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CNOXHbIA NS AUATHOCTHUKU
CNYYAA MO3AULIM3MA TPUCOMUN
XPOMOCOMbI 16, BbIIBNEHHbIWA
NMPEHATAJIBHO

flpedcmaaieno GRUECANLE CAONNOZ0 CAVHAA BPERAMOIL-
HOG DUGeHOCHUKY MOIANYLETMA MPUCOMUL XpoMocomt |6,
fTa peayasmamanm cKpukunza RPOMEXaoan © Yapoiol npe-
PHATHUR GepeMennocme Guad OMNEcena & ZPVANY FRCOKO20
pucka. fTpu yasmpazaysogom ucciedoganuu ¥ nioda 19 wed
paIGUMEE  DUAZHOCMUPDEaH KOMRAEKT DeHomunLMeck L
RPORENEHNE XPOMOCOMEOT MaMOI02EN, BPONCOEHRBG RopoK
cepdua (deghexm smedcxwceiydoukosod nepesopodiu), 2unep-
INOCHABE KMUCSHUK, ariaiuy apmepuu nyaosuns o dp, B
XO0e MOAEKYARPHO - HUMOSEHEMUHECK020 QRaANIE & KAEMKaX
RAGUER I O0RAPYHCER KaPUuamun ¢ MpucoMuel 1o Xpomoco-
me 16 (47.XX, +16). B amnuoyumax oxotomiodinx aod yo-
MAHOSAEN MOZAUIUIM MPUCOMUL xpomocosms  T6: mos
47 XX, +1o/46, XX, Mamanamomuseckoe  uccaedosane
afopmyca 8epuPULHPOEEIT MHONCECTBEHRNE GPoNcAeHNE
FOPOKU PAISHITILA.

@ JLB. TABOKHHA, H.H, CONKO, B.A. BYAHOBA,
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Beenenwe. Mapected venbiil pai reHeTHYECKHY
3abofeBaHMA YET0REKA, CBA3AHHBIX C MATOJIOTH-
eil xpomocomel 16, bnarogaps BHeIpPEHHIO B KIIK-
HHYECKYIO MPAKTHKY COBPEMEHHBIX MOJEKYIAD-
HO-LUMTOTCHETHYECKMX METONOB B NOCTENHHE
ookl AWarHocTHKA 3abonepaHuil, oDycaoBneH-
HBIX XPOMOCOMHBIMM AHOMATHAMH, He npenc-
TarnAer ocobuiX TpyaHocTell. Tem He MeHee Hay-
yeHMe Dosle3Hel, BLIZBAHHBIX YHCIOBBIMM HIH
CTPYKTYPHBIMK abeppauvaMu xpoMocoMbl 16,
TOMBKO HAYMHAETCH, TAK KAK KAXIbIH ONHChHIBAES-
MBI CAYYAH HYAIAETCH B MHAMBMAYANILHOM aHa-
Jinse,

Haubonee uccneloBaHHbIM FEHETHYECKHMM 33-
DoNeBaHHEM ¢ y4acTHEM XpoMmocomel |6 saensieT-
CH TPMCOMHMA NO yKazaHHoH xpomocome. Tak,
COMNMACHO CTATUCTHMUCCKHM TAHHBIM, MO TIPHUHHE
TPHCOMHH Xpomocombsl 16 exerondo B CLIA
npoucxoanTt noteps oxono 100 000 bepeMeHHOC-
Tei, yto coorsetcTByeT 10 % Beex 3amepimx Ge-
pemenHocrei [1].

XOTa noaHas TPHCOMMA Mo xpomocome 16 He-
COBMECTHMA C XH3HbIO, W3BECTEH PAL THIOB
AHOMATMHA 3TOH XPOMOCOMBL, NPH KOTOPBIX BO3-
MOAHO POXAEHWE peDeHKa. KOoAW4YecTBO TakMx
netei HeDoNLIoe, HO MOCTOAHHO YBEIHYMBAET-
cA. Cpenu nocneiHux — MO3IaHMHbIi BAPHAHT TPH-
COMMH TIO XPOMOCOME |6, NPH KOTOPOM He BCe
KNETKH,/TKAHW WHIMBYAYYMa HECYT TPETLIO KO-
MHIO 3TOH XPOMOCOMBIL, MO3AHYHAA TPHCOMHA MO
xpomocome 16, orpaHMuMeHHas TTAUEHTOH, T.e,
AHOMANBHAA XPOMOCOMA NPHCYTCTBYET TONBKO B
KIeTKAX 3TOH TKAHM, YHUNAPEHTHAH LHCOMHSA
XpoMOCOMEL |6, MpH KOTOPOH NPHCYTCTBYIOT OBe
KOMHH HOPMANLHOR XpOoMOCOMbLL, HO 0DE 3TH KO-
MUK YHACNEAOBaHb! OT OOHOTO W3 IBYX pOOWTEne
(YHHMAPEHTHYIO OHCOMHIO Hanboee 4acTo Ha-
XOOAT B COMETAHHH C MO3aHYHOH TpPHCOMMENR
XpOMOCOMBI 16); YacTHUYHAS TPHCOMMA XPOMOCO-
Mel 16 (16p+ wau 16g+), npH KOTOPOH NpUCYT-
CTBYET HEIHAYMTENLHBIA (PATMEHT XPOMOCOMMBI;
4YacTH4Haa MoHocoMmua 16p— wan 16g—, T.e. no-
Tepa  Heboabworo dQparMeHTa XpOMOCOMBI;
CTPYKTYPHBIE MEPECTPOIHKH, B YACTHOCTH, TPaHC-
JNOKAUHK.

YacTb M3 NepevmucieHHbIX AHOMANKHIA B KapHo-
THIE C y4acTHEM XpoMocoMel 16 (niaueHTapHBINR
MO3aHLUH3M, cOANAHCHPOBAHHBIE TPAHCIOKALIMH)
HE JaT KakoH-1H00 KIHHHYECKOH KapTHHE 3a-
DonesaHuA. B Apyrux cnyyasx cnexkTp KIHHHYEC-
KMX NpossieHuid 3adbonesaHus DyaeT 3aBpHceTs OT
KOHKPETHOH aHOMATHKM XpoMOoCcoMEl 16, HaiineH-
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JI.B.

Puc. 1. dedext MesxenyaoukoBoil neperopoiki cepiia
() W rHNEp3IXOreHHLIA KU HHE ()

HOIi B kKapuoTune nauneHTa. Cpean Nopokoe pas-
BUTHA HAWDOMEE YACTO BCTPEUAIOTCH NOPOKM cepa-
ua. BelIensioT BPOAIEHHBIE AHOMANTHH PAa3BHTHA
NO4YEK, KOCTHOH CHCTEMBI, THLUEeBLIE AucMOopduu,
NATOIOTHIQ KCTPAIMOPHOHANLHEIX CTPYKTYP (a-
LEHTH!, MYNOBHHE), 4 TAKKE OTCTABAHME B hH3IM-
HECKOM M MCUXHYECKOM pa3BHThM [2].

BHenpeHHe B NMPakTHKY aKyILIEPCTRA M FMHE-
KOJOTHH METONOB NMPEeHATATBHOH AHATHOCTHKH
JACT BOIMOKHOCTE PAHHETD BRIABICHHA XpOMO-
COMHOM NATONOTMK ¥ NI0IA, YTO NOIBOIAET CBO-
EBPEMEHHO TIPMHATL PELIEHHE O NaNbHEReM
BEAEHHH DepeMEHHOCTH ¢ MHHHMANH3aLHe#H
MCUXOMOTHYECKUX NMPodaesM L8 MaTepH W pauu-
OHANBHBIM TUIAHHPOBAHHEM NOCHEAYIOILER De-
PEMEHHOCTH.

B nacroauwe# paboTe npeacrapiseM onucaH1e
CIIOXHOMO CIy4as TNMPeHATANBHOH OMarHOCTMKM
TPUCOMMH XPOMOCOMBL 16,

Marepuain # MeTOIbL. Y1LETPA3IBYKOBOE MCCIEI0-
BAHWE BCEX OPraHOR W CHCTEM TLUI0IA OCYILIECTRIANM
Ha annapare «Meaucon-8800». MHBamBHEE Npo-
ueaypel (TPAHCADIOMHHANBHBI AMHMOUEHTES M
Guoncua nnaueHTsl) nposoauan B 19 vea Gepe-
MEHHOCTH ¢ MOCAEAYIOUWHM UHTOIEHETHYECKHM
HCCNeOBAHUWEM MOAYUEHHOTO MaTepHana.

XpomocoMHble npenaparsl GHONTaTa NAIAalLeH-
Thi MOAYYHATH METOLOM KPATKOBPEMEHHOMD KV/1b-
Tusuposanuna (18 4, +37 °C, 5 % CO:). Kyneru-
BHPOBAHWID TIPEIILECTBOBAIA CHHXPOHMW3ALMA
MPOLECCOR AeeHHA KIeTOK B TKaHU npu + 4 °C
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B Teyerue 3—4 y. lNpenaparsl MeTadaHbIX Xpo-
MOCOM TIOAYUYATH MALEPHPOBAHWEM BOPCHH NAa-
ueHTsl B 60%-HON YKCYCHOH KHC/IOTE COMacHo
OB NPHHATOR TEXHHUKE soTneqaTkoB: (3] B Ha-
weit Mmoaudgukaunn [4].

[MepBHYHYIO KYALTYPY AMHHOLHTOB MOAYYLTH
B Tevenne 8—10 mHed KyTbTHBHPOBAHMA CTAH-
JapTHLIM MeToaoM [3]. KyasTHBMpORaHHEBIE KIeT-
KH KpaTKoBpeMmeHHO oDpabaTsiBanu pacTsopoM
pepcetia M 0,25%-HbIM pacTBOpOM TPUNCHHA, 3a-
TeM runotoHdyeckuM 0,075 M pacreopom KCl
{+37 °C) ¢ nocaenytowei dukcaumeil MeraHon-
VECVCHOM cMechio (3 © 1). Bisech KI€TOK HAHOCH-
AW HA NPEAMETHOE CTEKND.

KyastuBuposadue aumdoundtos nepudepm-
YECKOH KPOBW OTUA M MATEPH NPOBOAKIAN Moy-
MUKPOMETOLOM C JAMBHER MM HCNONEIOBAHHMEM
cTalaapTHoro Metoaa [3] nonydyeHus npenapatos
fPKCHpOBaHHLIX MeTadas.

Tl UM TOreHETHYECKOrD HCCNENOBAHWA MEeTa-
haIHBIX MAACTHH KIETOK NNAUEHTbI, aMHHOLMK-
ToB W Aumdountop venoasiosaaw GTG w CBG
TexHukH audupepeHunansHOR OKPACKH XpOMO-
COM MO ATHHe [3].

Murepdaiuwit FISH-awanui ocyuwectensim
HA HEKYIETHBHPOBAHHBIX KNETKAX BOPCHH Maa-
UEHTE M HEKVAETHEHPOBAHHLIX AMHHOLWMWTAX,
3athHKCHPOBAHHBIX B METAHOM-YKCYCHOM CMecH
(3:1) [3]. Mubpuanzaumio in situ NPOBOIMAM CO
cneuupryueckMi K xpomocome |6 anshouaHbi-
M JHK-npoBaMy W3 KOLIEKUHH LUHTOMEHETH=-
yeckoi nabopatopuu HaumowanbHOTo ueHTpa
ncuxuveckoro inopoesd PAMH (Mockea, Poc-
cun) [6] cornacHo npoTtokony, paspaboTaHHoMY
Soloviev et al. [7]. Ins neTekuuu MeveHHbIX GHO-
tHHoM npob JHK wucnoawzosanu cnoit duoo-
pecuenHapuauHa («Sigmas). Mnentudmrauuw
APOMOCOM OCYILIECTRIAAM € nomowbsl DAPI ok-
packu. [lnsa cocTapneHMA KAPUMOTHITOB XPOMOCOM,
NONYHEHHBIX H3 PATHYHBIX KJIETOK, W PerucTpa-
UMM THOPHANIALMOHHBIX CHTHANOB HCNONB3IDBA-
au nporpammy CytoVision (CLUA).

Pesyabratel wechaenosanmil, [Maumentka K., 32
net, obpaTunack B oTAeNeHHE aMby1aToOpHOR mo-
MOLLH KTHHUEW «Mcuna» B cpoke 1 1—12 Hen Ge-
PEMEHHOCTH A NMPOBEIeHHUA NPEHATANEHLIX MC-
cneaoBaHuit B pamkax «[lakera akywepckoro
ckpHHuHIas: apoiHol Tect B 11—12 Hea (Y3H u
olnpeleicHHe YPOBHA Deta-cyDbelMHHLBl XOPHO-

| Huueckoro roHanotponuua (B-hCG), accoum-
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Caomcnnifi das duaznocmuKy CAVHaE MOUUNIMG MPUCOMUN XpoMocomsl |6, xRaIeNNbIE RPeHamaibio
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Puc. 2. Kapuorun npodadoa 47, XX+ 16, anMTeIHaANbHBIC KIeTKH BOPCHH nnaueHTel, GTG-Meroa anddreperunaibHon
axpacku xpoMocos (ad; uaTepdazini FISH-ananms ¢ ansdomnnsivu THEK npobasmu (D16Z1) (6)

HPOBAHHOIO ¢ DepeMEHHOCTBID NJAIMEHHOro
nporeHHa A (PAPP-A) u tpoiinoii Tect B 16—
17 ven (Y3MH v onpenenenue yposHa ansdadero-
nporerHa (MS-AFP), HEKOHBIOrHPOBAHHOID
acrpuona (uE3) (B-hCG).

C panuux cpokoe (7T—8 Hea) TedeHwe Bepe-
MEHHOCTH OCIOXHHIOChE YTPO30H NPepeIBAHMA C
KPOBAHHCTEIMH BLUACICHHAMK M3 MONOBLIX My-
Tei. Jo |8 Hel TPHALB NPOBOAWAW CTAUMOHAD-
HOE NieueHHe yrpo3sl npepesaHua. B 19 Hen rec-
TAUHH MPU VALTPAIBYKOBOM HCCIEOIOBAHHMH Y
naoaa e ODHAPYXEH BPOXIEHHKIH NOPOK cepl-
ua — aedekt MeXKeNyAOUKOBOI NeperopoikH B
sembpano3Hoil vactu 1o 3,6 mm (puc. 1, a). Tiua-
TEIbHOE MCCAENOBAHWE BCEX OPraHOB M CHCTEM
MO0, & TAKKE IKCTPasMOpHOHANLHBIX CTPYKTYD
MOKAIAN0 HATHYHE THNEPINOTEHHOID KHILEYHM=
KA (puc. 1, 6) M aniasii apTepun NYMOBHHEL, KO-
TOPLIE ABMAKTCA VALETPa3BYKOBLIMH MapKepaMH
KPOMOCOMHBIX AHOMATHIA,

[lo pesynsratam CKPHHMHIA (NOBbLILLEHHBIA
pHck TpHcoMuir 18 — 1 :95), a Takse ¢ yueToM Ha-
JIHYKA BPOMIASHHOTO NOPOKAa Cepiaua v YIsTpa-
IBYKOBLIX MAPKEPOB AHEYMNOHINH KeHIWMHE Obl-
N0 PEKOMEHIOBAHO NMPOBEAEHHE WHRAIHBHOMN
NPOUEIYPbl € UEALI ONpeleleHua KapHoTHia
nmoaa.

Hurepecto, uro yporuu ansdha-deronporenna,
Dera-cyOneaMHHLBL XOPHOHMYECKOIO MOHANOTPO-
NHa M cBODOZHOrO 3CTPHOMA, ONpeneieHHbIE B
cpoke 16 Hell B OOIHOH W3 ropoAcKHX 1abopaTopHii,
He ucnonk3yiowel «[lporpaMmy akylwepckoro
CKpHHHHra= (pazpaboTaHHyio B KiuHHKe «Hcu-
las}, COOTBETCTBOBAIH HOPMANbHBIM TNOKa3aTe-
JAM ITA AaHHOR nabopaTtopUu.
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MaumenTke Gbin npowusseneH TpaHcabaoomu-
HA/IbHBIH AMHHOUEHTE3 M MaueHToueHTes. O6b-
EKTAMH L8 UMTOMEHETHYECKOrD MCCNSIOBAHHSA
NOCTYAWUAW KIETKH BOPCHMH NIALEHTH H AMHHO-
LMTBI OKOAOMIOAHKYX Rod. B xone uumroreHeru-
HECKOMD AHANHIA B KNEeTKAX MNALeHTsl Bbln yoTa-
HOBRNMEH KAPHOTHI C MOJHOH TpHCOMMEH no
xpomocome 16 (47, XX, +16) (puc. 2, a). 310 Bbl-
N0 NOATEEPAISHO B X0Je JadkHEHWIEro HeCneno-
BAHMA MHTEPPAIHBIX ANED KIETOK NIALEHTB Me-
TonoM dhawopecueHTHONH THOPUAM3ALWK In situ C
HCNOILIOBAHHEM NPHUEHTPOMEPHBIX 30H10B [THK
K xpoMocosme |6, B 97 untepdaineix aapax (Bce-
ro obcnesosano 100 kKnetok) perHcTpHpPOBATOCH
TPH CHrHana (puc. 2, f).

OIHAKO YY4HTBLIBAA TO, 4TO MOAHYI0 TPHCOMMID
no xpoMocome 16 obHapYXMBAIOT TONBKO B MaTe-
pHane DEpeMEHHOCTEH, 3JAMEPILMX B NEPBOM TPH-
MECTpe, d M1aUeHTa ABIAETCA IKCTPasMOpHMOHATEL-
HOH, HO He SMDPHOHANLHOH TKaHBID, BO3HHMKNA
HEODXOOMMOCTE TILATENBHOIO AHANM3IA KIETOK
okonomioaHelx son. Mosromy Obla Npou3sencH
HHTEpthasHuiid FISH-ananuz ¢ ansdouaHbsiMK
npobavyu [IHK k xpomocome 16 HA HEKYIETHBHK-
POBAHHBIX KNETKAX AMHUOTHUECKOH MUIKOCTH.
PesynbraThl TAKOro HCCNedoBaHWA OOHAPYRWIH
MO3aHYHBIA KAPHOTHI Mo XpoMocome 16, Tak kak
B 45 13 100 uurepdasubix saep BU3YATHIHPOBANK
TPH THOPHAM3ALUKWOHHBIX CHTHANA, a B 55 — npa.

XOPOLLO M3BECTHO, 4TO TONBKO KYJILTHBHPOBA-
HHE AMHMOLWTOB NO3IBOMALT MOIYYHTE HeoDX0-
IMMOE KOoNHWYecTBD MeTaazHbIX MIACTHHOK,
YTODBEI OKOHYATENRHO YCTAHOBHMTE KAPHOTHI
roaa. O4HaKo NpM WTHTENBHOM HX KYJIBTHBHPO-
BaHHM (cBrIWe 10 cyT) Ro3MOokHA npoandepauma
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Puc. 3. Knon knetok © EAPHOTHIIOM 47 XX, +16: 0 — B-nHesHan EYIBETYPA AMHAOLHTOR MOMYMeHD M3 OKOJTOITOAHBIX

poa, GTG-smeron andupepeHunaneHoi oKpacky XpoMocom; &

FISH-ananmms ¢ abthonaHsiv JIHK npobasin (D16L1)

KJIETOK MATEPHHCKOID NMPOMCXOAICHUA, KOTO-
PEIE KOHTAMUHHPYIOT 0Gpaiell BO BpeMa acnupa
IHOHHOR BHONCHH, 4TO, B CBOK O4epedb. NPHBO-
AT K TOXHOMY HMTOTCHETHUECKOMY AMarnosy. B
KY/JIETHBHPOBAHHEBIX aMHuounTax, 3admurcupo-
BaHHBIX Ha B-¢ CYTKH, DbLT NOATBEPHKIASH MO3a-
WYHBIH KapuoTHI MJ1044, HO COOTHOLIEHHE HOp-
MANTEHOTO H AHOMATEHOTO KJI0HOE OTAHYANOCE OT
COOTHOLIEHWAH, '_n.-'[.! TAHOBIOCHHOIO B |1II'['|.,'D¢ILI3I-H1[\
SAPAX HEKYILTHBHPOBAHHBIY KIETOK NIALEHTEL H
AMHHOUWTaX.

Takum obpazoM, B KYIETHBHPOBAHHEIX H HEKYTh-
THBHPOBAHHBIX AMHHOLHMTAX OKONOIIO0H bIX BOA ¢
NPUMEHEHHEM LHTOTEHETHHECKHX H MONEKYIAP-
HO-UMTOTEHETHYECKHY METOADE JHATHOCTHEH
Db YCTAHDBIEH CHLHYIOWMI KAPHOTHIT 11014
mos 47.XX,+16 [12] / 46.XX [I8] wan mosd7,
XX, +16, nuc ish 16(DI16Z1x3) [I8] / 46,XX, nuc
ish 16(D16Z1x2) [62] (puc. 3).

JdonosiurensHoe necierosanmne metadasHpix
xpomocom naona C (CBG) MeToaoMm ¢ npuMeHe-
HUEM THIPOOKHCH Bapus 00HAPYAWIO 4aCTHY-
HYI0 MHBEPCHID XpoMocomsl 9 (9phgh).

Takan ®e yacTHYHAA HHBEPCHA XPOMOCOMBI 9
Dbila BeIARNEHA B Kapuotune marepu (46 XX,
Sphgh) npobanna npy UHMTOMEHETHHECKOM AHA-
Juze ausMdrounTos nepudepryeckoil kpoeu, Ka-
PHOTHI OTUA BBUT HOpMANBHBIM — 46 XY,

Takum obpazom, B pe3yILTATe KOMIIEKCHOID
ofcneloBaHus MATEPHATA MHBAIMBHONW npeHa-
TATBHOH NPOUSLYPLL MO ABYM TKAHAM (BOPCHHEI
MIAUEHTE H AMHHOLUMTE OKOJNOIUIOAHBIX BOI)
Obl1 VCTAHOBIEH MO3AHYHEIA BAPHAHT TPHCOMHH
no xpomocosme 16, B cBA3IN € ueM DEpPEMEHHOCTE
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— HERYIBTHEHPOBAHHBIC AMHMOIIHTLI, I!I'I]\'_"J‘.Il'tilil'ilﬂ:.ll-'l

OBINA NPEPBAHA MO MEAHKO-TEHETHHECKHM NOKA-
FAHHHEM B L'|'.Il!l§.(.‘ 2' HEA.

[Mpu nataHaTOMHHECKOM MCCIen0BaHHH abop-
I‘_-.-'[,.'II {!ﬁll:![‘]:«.'}&l,‘iil:l MHOKCCTEECHHEIE rirﬂ,‘l-.'ﬁ_.ll,.'llﬂl_:lt
nopoku paseutua (MBI1P): nedest mescxeny-
JOYKOBOH NEPperopoikH Ceplla, CTEHO3 TOIeH
KHIIKH, THNOMIAIKMA TOACTOrD KMILEYHHEKD, CHH-
aaktuaua =111 nansues neroi ctonkl, JuLE-
Bbie AHCMOPDHM, ANJazds apTepimi NyNoRHHBL,

ObdcyAacHHe NOIyHeHHBX Lannbsix. [lTonHbe Tpu-
COMHH T XF'?IE'IIMII'K_'[]“L' H’! HECOBMCCTHME! © KH3-
Hbto, Ipyrie aHoMannu xpomMocoMisl 16 BoTpeywa-
IOTCH KpaiHe peako ¥ KHBOPOALeHHbIX deTei. B
JUTEPATVPE ONMHCAHE €OIMHUMHBIE CAYYAM 4ac-
THYHOH MOHOCOMMHK JUTH HHOMO NJ1e4a, TPUCOMIK
JUITHHHOIO M KOPOTKOIO Ne4 3TOH XpoMOCOMBI,
HIBECTHLI CODDLIEHHA O KONBLEBOH XPOMOCOME
16 [8—10]. Bee onncantblie CAvUan ABRTAIOTCH TH-
AEbIMH XPOMOCOMHBIMH 3aboseeaHuamu, O0-
LIMM I8 AeTel, POAKICHHBLIX ¢ TAKDH Nartoaory-
€il, ARTAETCHA THOONIA3INA, AHOMAIMK Yepena M
JIHUA, NOPOKH CEPALIA M NOYEK, YMCTBEHHAH OTC-
TANoCTh W ap. OaHAKD NpU Ka#10H KOHKpPeTHOMH
AHOMANHH XPOMOCOMBI |6 rOBOPHTL O CHHApOME
NpeXaeBpeMeHHO,

B 10 xe BpeMs NONHAA TPHCOMHA XPOMOCOMbI
16 — oYeHb YaCTAd NATONOTHA B MaTEPUAIE CITIOH=
TAHHBIX ADOPTYCOB, UTO ONATE K€ NMOATEEP#I1aeT
HECOBMECTHMOCTD € AHIHBK NOPOKOB DA3IBHTHA
npH 3TOH aHOMANHK XpoMocosmbl 16, Mcenenora-
HHA, BEIMOJHEHHBIE HA MATEPHANE HEPAIBHEAKD-
WMXCH DepeMeHHOCTEH, MOIBOAWAM YCTAHOBHTE,
YTO BCE XPOMOCOMBL MOTYT OBITE YUACTHMLLAMY
TPHCOMKI, OIHAKO HEKOTOPBIE TRHCOMMHH BCTPE-
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| Caowcriniii s dugeHocury CAVRan MOTQUEUIMa MPRCOMEE Xpovocoms 16, emeiennsi apenamaibio ]

HAIOTCA FOPAINo Yallle, HANPHMEeD, TpUCcoMKA 16
peTpeyaercs B 15 % cayuaes seex tpucomui [11,
12]. [pu takol XxpoMOCOMHON MNATONOTHH PA3IBH-
THE IMOPHOHA Yallle BCErD OCTAHAWIMBAETCH Ha
cTaquM 3MOpHOHANEHOTD AKcka. Takas GepemeH-
HOCTE XAPAKTEPMIVETCH HATHYHEM MATCHLKOMD
MAoIHOMe Alla JHAMETpoM okoio 2.5 oM, B no-
JIOCTH XOPHOHA HAXOIWTCH HeDoN B0 AMHHOTH-
HECKMI NY3BIPEK OKOA0 5 MM B anamerpe W ami-
PHOHAABHBIH 3a4aTox pasmepoM 1—2 mm [13].
Ins HEKOTOPBLIX Cliyuaen TpHcoMuil (16, 21) buuio
OMPeleIeHo NPOMCXoXIeHHe THIIHEH XpoMOoco-
Wbl (}ICEHEL'IOCI:-., HTO BO3PACT MaTepH CBA3AH C
NoBLILEHHEM PUCKA YEATAHHBIX TPHCOMH H TONL-
KO B ClyHae MATEPHHCKOIO IIpUHEMD}ILLIEI{HH
JHe i xporocossl [ 14], He Gmno obHapy&eHo
CBAIH BO3IPACTA OTHA C MOBRLUCHHEM PHCKD 3THX
Tprcomii | 13].

32\ nocaciHes IeCHTHICTHE B JINTEPATYPC MOA-
RHIOCE DOALLIOE KOMHUSCTREO I'I}"ﬁ.-ﬂtk';'lltllﬁ ]
BCTPOHACMOCTH AHOMAIHHE CPCiH AHBOPOAIEH -
HBIX AETEH, N8 KOTOPLIX KAPHOTHIT C TPHCOMHEH
M0 XpOoMOoCcoMC 16 YCTAHOBICH TONBKO B HEKOTO-
PhIX TKAHAX. 710 TAK HAILIBACMBIE MO3aAMYHBIE
BAPHAHTEI TPHCOMHW XPOMOCOMBIL 16,

B umrtorenerTHrEe noa MOo3aHLHIMOM MPHHATO
MOHUMATE COYETAHHE B TKAHAX WHAWBHIVYMA
FICTOMHBIX KJIOHOB C© PATHHMHBIM XPOMOCOMHBEIM
Habopos. [TpM MCTHHHOM (reHepaIH30BAHHOM)
MOZAHUNIME CMECH KNETOK C HOPM@WTbHBIM W AHO-
MATbBHEIM KaPDHOTHIIAMH MOKRCT ORITh Nnpeicrap-
JIeHA BO BCEX TKAHAX OPraHH3Ma. XpoMOCOMHBIR
MOZAHUHAM TI0 NONOBLIM XPOMOCOMAM, MHOTHM
AVTOCOMAaM M JIAXE LENbIM MEHOMAM YCTAHOBIEH ¥
MAUHEHTOB € XPOMOCOMHBEIMH ﬁﬂJ’[ﬂEHHMH, HO C
Do MATKHM NPOSBIcHHEM QEeHOTHITHYECKNX
MPHIHAKOB, KIIHHHMECKHX CHMITOMOR, ﬁllﬂh[l]tir"[
NPOAOJEAHTENBEHOCTED XHMIHK, YeM 11pH MOTHOH
thopme reTeponionIng.

Kpose 3moro, cyILecTEVET OrpaHHYeHHBI Mo-
FANUMEM, TIPH ROTOPOM AHOMAMEHEIN KJIOH KJe-
TOK OrpaHHYeH Kakoi-nubo oIHOH TKAHBHD.
[MpuMeHeHWE HHBA3MBHLIX METOLOE NPEHATA b=
HOH AHATHOCTHKH ODHAPYAWIO CYILECTBOBAHME
MIALUEHTAPHOTO MO3ZaMuM3Ma. JdpyrumMu ciopa-
MM, AHOMANLHBIA KNOH KIEeTOK MPpHCYTCTBYET
TOALKO B XOPHOHE/ TI1aueHTe (NPOM3IBOAHBIE TPO-
thodaacTa M IKCTPaIMBPHOHANLHON Me3nIep-
MEI] M He OOHAPVAKWBAETCA B KJICTKAx OKOJI0-
MNIMTOOAHLIX BOO H TKAHAX TT0A.
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PaGoTaMy mocleqHux NeT NOKA3AH0, YTO 1na
3ApoaBILER e 0BeKa JOUMNIAHTALLMOHHON CTa-
A MO3AH UMM PACCMATPHBACTCH KaK HOPMA h-
Hoe spiaenue [16, 17]. OnHako aHanMi 3ITanos
pazeuTHa W andubepeHUMPOBKH 3AYATKOB BCex
Opra’Hos ¥ TKAHEN 3apoikiiia TAK Xe, KaK W BHEe-
FAPOALILEBLIY 0DONOMEE, C VIETOM NPOCNCKTHE-
HOH CvaLDLl KICTOK paHHMX cTaauii apobaeHnii
[ 18] nokasan, 4To AHEYIIONIHK, OBHAPYKEHHBIE
B XOPHOHE (MJAUeHTE), He BO BCEX CYHanX orpa-
HUUUBAKTCH TOALKD ITHMH TKaHaMmu, TToatomy
BAWAHHE OrPAHHMEHHOTO MUIALEHTON MO3auLIn3-
Ma Ha BoJlee NOIMHUX CTAAHAX BHYTPHYTpoOHOMO
PAIBUTHA HA TEUEHME W UCXOI BEPeMEHHOCTH He-
oaHoszHadHo, [Mokasano, yto APOMOCOMHBIA MO-
3AMLIM3M B TKaHAX nioaa noareepaaaercs s 10 %
CAYHACB NMPH ODHAPYACHWM €10 B naauenTe [19],
yro coctamaser 0,1 % oT Bcex pa3BMBAOLIMXCH
GepemennocTei [20].

B nuteparype onucaHel ciyuad MOIadLIMIMA,
OFPAHHYEHHOID TUIRLCHTON, L8 TPHCOMMHA Mo
xpomocomam 2, 3,7, B, 9, 16, n 22 |21, 22|. Yac-
TOTA TAKHX TPHCOMMA KosteDaeTes ot 9—91 cayuas
Ha 100 000 HepemernocTeid. B HacToAwee spems
OrpaHHYCH HbIH NIAIEHTON MOIAHLIAIM KAK Bapi-
auT usonoryeckol (Nporpeccupylomei) oe-
PEMEHHOCTH MOATBEPHIAEH MHOIOMHCIEHHBIMK
peIVAETATAMMH MPEHATAILHOR M NOCTHATANLHO
AHATHOCTHEM. HHDFIJ]}H C 3THM B HECKOTOPRIX COY-
YAAX CYILIECTBYET PUCK ODHAPYACHUA MOIANYHBIX
MO KOHKPETHON TPHCOMUY KJIOHOB B TKAHAX HO-
BOPOAACHHOTD, ocoDeHHO, eciu NPeHATATBHO
BLISIBMAKTCH KAKHE-THDO VIBTPAIBYKOBBIE Map-
KEphi.

B 3aBHCHMOCTH OT JOKATH3ALHH AHOMABHBIX
KAETOR B TRAHAX KDDI{OHH.KI'L'IHI.IEHTI:I BBULETAKOT
TPH THNA MialeHTapHoro Molanuuiva | 18], Tak,
HAMNPHMEDP, MOZANLMIM TPHCOMHM N0 XPOMOCOME
16 ACCOUMMPOBAH C TPETLHM THIIOM MOZAMLIMIMA,
MpPH KOTOPOM AHCYIMTOWIHA 3aTPardBacT BCH N1a-
ueHTy. Kposme 310ro, nokazaHo, 4To LA JaHHOTO
THMA MOJAHLHIMA XAPAKTEPHa KOPPEKILHA aHey-
IJIOMIHK 338 CHET YTPATH! JHIUHEH XPOMOCOMBI H3
Tpuadel, Kotopasa B 1/3 cayuaes conpoBoxiaeTca
hopMUpoBAHUEM MCEBLIOHOPMANLHON THII0MI-
HOH KJeTOMHOH NHHWH C OOHOPOIHTENLCKON
(YHHMApeHTHOR ) ancomueit. OuHopoauTensCKan
reTepoancOMUA ODVCIORIEHA, KAK MPaBHIID, He-
PACKOXRICHHEM XPOMOCOM B MEPROM NCNCHWH
Meiioaa, a HI0IMCOMMA — BO BTOPOM feneHuu [ 18],
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[lo auTepaTypHBIM IaHHLIM HCXOa DepeMeH-
HOCTH NPH NPEHATANLHO BLIABNEHHOH TPHCOMMHK
XpOMOCOMBI |6 B NnateHTe 3apucen oT Toro, Geina
JIH MOATBEPAIEHA 3Ta TPHCOMHA B KIETKaX aMHH-
OTHYECKOH MHAKOCTH WKW J'Il’IMdJU].EHTdK nyno-
BHHHOI kpoBu mnoaa [23], a Takke oT pelyakTa-
ToB JIHK IMArHOCTHKH YHHMIAPEHTHOH AMCOMMM
[24]. Tak, Yong et al. [25] npoananusuposann 162
cyyas MO3aMLIMIMA TPHCOMHM Xpomocombl 16,
BhifBAeHHON npeHataisio. Tonkko 66 % Gepe-
MEHHOCTEN 3aBEPIIWIHCE POJIaAMK B cpoke 35—36
Hen ¢ runonaasueil mona. M3 vux 45 % umenu
OIMH H3 NOPOKOB PA3IBHMTHA, B OCHOBHOM 3TO
DBUIM NOPOKKM copaua uan runocnaians, Kak
npasuio, MBITP uMenu Te nholw, ¥y KOTOPBIX
MNAAUCHTAPHAA TPHCOMHHA DhLIna MnoATBEPAIASHA B
aMHuouuTax. Ecnu HOBOPOXIEHHEIM C NONO3pe-
HHEM HA MO3AHYHBLLA BAPHAHT TPHCOMHH XPOMO-
COMBI 16, COMMACHO KIMHMUEC KON KAPTUHE, Npo-
BOAHAOCE HecaedosaHue ubpobiacTos Koku, B
HEKOTOPERIX CAYUAAX ¥ HHX HAXOIWTH aHEYILTOWA-
Hble KneTkud | 23]

l'lm:aamm, YTO KTHHHYMECKAA KapTHHAa MO3a-
HYHBIX TPHCOMMIL XpoMocoMbl 16 BeckMa paiHo-
Gﬁpﬂ]Hﬂ, HO B 3ABHCHMOCTH OT PEIYNLTATOBR LLH-
ToreHeTHYeckoro adanusa v AHK auarHoctukm
0OHA CBOJAHWTCH K CAEIVHOUIEMY. MPEHATANBHOS H
MOCTHATAILHOE OTCTABAHME B POCTE, IHCMOp-
d’ll‘l!r‘i, NMOPpoOKH CEPALIA H NMOYMEK, BPOAIEHHLIE IH-
apparmManbbsie rpsixd Woap. [26].

Cayuail, KOTOpbIA NPeacTasicH B HACTOA LLEM
cooh HIEHHH, HE OTAHYANCH OT NOA0DHbIX Cayvacs
MO3AMYHBIX TPHCOMMIL XpoMocomel 16, onucan-
HbIX B IMTepaType. BeposfTHO, NpUCYTCTBHE aHO-
MANLHOIO KJAOHA HE TONBKO B MJIAUEHTE, HO W B
38 % kaeTOK OKONOMIOAHBIX BOA OBYC/IOBHAD NO-
asaedne MBIIP v naona, npudes caenyer noi-
YEPKHYTh, 4TO NPOBE1EHHE MHBAIMBHOM NpoLeay-
phl OBUTO PEKOMEHIOBAHO NALMEHTKE Kak Mo
HATHYHIO YILTPA3IBYKOBLIX MAPKCPOB, TAK W N0 pe-
JyNbraTaM CKPMHMHIA, KOTOPLIH NOKasal nosbl-
LWEHHBIH PUCK TPHCOMHM Xpomocomel |8 (1 1 95),
Hutepecno, uro xpomocomsl 16 u 18 cornacuo
HOMEHKNATYpe oTHocATcA K oavod E-rpynne
xpoMocom. B auteparype npeactaBnembl gaH-
HBIE O TOM, YTO MO PE3VILTATAM CKPHHHHTOBBIX
NMPoOrpaMM XeHUIMHB, MA0AL KOTOPBIX HMETH
KAPHOTHII C MO3aHLIHIMOM TPHCOMMM XPOMOCO-
Mbl 16, nonaganu B rpyniy pucka no XxpomMoco-
Mme 21 [27].
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B peaynekraTe KOMIUIEKCHOID AHANH3A NaHHBIX
VALTPAIBYKOBOIO W PE3VIbTATOB TUIATENBHOID
MOJEKNVIAAPHOTO-UHTONCHETHYECKOTID obcneno-
BaHHA BOPCHH MJALEHTH H KIETOK AMHHUOTHYEC-
KO KHAKOCTH D610 NPHHATO PELISHWE NMPepBaTh
bepemedHocTh, [lataHaToMMYECKOE WCCIedoBa-
Hue abopTyca BepHPULHPOBATO MHOKECTBEHHEIE
BPOAJICHHBIE NOPOKH PAIBHTHA,

Buiroasl. Takum obpaiom, npeHataibHas aH-
ArHOCTHEA AHANOIHYHLIX CAVYAEB — HenpocTan
3anada, pelieHHe KOTOpPOH BO3MOKHO TOABKO
NPH KOMILIEKCHOM noaxone. Hactosims Heee-
NOBAHHEM NMOKAZAHO, UTO VKE paHHes npopene-
HHE MPeHaTANLHOMD AKYIIEPCKOTD CKPHHMHIA —
apoiiHoi Tect B 1 1—12 ven (Y3H v onpenenenme
yposua B-hCG u PAPP-A) w tpoiiHoi Tect B
16—17 nea (¥3H » onpenenenue yposua MS-
AFP, uE3, B-hCG) — no3ssoiuio 3anoioipiTh
XPOMOCOMHYIO NATONOTHIO ¥ NJoa. AKeHlHHe
L0 PEKOMEHIOBAHO NPOANLKHTL NPEHATLIL-
HYI0 THATHOCTHKY MHBAIWBHBIMH MeToaamu. On-
HAKO OMeBHAHO, 4TO Hanboiee HHGOPMATHBHBIMK
OKAZATHCE PEIVILTATE COMETAHHOTD NPHMEHEHHA
TPAHCADAOMMHANLHOIO AMHHUOLEHTE3a W DHONICH K
niaueHTsel. B xoae mMonekyaapHO-UMTOMeHETH-
YECKOID AHANM3A B KIETKAX NMIAUeHTH obHapy-
KEH KApHOTHN ¢ TpUCOMMed no xpomocome 16
(47, XX, +16). [Nockoabky KIOH KIETOK C aHO-
MATBHBIM KAPHOTHIIOM HE OTPaHUMHBAICH TOMb-
KO MAAUeHTOH, & NPUCYTCTBORAT B JOCTATOUYHO
peicokom npouente (38 %) B aMHHOUMTAX OKO-
NONNOJAHBIX BOA H NOATBEPAIAICH HATHYHEM
VIBTPAIAYKOBLIX MAPKEPOR XPOMOCOMHON Naro-
NOTHM (BPOXIEHHBIN NOPOK cepaua, rMnepaxo-
FeHHbI KHILEYHHE, anJa3ui apTepHyi NynoBHHE
M Op.), MO¥HOD DBELIO TOBOPHUTE O KAPUOTHITE C MO-
AL AMOM TPHCOMHM XpoMOocoMel 16 v naoaa.

YuuThIBaA TO, Y4TO MOIAHHHYID TPHCOMHID Xpo-
MOCOMBEI |6 HAMDONEE YACTO HAXDAAT B COYETAHHH
C ONHOPOAMTENLCKOH AMCOMMENR MO 3TOH XpoMO-
COME, B AANBHERLIEM B CNYYAS PACKORIEHHS pe-
3YNBTATOR KAPHOTHTIMPOBAHMA 3KCTpasMbpuo-
HATBHOI (XOpHOH,/InaueHTa) 1 SMDpHOHANbHOI
TEAHEH (AMHMOUMTH OKOJOMIOAHBIX BOJA HAH
JUMPOLMTEL OVIIOBHHHON KPOBM 110aa) Heob-
X0AHMO uenonbioearme metonos [IHK nuwardoc-
THKH.

SUMMARY. We present the prenatally identified case of
mosaicism of chromosome 16 trisomy. A patient with the
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] Caoxcundii g duaznocmury cay9an MoJauuIMag mpucoMun Xpomocoms 16, soiae1ennoil npenamaibmo [ ]

pregnancy complicated in the first trimester by the threat of
breaking was refered to the high risk group according to the
results of the screening program. The ultrasonic résearch
revealed a number of phenotypical pathologies in 19-
weeks-old fetus such as congenital heart disease (ventricu-
lar septal defect), hyperechoic bowel, single umbilical ar-
tery and some other ones. Cytogenetical and FISH analyses
of the placental villi revealed karvotype with chromosome
16 trisomy. The further research of amniotic fluid cells
revealed the karyotype of fetus as mos47 20, + 16 / 46,XX,
The pathologoanatomic research of the abortus has verified
the multiple congenital malformations.

PEIOME. HapeneHo ONMe CKNIAIHOTO BHNAIKY npe-
HATANBHO! TIarHOCTHKH MOBAILHIMY TRPHCOMIT XPOMOCOMH
I6. 3a peIvALTATAMMH CKPHHIHTY BAMTHICTH, AKA NPOTiKAna
3 NOrpo30e NepepuBadia, Oyna BUIHECEHA OO TPYTIH BH-
cokoro puanky. [lpr yasTpaseykoBoMmy gocnipsedudi y
naoga 19 Tk poasMTKy DVE LIAMHOCTORIHWR KOMNIEKC
HEHOTHIOBNX NPOABIE XPOMOCOMHOT TATONONT BPOLKE-
Ha Bafa cepus (lederT MIMUAYHKOBOT NEPEropoaki),
rinepexoreHHMA KHILEYHHE, anaaliga aprepil NnynosdHW
Ta iH. B X0 MOone Ky AAPHO-UHTOreHETHYBCKOTD AHANTIY B
KNITHHAX MAALEHTH BUABNEHD KAPIOTHI i3 TPHCOMIEW NO
xposocomi 16 (47 XX, +16). B amniountay Hankosonni-
HHX BON BCTAHORTEHO MOZATUMIM TPHCOMIT XpOMOCOMM
16: mos 47 200+ 16/46, XX, TlataHaToMiuHe nochlLKeHH:
abopTVCA BEPHPIKYRAN0 MHOAHHHI BPOLKEHT PAIW pO3-
BHTEY.
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