromosomal markers: Past, present and future.
// Forensic Science International Genetics. — 2007. — Vol. 1 (2). —
P. 93-99.



Cubupcruii meduuunckuti s#yprazn, 2011, Ne 7

26.Szibor R., Hering S., Edelmann ]. A new web site compil-  markers for forensic purposes // Int. J. Legal Med. — 2003. — Vol.
ing forensic chromosome X research is now online. // Int. J. Legal ~ 117. —P. 67-74.
Med. — 2006. — Vol. 120 (4). — P. 252-254. 28.Tillmar A.O., Mostad P, Egeland T, et al. Analysis of linkage

27.8zibor R., Krawczak M., Hering S., et al. Use of X-linked and linkage disequilibrium for eight X-STR markers. // Forensic
Sci. Int. Genet. — 2008. — Vol. 3 (1). — P. 37-41.

MNudopmannsa 06 aBropax: 690022 BragusocTok, np. 100-mets Bragusocroka, 159; e-mail: kozhemyako@gmail.com
Edpemos Vnbs AnexceeBid — CTaplNii HAY4YHBI COTPYRHMUK, K.0.H., e-mail: info@tapotili.ru
Koxxemsako Banepnit bopucoBuy — crapiimnii HayqHbIl COTPYIHMUK, K.6.H., IOLIEHT

© MAHYEHKO A.C., IOKMTHA M.A., TAVIMOJIEHKO .H., TUXOHEHKO O.A. — 2011
VIK 616-053.31, 616.24

COCTOAHUE HUTPOKCUAEPIMYECKON CACTEMbI Y HOBOPOXKAEHHbIX

Anexcandpa Cepeeesna Ilanuenxo, Mapuna Anexcanoposta Okuna,
Unecca Hukanoposa Iaiimonenxo, Onvea Anexcarndposta TuxoHeHko
(*YmTMHCKas rocyfapcTBeHHAsA MEAVILIMHCKasA aKaieMus, peKTop — A.M.H., tpo¢. A.B. ToBopuH, kadenpa nponeneBTukn
meTcKux 6onmesHel, 3aB. — K.M.H., iol. A.C. [TaHueHKo, Kade[jpa rOCIIUTATbHON MeANATPUI, 3aB. — JI.M.H., pod. VI.H.
Taiimonenko; 2KpaeBast kmHmveckast 60mMbHNUIA, TI. Bpad — K.M.H. VI.JI. JIuxaHoB)

Pestome. O6cenoBaHo 65 HOBOPOXKEHHBIX A€Tell C KIMHUKOI TSKE/IOM FhIXaTe/IbHON HeOCTATOYHOCTH, TpebyroLert
PpecnMpaTopHOIL NOALEPKKM B PAaHHEM HEOHATaIbHOM Ilepuofie. B KoHJieHCcaTe BbI/IbIXaeMOTO BO3lyXa Y HOBOPOXX/I€HHbIX,
HaXOJAIMXCA Ha VICKYCCTBEHHOV BEHTWIALMM JIETKMX OIIpefie/IsUIM KOHIIEHTPAlMIO CTabMIIbHBIX METabOMIUTOB OKCHAA
asora. B pesynbraTe aHa/nM3a NOTy4YeHHBIX JAHHBIX OTMEYEHO, YTO IPOAYKLMA OKCMJA a30Ta HE 3aBUCUT OT CPOKa recra-
L[MI1, XapaKTepa JIErOYHOI MaTOMOIMN, 0COOEHHOCTE Teparnu.

KnroueBble clToBa: HOBOPOX/IEHHBI, METAOOIUTBI OKCHUJIA a30Ta, KOHJEHCAT BBI/IBIXaeMOr'0 BO3/1yXa, AbIXaTe/lbHast He-
TOCTaTOYHOCTb.

NITRIC OXIDE SYSTEM STATE IN NEWBORNS

A.S. Panchenko, M. A. Yukina, I.N. Gaymolenco, O.A. Tikhonenko
(*Chita State Medical Academy; )

Summary. The study involved 65 infants with severe respiratory insufficiency and respiratory support was necessary
in such cases. The aim of this study is to investigate concentration of stable NO metabolites of nitric oxide and nitrates in
exhaled breathe condensate in neonates. The authors has shown that NO production do not depend on the age of gestation,
respiratory pathology and features of treatment.

Key words: newborn, NO metabolites, exhaled breathe condensate, respiratory insufficiency.

Bo BcéM Mupe HEYK/IOHHO PacTeT YMC/I0 IPeXAeBpeMeH- ~ COBPEMEHHBIX YCTIOBUAX YCOBEPLIEHCTBOBATD IMATHOCTUKY
HBIX pofoB. PAaKTOPOB PUCKA POXKAEHMs HEJOHOLIEHHOTO  AKTMBHOCTM TEYEHNUA OPOHXO/IETOYHOrO IIpoIlecca IM03BO-
pebeHKa OCTATOYHO MHOTO, 9TO U BBICOKAs COMaTn4ecKas;, /IAI0T HEKOTOPbIE 6moxymirdeckue Mapkepbl. Ocobblil 1H-
SHIOKPUHHAA, MMMYHOJIOTMY€ECKasl, TeHeTUYeCKas I1aToIo- TE€peC NPENCTAB/IAIT MCCIENOBAHNA, CBUIETENbCTBYIOMNE
U cpenu GepeMeHHbe. He manoBakHyI0 ponb UTpaeT U O B)KHOI POJIM OKCUJIA a30Ta (NO) B marorenese BocIa-
B/IMsIHUE 9KONOTMYECKUX, NPOQECCHOHANBHBIX, COLManb-  JUTEIPHOTO ¥ UIMMYHHOIO IIPOLIECCOB B JIETOYHOI TKAHU.
HBIX U JPYTUX BO3JENHCTBUIT Ha COCTOSHMUE 3T0POBbs >KeH-  buonorndeckas pons NO B opraHusme 4denoBeka OIpese-
muH. HenoHouieHHbIT pebeHOK TpeOyeT NpucTanpHOro  JIAETCA €0 MEAMATOPHBIMMU ynxumamu B pasHoo6pasHbIx
BHUMAaHNA Bpaya, IPYMEHEHNE COBPEMEHHBIX TEXHOIOTUN ¢usmonormiecknx u MaroPusNONOrNYECKUX NpoLeccax B

M METOMIOB BbIXa)KMBaHMs, a TaK )K€ JOCTaTOYHOI'0 MaTepu- OOTIBIIMHCTBE CUCTEM: PETYIMPYET TOHYC I/IAf[KUX MBI
aIbHOTO obecIedeHNsi pOJXOBCIIOMOTAaTeNIbHBIX YUpexje-  COCYHOB I OPOHXOB, OKa3blBaeT AHTUTPOMOOTIIECKOE JIeii-
Huit. OZTHOBpEMEHHOE IMOBbIIIeHNe KadecTBa IIOMOLY HO-  CTBUE, PETYIMPYET BOCMAJIEHNE U UMMYHHYIO 3aIINTY. B

BOPOXK/IEHHBIM, yIydllleHe OCHalleHMss obopymoBaHumeM  JIETKUX NO cuHTe3upyeTcs B K/IeTKaX SHIOTENNA apTepuit
POROBCIIOMOTaTENbHBIX M NETCKUX OT/E/IEHNII, BHeipeHne Y BEH, SIMUTEINONNTAX, Makpodarax, Heiirpopunax [1,6].
HOBBIX TEXHOJIOTUII PeaHMMAalIOHHO-MHTEHCUBHOM IIOMO- Oxcup a30Ta ONpeReNsAnT HEMOCPENCTBEHHO NPU aHANU3e
LY CO3JaeT MPEeANOChUIKN JI/IsI BbIXaXKMBaHUs JaXke rny60- BO3JIYLIHOJ CMeCH, BbIIbIXaeMOii MCTIBITyeMbIM. [Iponenypa
KO HeIOHOLIeHHBIX feTell [9]. Henbssa 3a0biBaTh 0 TOM, uTO ~ U3MEPEHUS NO B BbI/IbIXa€MOM BO3[TyX€ SABJIAETCSA HENHBA-
KaXKyIUiics HeGOJbINOI MPOIEHT HENOHONIEHHBIX JieTell — 3MBHO M 6e30I1acHOI1, HO IIpMMEHEHME ee Y ieTelt MIajiie 6
dbopMMUpyeT OCHOBHYIO YacTb CTPYKTYpbI ITepUHATAIbHOI  JI€T 3aTPYIHUTENIBHO. 06 yposre NO TaKske MOXXHO CyAUTD,
cMepTHOCTH. PecrinpaTopHble HapyllleHNs 3aHUMAIOT Befy- ~ M3MEPsSA KOHIEHTPALNIO €ro MeTaboNUTOB B KOHJEHCaTe
1jee MeCTO B CTPYKType IepMHATA/IbHOM MAaTOJIOTUY HOBO- BbIJbIXa€MOr'0 BO3JyXa (KBB). KoHpieHCaT BBIbHIXa€MOTO
POX/IEHHBIX 11, 0COOEHHO, HE[OHOIIEHHBIX fieTelt. [IpyaTom  BO3/IyXa — 9TO XKMIKOCTD, IOTy4EHHAA B PE3yNbTaTe KOH-
AbIXaTe/lbHble HapyIIEHWsA, BOSHUKINNE B paHHEM HEOHa- [eHCalyy apOB BbIIBIXaeMOJ BOMIbI U IUCIIEPTUPOBAHHBIX
Ta/IbHOM TIepUOfe, ABMIAIOTCSA Haubomee 4acToil pu4YnHOi B Hell 9acTHl] C TOBEPXHOCTU PECHMPATOPHOTO TPaKTa. Y
He TO/IbKO CMEPTHOCTM, HO M XPOHMYECKUX 3abomeBaHmii ~ IMALMEHTOB, HAXONAINMXCA Ha VICKYCCTBEHHOI BEHTI/LSIINY
nerkux [7]. Ouenka XapakTepa Te€4YeHUS BOCIIa/JIMTEIbHO-  JIETKUX (VIBJT), Bara 13 BBIIbIXaEMOTO BO3yXa ocelacT Ha
rO Ipoliecca B TKaH:IX JIETKOTO ¥ GPOHXOB U BbI3bIBatolux  CTEHKAX NBIXaTETPHOTO KOHTYpa U cobupaercs BO BIaroc-
€T0 IIPUYMH ABIAETCA aKTya/IbHOM 3afiadeli JETCKOM ITy/b- 6opuuk. Takum o6pasom, mpouenypa 3abopa KBB y aroit
MOHOMOTMN. [/l 9TOrO0 MCIONB3YIOT NPEMMYIECTBEHHO  TPYIIIBI OOIBHBIX SIB/ISETCS] IPOCTON ¥ HEMHBA3MBHON. B
VHBa3MBHbIE MeTONbL: GpoHXOTpadMio, GPOHXOCKOMMI0 ¢ ~ COBPEMEHHON HAayYHON JMTepaType MHO)XECTBO CTaTeil
UCCIefOBaHNeM OPOHXOAIbBEOJSIPHOTO JaBaXka, OpoHxo- — HOCBAIIEHO MCCIENOBAHMIO CONEPXKaHMA NO B pasnuynbIx
6uomncuo [10,11]. Ho He Bce 13 3TUX MeTOIOB IPUMEHUMBI OVOIOTMIECKUX XXUAKOCTAX. TaK, ObIIO OTMEYEHO, YTO KOH-
B [IEAMATPUM, 0COOEHHO B HEOHATOIOIMYECKOIT ITpaKkTuKe. B LEHTpanua NO u ero mMeTa6omUTOB 3HAYUTENBHO MOBbI-
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